


Chr Start End Ref Alt Gene region Gene symbol Variant class ExAC_Freq dbSNP SIFT_score Polyphen2_score Genotype Quality Read Depth
chr10 13166076 13166076 A G exonic OPTN nonsynonymous SNV 1,00 rs523747 . . hom 6072,78 641
chr12 5841733 5841733 A C exonic ANO2 nonsynonymous SNV 0,10 rs1860961 0,449 0,03 het 3118,94 1465
chr14 20925154 20925154 T G exonic APEX1 nonsynonymous SNV 0,43 rs1130409 1 0 het 3328,69 1444
chr16 2498978 2498978 G A exonic CCNF nonsynonymous SNV 0,00 rs146438723 0,053 0,977 het 1012,09 419
chr17 64023624 64023624 T C exonic CEP112 nonsynonymous SNV 0,54 rs17704679 0,094 0,003 het 1799,19 946
chr17 34171599 34171599 - G exonic TAF15 frameshift insertion het 21,1871 51
chr2 202625615 202625615 C T exonic ALS2 nonsynonymous SNV 0,91 rs3219156 0,191 0,006 hom 15661,7 1603
chr2 202626479 202626479 T G exonic ALS2 nonsynonymous SNV . . 0,032 0,478 het 88,5808 2790
chr22 29885473 29885473 C T exonic NEFH nonsynonymous SNV 0,18 rs5763269 0,047 0,672 hom 10178,4 1085
chr22 29885908 29885908 A G exonic NEFH nonsynonymous SNV . . 0,002 0,094 het 32,8415 1156
chr4 170428901 170428901 C T exonic NEK1 nonsynonymous SNV 0,05 rs33933790 0,083 0,146 het 858,64 358
chr6 110064928 110064928 A T exonic FIG4 nonsynonymous SNV 0,07 rs2295837 1 0 het 1498,19 673
chr6 110107517 110107517 T C exonic FIG4 nonsynonymous SNV 0,28 rs9885672 0,833 0 het 1253,96 651
chr7 94937446 94937446 T C exonic PON1 nonsynonymous SNV 0,38 rs662 0,779 0 het 1495,79 689
chr9 135139901 135139901 T C exonic SETX nonsynonymous SNV 0,39 rs1056899 1 0 het 4995,29 2506
chr9 135202829 135202829 T C exonic SETX nonsynonymous SNV 0,73 rs543573 0,872 0 hom 5391,16 569
chr9 135203231 135203231 C T exonic SETX nonsynonymous SNV 0,73 rs1183768 0,133 0,796 hom 8217,42 898
chr9 135203409 135203409 A C exonic SETX nonsynonymous SNV 0,76 rs1185193 0,377 0,004 hom 1686,31 176
chr9 135204010 135204010 T C exonic SETX nonsynonymous SNV 0,02 rs61742937 0,039 0,102 het 3481,71 1491

Supplementary Table 1. Results of customized targeted ALS NGS panel for the ALS patient



Chr Start Stop Cytoband #Probes
Log2 ratio 

(Test/Ctrl)
pval Gene Names

chr1 14,124,918 14,703,778 p36.21 5 1.448088 2.16E-10 PRDM2

chr1 41,475,871 41,478,153 p34.2 4 2.142642 2.20E-17 CTPS1

chr1 45,213,104 45,316,628 p34.1 34 0.61867 4.65E-11 EIF2B3

chr1 55,608,624 55,614,187 p32.3 11 0.978236 6.97E-10 USP24

chr1 57,528,551 57,537,314 p32.2 6 1.288615 7.43E-10 DAB1

chr1 115,251,231 115,258,361 p13.2 6 1.297375 5.66E-10 NRAS

chr1 163,038,607 165,172,712 q23.3 15 0.866144 5.27E-12 RGS4, LMX1A

chr1 197,065,106 197,091,313 q31.3 9 1.048951 9.03E-11 ASPM

chr2 27,590,586 27,591,343 p23.3 6 1.302483 5.05E-11 EIF2B4

chr2 36,774,108 37,362,697 p22.2 20 -0.692336 1.76E-10 CRIM1, EIF2AK2

chr2 44,173,246 44,174,449 p21 3 1.847663 4.42E-11 LRPPRC

chr2 48,925,810 49,216,197 p16.3 21 0.791682 9.64E-14 LHCGR

chr2 64,147,652 64,148,427 p14 3 1.799184 1.35E-10 VPS54

chr2 162,761,268 165,354,026 q24.2 - q24.3 42 0.643279 9.49E-13 SLC4A10, GRB14 (SLA)

chr2 179,474,676 179,478,649 q31.2 19 -0.728485 8.00E-14 TTN

chr2 179,671,916 202,137,517 q31.2 - q33.1 58 -0.326747 1.12E-11 TTN, HSPD1, MARS2 (SCA), CASP8

chr2 202,254,072 202,263,051 q33.1 9 1.190505 2.20E-11 TRAK2 (SLA)

chr2 222,290,299 222,307,610 q36.1 11 0.982995 1.96E-11 EPHA4 (SLA)

chr2 234,164,719 234,173,570 q37.1 7 1.456546 3.87E-15 ATG16L1

chr3 1,363,464 1,371,563 p26.3 7 1.17279 1.61E-10 CNTN6 (SLA)

chr3 4,715,908 4,776,981 p26.1 38 0.503688 1.57E-10 ITPR1 (SCA)

chr3 46,400,344 46,401,842 p21.31 3 2.048314 3.22E-13 CCR2

chr3 134,265,025 142,281,571 q22.2 - q23 147 0.342251 2.09E-17 CEP63, EPHB1, MRAS

chr3 178,928,066 178,936,110 q26.32 4 1.520756 3.57E-10 PIK3CA

chr4 15,556,669 15,569,439 p15.32 14 0.831871 1.42E-10 CC2D2A

chr4 56,744,114 57,356,837 q12 71 0.478281 1.55E-16 CEP135

chr4 99,399,826 99,403,350 q23 4 1.532546 2.63E-10 TSPAN5

chr4 112,312,260 114,095,683 q25 9 1.055257 2.08E-10

C4orf32, AP1AR, TIFA, ALPK1, NEUROG2, 

ZGRF1, LARP7, MIR367, MIR302D, MIR302A, 

MIR302C, MIR302B, ANK2, MIR1243, 

MIR8082

chr4 114,251,379 114,257,852 q26 8 1.065978 5.00E-10 ANK2

chr5 58,272,149 58,273,101 q11.2 4 1.816099 2.12E-13 PDE4D

chr5 74,014,636 74,016,371 q13.3 4 1.647444 1.21E-11 HEXB

chr5 74,652,139 74,655,854 q13.3 9 1.113502 6.43E-12 HMGCR

chr6 31,541,470 31,546,112 p21.33 10 1.054148 7.09E-12 LTA, TNF (SLA)

chr6 31,918,133 31,950,240 p21.33 14 0.892197 6.63E-12 CFB, C4A

chr6 112,015,870 112,025,232 q21 9 1.261277 7.03E-12 FYN

chr6 129,601,214 129,609,223 q22.33 3 2.104286 3.43E-12 LAMA2

chr6 152,734,473 152,737,603 q25.2 3 2.128005 1.90E-12 SYNE1 (SCA/SLA)

chr7 79,082,572 80,231,563 q21.11 3 2.06833 1.92E-13 MAGI2, CD36

chr7 87,173,559 92,122,449 q21.12 - q21.2 50 0.530343 1.55E-14 ABCB1

chr7 148,513,770 148,523,620 q36.1 9 1.078511 2.74E-11 EZH2

chr8 101,322,252 103,277,468 q22.2 - q22.3 16 -0.797031 5.21E-11 RNF19A (SLA)

chr8 120,631,456 126,096,269 q24.12 - q24.13 76 0.372195 2.42E-11 KIAA0196

chr9 2,644,822 6,251,257 p24.2 - p24.1 32 0.688947 1.39E-15 VLDLR, IL33

chr9 32,972,737 32,974,478 p21.1 3 1.895863 1.42E-11 APTX (SCA)

chr9 35,059,175 36,223,524 p13.3 40 0.579665 5.38E-14 VCP(SLA)

chr9 107,562,129 107,565,596 q31.1 6 1.416516 8.13E-11 ABCA1

chr9 128,002,429 130,422,368 q33.3 - q34.11 32 -0.402576 5.70E-10 HSPA5, LMX1B, STXBP1

chr10 6,525,419 13,174,214 p15.1 - p13 76 0.377882 1.22E-11 PRKCQ, USP6NL (SLA), OPTN (SLA)

chr10 69,672,624 70,360,755 q21.3 6 1.491475 3.50E-12 SIRT1,TET1

chr10 75,856,988 75,888,955 q22.2 26 0.772209 3.91E-12 VCL, AP3M1

chr10 79,743,724 79,744,014 q22.3 4 1.827961 1.66E-12 POLR3A

chr10 121,156,191 121,184,569 q26.11 5 1.324638 9.77E-10 GRK5

chr11 18,042,679 18,050,813 p15.1 10 0.949187 5.93E-10 TPH1

chr11 22,277,032 22,297,729 p14.3 15 0.935896 1.01E-13 ANO5

chr11 73,429,634 73,431,971 q13.4 4 1.893435 4.38E-13 RAB6A

chr11 95,647,385 102,662,127 q21 - q22.2 31 -0.437585 7.58E-11 MTMR2,MMP1

chr11 118,889,234 118,889,972 q23.3 3 1.872906 4.77E-10 TRAPPC4

chr12 40,872,902 40,884,200 q12 3 2.567741 9.72E-20 MUC19

chr12 57,957,270 88,452,738 q13.3 - q21.32 178 0.33966 2.05E-20 KIF5A,  TMEM5, TBK1, IFNG, CEP290

chr12 110,771,860 110,777,530 q24.11 6 1.280322 1.04E-10 ATP2A2

chr12 111,086,828 111,158,740 q24.11 4 1.648149 1.19E-11 TCTN1, HVCN1, PPP1CC

chr13 60,413,451 60,490,355 q21.2 9 1.098949 1.18E-11 DIAPH3

chr14 20,923,430 20,923,829 q11.2 4 1.603993 3.98E-11 APEX1

Supplementary Table 2. CNVs identified in the SCA1-MN patient IV-18 by NeuroArray  aCGH



chr14 51,202,244 51,224,083 q22.1 18 0.712369 4.56E-10 NIN

chr14 57,272,292 58,838,823 q22.3 - q23.1 46 0.514759 7.40E-13 OTX2

chr14 81,942,024 81,955,619 q31.1 12 1.289141 6.92E-20 SEL1L

chr14 92,563,016 97,321,686 q32.12 - q32.2 45 0.503338 3.87E-12 ATXN3, SERPINA1, SERPINA3

chr16 4,556,943 4,559,539 p13.3 5 1.624889 8.88E-14 HMOX2

chr16 7,102,031 7,382,963 p13.3 3 1.934426 5.58E-12 RBFOX1

chr16 50,745,620 50,750,591 q12.1 3 1.828845 6.85E-11 NOD2

chr16 81,397,375 81,991,597 q23.2 - q23.3 10 1.342749 3.72E-18 GAN

chr17 7,579,911 10,316,045 p13.1 170 0.299097 1.34E-15 TP53, PIK3R5, MYH13

chr17 29,258,933 29,280,360 q11.2 8 1.146308 2.50E-11 ADAP2

chr17 29,663,455 29,667,686 q11.2 13 0.935434 4.08E-12 NF1

chr17 44,301,037 44,714,881 q21.31 7 -1.279559 3.41E-12 KANSL1, NSF

chr17 61,563,975 61,564,394 q23.3 3 1.734921 5.69E-10 ACE

chr17 71,196,116 71,201,785 q25.1 11 0.99661 1.05E-11 COG1

chr18 20,516,844 20,529,682 q11.2 3 1.850036 4.18E-11 RBBP8

chr18 25,570,038 28,710,025 q12.1 24 0.646855 6.73E-11 CDH2, MIR302F, DSC3, DSC2, DSCAS, DSC1

chr18 67,671,113 67,672,489 q22.2 4 1.88366 1.12E-14 RTTN

chr20 2,635,038 2,637,811 p13 16 0.804268 3.52E-11 NOP56

chr21 22,804,521 22,839,062 q21.1 3 1.739517 5.14E-10 NCAM2

chr21 47,769,069 47,862,455 q22.3 68 0.472528 1.41E-15 PCNT

chr22 21,237,821 21,243,879 q11.21 3 2.12015 4.90E-14 SNAP29

chrX 13,762,578 13,778,335 p22.2 10 0.968702 2.69E-10 OFD1



Supplementary Table 3. CNVs identified in the SCA1-MN patient IV-15 by NeuroArray  aCGH

Chr Cytoband Start Stop #Probes
Log2 ratio 
(Test/Ctrl)

pval
Gene 

Names
chr1 p36.22 10.408.695 10.420.998 5 0,893666 2,65E-14 KIF1B
chr1 p34.1 44.257.729 44.257.889 3 1,122156 2,49E-12 ST3GAL3
chr1 p32.3 55.545.118 55.545.426 3 0,989565 7,71E-10 USP24
chr1 p32.3 55.563.551 55.563.805 3 1,079846 1,68E-11 USP24
chr1 p32.3 55.609.725 55.611.721 5 0,927325 1,26E-12 USP24
chr1 p32.3 55.622.642 55.624.544 6 -0,588926 9,21E-10 USP24
chr1 p32.1 60.163.258 60.223.681 9 0,860767 1,70E-19 FGGY
chr1 p13.3 107.866.976 107.867.459 3 1,345618 3,00E-17 NTNG1
chr1 p12 120.298.103 120.306.915 13 0,649053 6,10E-19 HMGCS2
chr1 q21.3 154.562.255 154.562.379 3 1,109463 2,32E-13 ADAR
chr1 q23.3 163.038.486 165.398.181 81 0,344324 8,94E-32 RGS4,LMX1A, RXRG
chr1 q25.2 179.314.020 179.316.846 5 0,722773 5,89E-10 SOAT1
chr1 q32.2 207.758.222 207.780.654 12 -0,311482 4,37E-10 CR1
chr1 q41 223.957.574 223.962.678 12 0,565066 9,46E-14 CAPN2
chr1 q42.2 230.814.650 230.814.881 3 1,364047 5,91E-19 COG2
chr1 q43 236.969.356 236.972.106 6 0,85597 1,45E-15 MTR
chr1 q43 237.038.104 237.044.127 4 0,910529 4,45E-12 MTR
chr2 p22.2 36.623.723 36.771.719 42 0,391666 5,93E-22 CRIM1
chr2 p22.2 37.334.367 37.368.844 34 -0,339907 5,03E-14 EIF2AK2
chr2 p16.3 50.463.978 50.850.750 42 0,470815 8,76E-31 NRXN1
chr2 p14 64.139.743 64.140.379 3 0,959768 1,96E-10 VPS54
chr2 p14 64.140.484 64.211.189 50 -0,319625 9,86E-18 VPS54
chr2 q21.3 135.602.034 135.619.580 11 0,589522 9,07E-14 ACMSD
chr2 q22.3 145.158.681 145.187.597 14 0,475166 1,09E-11 ZEB2
chr2 q23.1 149.818.488 149.838.111 12 0,556012 2,05E-13 KIF5C
chr2 q23.3 152.830.215 152.830.476 3 0,996684 4,05E-11 CACNB4
chr2 q24.2 162.627.594 162.696.406 6 0,692336 8,63E-11 SLC4A10
chr2 q24.2 162.804.058 162.804.311 3 1,285422 3,69E-17 SLC4A10
chr2 q24.3 166.166.787 166.179.947 18 0,38856 2,73E-10 SCN2A
chr2 q24.3 166.903.209 166.903.544 3 1,130811 8,24E-14 SCN1A
chr2 q24.3 166.908.216 166.908.543 3 1,31996 1,03E-16 SCN1A
chr2 q24.3 167.060.582 167.083.334 8 -0,598635 9,22E-11 SCN9A
chr2 q24.3 167.144.880 167.149.930 5 1,089166 1,17E-17 SCN9A
chr2 q31.1 170.145.555 170.145.713 3 1,376674 4,04E-16 LRP2
chr2 q31.1 171.716.542 171.717.494 3 1,083174 4,22E-10 GAD1
chr2 q31.2 179.422.539 179.435.244 11 0,68023 9,02E-12 TTN
chr2 q31.2 179.447.689 179.447.951 3 1,115558 1,09E-10 TTN
chr2 q31.2 179.449.689 179.450.126 4 0,985455 1,07E-10 TTN
chr2 q31.2 179.466.844 179.467.181 3 1,242067 3,64E-13 TTN
chr2 q31.2 179.472.425 179.473.023 3 1,454167 5,70E-18 TTN
chr2 q31.2 179.481.716 179.481.871 3 1,127712 6,49E-11 TTN
chr2 q31.2 179.500.189 179.500.670 4 1,192055 1,30E-15 TTN
chr2 q31.2 179.518.558 179.530.601 20 0,755754 2,37E-25 TTN
chr2 q31.2 179.542.427 179.544.320 13 0,592621 6,83E-10 TTN
chr2 q31.2 179.588.396 179.592.414 16 0,631319 8,53E-14 TTN
chr2 q31.2 179.602.742 179.605.334 5 0,912392 4,43E-11 TTN
chr2 q31.2 179.659.057 179.671.941 22 0,410471 2,10E-13 TTN
chr2 q34 212.251.533 212.251.904 3 1,102381 3,66E-10 ERBB4
chr2 q35 215.813.359 215.815.705 7 0,784489 2,15E-10 ABCA12
chr2 q35 215.882.843 215.910.617 19 -0,365493 1,01E-09 ABCA12
chr2 q35 215.928.723 215.928.992 3 1,002473 3,15E-11 ABCA12
chr2 q36.1 222.290.299 222.321.569 32 0,627979 5,72E-41 EPHA4
chr2 q37.1 233.641.084 233.674.489 22 0,390484 2,68E-12 KCNJ13



chr3 p26.3 1.367.417 1.371.563 9 1,055758 1,49E-21 CNTN6
chr3 p26.3 1.414.461 1.415.419 5 1,030073 7,60E-13 CNTN6
chr3 p25.2 12.421.188 12.434.294 9 0,923251 1,12E-25 PPARG
chr3 p22.1 43.618.330 43.622.043 5 0,86345 1,80E-13 ANO10
chr3 p21.31 46.400.344 46.402.138 4 0,827945 2,29E-10 CCR2
chr3 q13.33 119.582.231 119.585.412 4 0,830659 2,01E-10 GSK3B
chr3 q22.2 - q22.3134.270.791 138.119.480 98 0,250323 6,06E-21 EPHB1
chr3 q27.1 182.756.887 182.759.459 4 0,902022 5,54E-12 MCCC1
chr3 q27.2 184.646.199 184.646.374 3 1,413668 1,47E-20 VPS8
chr4 p15.31 - p15.220.751.367 23.891.711 42 0,530145 1,75E-38 PPARGC1A
chr4 p14 40.827.864 40.828.036 3 1,135549 6,53E-14 APBB2
chr4 q13.2 68.447.036 68.447.248 3 0,93362 5,77E-10 STAP1
chr4 q13.3 74.285.363 74.607.469 14 0,663878 4,19E-21 ALB, CXCL8
chr4 q22.3 96.137.149 96.140.527 6 0,980045 1,47E-13 UNC5C
chr4 q25 109.741.117 109.748.397 9 0,733568 7,99E-16 COL25A1
chr4 q25 109.841.686 109.841.804 3 1,006011 2,70E-11 COL25A1
chr4 q27 123.377.215 123.377.568 5 1,041958 8,62E-19 IL2
chr4 q32.3 166.385.567 166.408.704 13 0,520168 8,25E-13 CPE
chr4 q33 170.458.692 170.533.566 48 -0,30197 2,25E-15 NEK1
chr5 p12 42.549.653 42.711.480 25 0,416414 2,25E-15 GHR
chr5 q12.1 59.783.794 59.783.869 3 1,518787 1,94E-23 PDE4D
chr5 q12.1 59.965.756 61.658.380 44 -0,255721 1,40E-10 KIF2A
chr5 q13.3 74.650.500 74.655.854 21 0,453781 2,43E-15 HMGCR
chr5 q14.1 78.135.098 78.181.453 4 1,437911 3,40E-27 ARSB
chr5 q23.2 121.726.813 121.736.860 5 0,910903 8,63E-15 SNCAIP
chr5 q23.2 121.758.675 121.761.053 4 0,814435 4,37E-10 SNCAIP
chr5 q31.2 - q31.3138.651.665 139.847.937 37 -0,310723 5,55E-13 MATR3
chr5 q32 147.817.920 147.820.133 9 0,759016 3,32E-10 FBXO38
chr5 q34 161.300.082 161.317.943 11 0,835569 3,50E-15 GABRA1
chr6 p25.1 6.152.036 6.182.446 12 0,539496 9,87E-13 F13A1
chr6 q15 88.226.523 88.228.479 7 0,63217 1,68E-10 RARS2
chr6 q16.2 - q21 99.847.160 110.037.670 41 -0,26846 4,87E-11 FIG4
chr6 q21 110.056.293 110.064.399 11 0,560556 1,42E-12 FIG4
chr6 q22.33 129.571.169 129.582.042 9 0,801232 2,76E-15 LAMA2
chr6 q22.33 129.612.698 129.637.185 22 -0,291519 8,03E-13 LAMA2
chr6 q22.33 129.766.878 129.774.317 6 0,98283 4,60E-16 LAMA2
chr6 q24.2 - q24.3144.104.281 145.956.447 22 -0,322168 1,40E-14 EPM2A
chr6 q25.1 - q25.2152.476.975 152.510.586 15 0,68572 1,92E-17 SYNE1
chr6 q25.2 152.680.570 152.686.014 7 0,713302 8,60E-10 SYNE1
chr6 q25.2 152.771.924 152.776.548 8 0,848306 1,10E-14 SYNE1
chr6 q25.2 152.783.795 152.784.007 3 1,05244 3,79E-10 SYNE1
chr7 p14.1 42.064.971 42.187.850 17 0,44925 1,54E-12 GLI3
chr7 q21.11 80.276.185 80.286.090 4 0,93529 9,42E-13 CD36
chr7 q21.12 87.145.767 87.146.033 3 1,274314 4,72E-17 ABCB1
chr7 q21.3 94.940.647 94.993.305 27 0,456222 2,80E-19 PON1, PON3
chr7 q22.1 103.237.033 103.243.880 4 0,837839 1,42E-10 RELN
chr7 q35 - q36.1 146.805.304 147.964.204 54 0,368161 1,11E-24 CNTNAP2
chr8 p21.3 22.210.528 22.213.116 7 0,786241 3,22E-10 PIWIL2
chr8 p21.2 27.361.265 27.362.726 4 0,977254 5,02E-10 EPHX2
chr8 p12 32.599.491 32.600.237 4 1,118452 3,65E-13 NRG1
chr8 q21.3 90.976.727 90.997.032 26 -0,337088 4,89E-11 NBN
chr8 q22.2 100.115.139 100.147.799 19 -0,493469 3,68E-16 VPS13B
chr8 q22.2 100.147.862 100.148.985 4 1,200881 7,50E-20 VPS13B
chr8 q22.2 100.789.121 100.821.812 11 0,611496 1,12E-14 VPS13B
chr8 q24.13 126.044.564 126.044.659 3 1,310243 6,37E-18 KIAA0196
chr9 p24.2 2.641.346 2.654.436 41 0,30024 2,27E-13 VLDLR



chr9 p13.3 35.057.322 35.062.078 23 0,337635 5,48E-10 VCP
chr9 q21.11 72.047.355 72.072.097 18 0,462864 7,12E-14 APBA1
chr9 q21.2 79.867.028 79.867.265 3 1,111834 2,07E-13 VPS13A
chr9 q21.2 79.874.891 79.895.235 15 -0,443334 5,11E-11 VPS13A
chr9 q31.1 107.554.266 107.620.810 102 0,273711 1,16E-25 ABCA1
chr9 q31.1 107.562.129 107.562.827 4 1,145454 2,63E-11 ABCA1
chr9 q34.11 131.337.057 131.337.451 3 1,032987 8,15E-12 SPTAN1
chr9 q34.11 131.344.717 131.344.956 4 0,881111 1,63E-11 SPTAN1
chr9 q34.13 135.139.370 135.221.685 61 -0,261254 7,76E-15 SETX
chr9 q34.13 135.786.332 135.786.570 3 1,392002 5,45E-20 TSC1
chr9 q34.13 135.797.329 135.798.705 3 1,506853 4,22E-23 TSC1
chr9 q34.13 135.810.326 135.810.501 3 0,970526 1,24E-10 TSC1
chr10 p15.1 6.549.372 6.553.187 6 0,856608 1,38E-15 PRKCQ
chr10 p14 10.191.129 11.569.652 40 -0,255614 5,83E-10 USP6NL
chr10 p14 11.574.221 11.574.301 3 1,171655 1,08E-14 USP6NL
chr10 p12.31 19.493.882 19.498.404 4 1,044622 6,35E-10 MALRD1
chr10 q21.2 61.802.537 61.815.739 4 0,844695 1,01E-10 ANK3
chr10 q21.2 61.868.549 62.039.435 74 0,288246 6,27E-21 ANK3
chr10 q21.3 67.726.469 69.366.829 68 0,257893 5,83E-16 CTNNA3
chr10 q21.3 69.672.219 69.677.273 5 0,909337 9,57E-15 SIRT1
chr10 q22.3 78.649.333 79.769.325 144 0,315735 2,07E-46 KCNMA1, POLR3A
chr10 q22.3 78.651.428 78.674.866 11 0,927444 2,40E-14 KCNMA1
chr10 q24.2 101.451.335 101.462.452 13 0,522481 6,58E-13 ENTPD7
chr10 q25.1 108.338.730 108.389.068 19 0,560044 7,92E-13 SORCS1
chr10 q25.3 114.903.601 114.912.237 14 0,576597 1,44E-10 TCF7L2
chr10 q26.2 127.753.392 127.786.935 12 0,678534 3,81E-13 ADAM12
chr10 q26.2 127.806.637 127.824.197 5 0,891653 6,96E-11 ADAM12
chr11 p15.4 9.875.144 9.880.001 8 0,5876 1,98E-10 SBF2
chr11 p15.4 10.019.877 10.293.941 25 -0,362794 4,27E-12 SBF2
chr11 p15.3 - p15.212.382.997 12.914.677 3 1,14549 7,88E-14 PARVA, TEAD1
chr11 p15.1 18.047.968 18.048.226 3 1,180566 1,37E-11 TPH1
chr11 p15.1 18.050.894 19.692.883 21 -0,409819 4,55E-23 TPH1
chr11 p13 35.313.870 35.323.226 5 0,949913 6,31E-16 SLC1A2
chr11 q12.1 57.944.568 59.622.110 20 0,477904 4,69E-16 CNTF, TCN1
chr11 q14.1 83.393.184 83.497.769 5 0,811908 4,10E-12 DLG2
chr11 q14.1 83.673.879 83.676.349 4 1,293031 1,35E-22 DLG2
chr11 q14.2 85.692.236 85.756.385 44 -0,25056 1,97E-10 PICALM
chr11 q21 95.569.256 95.571.253 4 0,891923 9,36E-12 MTMR2
chr11 q22.2 102.662.221 102.663.526 4 0,958716 7,68E-13 MMP1
chr12 p13.33 1.006.780 1.009.884 4 1,047321 1,54E-15 WNK1
chr12 p13.31 9.229.848 9.231.998 9 0,552705 2,17E-10 A2M
chr12 p12.1 21.990.912 21.997.905 12 0,632027 3,15E-10 ABCC9
chr12 p12.1 23.757.340 23.887.639 10 0,704057 1,35E-11 SOX5
chr12 p11.23 26.568.434 26.572.214 4 1,11505 2,27E-17 ITPR2
chr12 p11.23 26.592.113 26.648.259 30 -0,308876 1,10E-10 ITPR2
chr12 p11.23 26.809.414 26.810.859 4 0,865297 3,64E-11 ITPR2
chr12 q12 40.707.945 40.709.201 4 0,688781 3,60E-12 LRRK2
chr12 q21.33 91.501.889 91.502.565 3 0,936007 5,23E-10 LUM
chr12 q24.11 110.771.688 110.777.530 8 0,650486 2,15E-12 ATP2A2
chr12 q24.12 111.923.459 111.993.621 45 -0,275318 2,00E-12 ATXN2
chr12 q24.22 117.655.853 117.728.321 78 0,420835 9,94E-45 NOS1
chr13 q12.12 23.755.101 23.777.969 4 0,775915 7,29E-12 SGCG
chr13 q13.3 36.903.533 36.905.738 6 0,869143 5,43E-16 SPG20
chr13 q33.1 101.942.395 102.379.180 8 0,576877 4,09E-10 FGF14
chr14 q23.1 61.915.848 61.917.526 4 1,121493 1,50E-17 PRKCH
chr14 q24.3 73.822.253 73.876.874 9 -0,571939 5,27E-11 NUMB



chr14 q24.3 74.426.183 74.428.308 6 0,848958 2,43E-15 COQ6
chr14 q24.3 74.946.850 74.951.214 7 0,696152 2,04E-12 NPC2
chr14 q24.3 77.757.743 77.796.637 55 0,271624 1,66E-14 POMT2, GSTZ1
chr15 q12 26.806.083 26.861.259 18 0,651568 1,11E-25 GABRB3
chr15 q21.1 44.903.167 44.918.607 21 -0,420063 2,12E-13 SPG11
chr15 q21.1 49.061.054 49.076.416 15 -0,41372 8,15E-10 CEP152
chr15 q21.1 49.080.955 49.081.224 3 1,002759 9,23E-11 CEP152
chr15 q21.2 50.866.574 51.216.286 117 -0,345508 3,56E-45 TRPM7, AP4E1
chr15 q21.2 51.510.642 51.520.164 9 0,575489 4,04E-11 CYP19A1
chr15 q21.3 58.902.632 58.904.240 7 0,397546 6,13E-10 ADAM10
chr16 p12.2 23.403.744 23.409.560 8 0,785167 3,06E-17 COG7
chr16 q11.2 - q12.146.697.028 49.616.842 44 -0,267432 1,70E-11 VPS35
chr16 q22.1 70.516.049 70.530.353 13 0,459047 2,33E-10 COG4
chr17 p12 - p11.2 15.257.416 17.715.482 25 -0,335399 1,37E-10 UBB, SREBF1
chr17 p11.2 19.752.704 19.769.218 11 -0,599036 1,51E-13 ULK2
chr17 q11.2 30.219.712 30.221.916 7 0,591761 6,78E-14 UTP6
chr17 q12 34.207.327 34.416.675 5 0,748271 1,51E-10 CCL5, CCL3
chr17 q21.31 44.269.718 44.544.914 6 -0,65049 1,00E-09 KANSL1
chr17 q21.31 44.827.148 44.832.714 8 0,576508 4,19E-10 NSF
chr17 q22 - q23.2 56.469.890 58.372.232 56 -0,31351 5,71E-19 USP32
chr18 q12.1 25.414.110 25.907.443 3 0,972968 1,12E-10 CDH2
chr18 q21.2 52.924.644 52.927.290 3 1,167578 4,58E-10 TCF4
chr18 q21.31 56.002.754 56.024.395 18 0,477923 1,18E-14 NEDD4L
chr18 q21.33 59.781.936 59.814.450 19 -0,500296 3,36E-16 PIGN
chr18 q22.3 69.156.574 70.461.471 27 0,481562 2,53E-21 NETO1
chr20 p12.3 8.637.801 8.638.056 3 1,105537 2,81E-13 PLCB1
chr20 q13.31 56.136.582 56.138.760 12 0,476289 2,64E-10 PCK1
chr21 q21.1 22.707.857 22.710.787 4 1,041993 2,13E-15 NCAM2
chr21 q21.3 27.253.184 27.264.032 4 0,834233 1,69E-10 APP
chr22 q11.23 24.376.158 24.384.300 17 0,536646 3,97E-17 GSTT1
chr22 q12.1 - q12.226.117.138 29.670.389 30 -0,302039 2,38E-10 EWSR1
chr22 q12.3 32.215.198 32.230.062 10 0,572015 4,88E-12 DEPDC5
chr22 q12.3 32.297.679 32.302.125 6 0,957367 5,18E-19 DEPDC5
chrX q12 66.905.876 66.941.894 10 0,849064 2,79E-24 AR
chrX q21.1 76.829.691 76.972.627 74 -0,29073 8,66E-21 ATRX
chrX q25 122.338.396 122.460.062 6 0,806328 5,97E-14 GRIA3



Supplementary Table 4. CNVs identified in the SCA1-MN patient IV-13 by NeuroArray aCGH

Chr Start Stop Cytoband #Probes
Log2 ratio 

(Test/Ctrl)
pval Gene Names

chr1 41,475,871 41,478,153 p34.2 4 1.145444 2.52E-13 CTPS1

chr1 55,622,642 57,185,945 p32.3 - p32.2 57 -0.286809 4.31E-12 USP24, PRKAA2, C1orf168

chr1 107,691,190 107,867,345 p13.3 3 1.036483 1.55E-10 NTNG1

chr1 115,251,174 118,983,652 p13.2 - p12 16 0.501848 1.24E-10 NRAS, NGF

chr1 197,065,106 197,091,194 q31.3 8 0.762124 5.34E-12 ASPM

chr1 210,194,380 220,338,142 q32.2 - q41 51 -0.302199 5.06E-12 SYT14, TGFB2, RAB3GAP2

chr1 228,345,589 230,804,550 q42.13 - q42.2 16 -0.538107 5.73E-12 GJC2, COG2

chr2 36,774,108 44,145,293 p22.2 - p21 136 -0.260711 4.68E-22 CRIM1, EIF2AK2, CYP1B1, GEMIN6, SOS1, ABCG5, LRPPRC

chr2 64,161,055 64,211,176 p14 19 -0.570702 2.16E-15 VPS54

chr2 202,598,024 202,603,477 q33.1 3 1.072697 2.01E-10 ALS2

chr2 215,854,029 215,862,529 q35 6 0.722164 4.21E-10 ABCA12

chr2 234,164,719 234,173,570 q37.1 7 0.726776 2.47E-11 ATG16L1

chr3 46,400,344 46,401,842 p21.31 3 1.17811 6.24E-11 CCR2

chr3 178,928,066 178,928,315 q26.32 3 0.981386 4.52E-11 PIK3CA

chr4 8,575,302 15,534,912 p16.1 - p15.32 38 -0.359806 1.34E-12 CPZ, DRD5, CC2D2A

chr4 56,874,500 56,876,041 q12 3 1.487806 2.60E-14 CEP135

chr4 57,356,535 57,356,837 q12 3 1.30354 5.41E-13 SRP72

chr5 70,297,569 70,308,602 q13.2 5 1.016078 3.90E-13 NAIP

chr5 74,014,636 74,016,371 q13.3 4 1.016502 7.29E-11 HEXB

chr5 90,281,188 90,368,430 q14.3 4 1.000036 4.62E-13 ADGRV1

chr5 121,726,813 121,759,256 q23.2 6 0.697206 7.47E-11 SNCAIP

chr6 46,593,201 52,334,157 p12.3 - p12.2 53 -0.357582 1.10E-16 CYP39A1, PLA2G7, EFHC1

chr6 70,291,737 88,187,113 q13 - q15 58 -0.326518 2.21E-15 SLC17A5, NT5E, SLC35A1

chr6 129,601,214 129,609,223 q22.33 3 1.189709 4.10E-11 LAMA2

chr7 17,362,169 30,673,675 p21.1 - p14.3 94 -0.276554 1.38E-17 AHR, IL6, FAM126A, NPY, HNRNPA2B1, GARS

chr7 79,082,572 80,231,563 q21.11 3 1.079132 4.01E-11 MAGI2, CD36

chr8 90,949,230 90,955,613 q21.3 3 1.224934 2.51E-11 NBN

chr8 103,265,457 103,276,806 q22.3 12 -0.786355 4.30E-18 UBR5

chr9 79,234,236 79,244,169 q21.2 3 1.191424 3.85E-11 PRUNE2

chr10 112,363,966 114,711,039 q25.2 27 -0.428413 1.82E-12 SMC3, SHOC2, ADRA2A, TCF7L2

chr11 18,051,048 22,248,955 p15.1 - p14.3 23 -0.404755 4.70E-10 TPH1, SLC6A5, ANO5



chr11 73,429,634 73,431,971 q13.4 4 1.033085 3.65E-11 RAB6A

chr12 40,671,933 40,820,373 q12 77 -0.358128 2.01E-23 LRRK2, MUC19

chr12 40,872,902 40,884,200 q12 3 1.184417 4.97E-11 MUC19

chr12 40,937,600 40,963,628 q12 53 -0.261575 9.69E-10 MUC19

chr13 23,808,771 23,945,327 q12.12 26 -0.382282 4.00E-10 SGCG, SACS

chr13 102,527,580 102,568,879 q33.1 3 1.169215 8.58E-11 FGF14

chr14 58,772,789 58,785,518 q23.1 6 0.679213 1.47E-10 ARID4A

chr14 81,942,024 81,955,619 q31.1 12 0.617288 7.79E-12 SEL1L

chr14 92,547,363 92,560,197 q32.12 12 -0.598606 3.65E-11 ATXN3

chr15 58,853,063 58,891,915 q21.3 10 -0.690653 2.86E-12 LIPC, ADAM10

chr15 67,485,105 67,950,927 q22.33 - q23 22 -0.454228 9.23E-12 SMAD3, MAP2K5

chr15 78,764,067 78,775,789 q25.1 10 -0.609692 6.09E-10 IREB2

chr15 91,535,874 93,527,589 q26.1 50 -0.290729 4.54E-11 CHD2

chr16 81,397,375 81,423,887 q23.2 9 0.694104 2.60E-11 GAN

chr16 83,158,984 83,636,205 q23.3 14 -0.536419 1.24E-10 CDH13

chr17 30,267,441 30,327,458 q11.2 21 -0.439481 1.08E-10 SUZ12

chr17 44,833,747 45,216,140 q21.31 - q21.32 29 -0.38554 2.95E-11 NSF, GOSR2, CDC27

chr17 45,247,377 45,258,958 q21.32 4 1.064986 9.34E-12 CDC27

chr17 60,064,371 60,088,616 q23.2 8 -0.735341 2.73E-11 MED13

chr18 3,502,234 12,371,638 p11.31 - p11.21 83 -0.277312 8.08E-16 DLGAP1, NDUFV2, AFG3L2

chr18 20,516,844 20,529,682 q11.2 3 1.193868 3.52E-11 RBBP8

chr18 53,070,678 55,998,002 q21.2 - q21.31 54 -0.29206 6.57E-12 TCF4, NEDD4L

chr18 67,671,113 67,672,489 q22.2 4 1.055825 5.67E-11 RTTN

chr21 15,870,866 22,658,642 q11.2 - q21.1 73 -0.268836 2.59E-13 SAMSN1, TMPRSS15, NCAM2

chr21 36,259,743 40,192,279 q22.12 - q22.2 43 -0.37067 8.91E-15 RUNX1, DYRK1A, KCNJ6

chr22 24,376,158 24,384,300 q11.23 10 0.695766 1.99E-12 GSTT1



Supplementary Table 5. Functional enrichment analyses of the CNV-associated gene sets in ALS and SCA1-MN family members

GO biological process
ALS                    

(n genes)
-LogP(FDR)_ALS

SCA IV-18 (n 

genes)
-LogP(FDR)_SCA IV-18

SCA IV-13 (n 

genes)
-LogP(FDR)_SCA IV-13 

SCA IV-15 

(n genes)
-LogP(FDR)_SCA IV-15 Pathway

ALS           

(n genes)
-LogP(FDR)_ALS

SCAIV-18 

(n genes)
-LogP(FDR)_SCA IV-18

SCAIV-13 

(n genes)
-LogP(FDR)_SCA IV-13 

SCAIV-15 

(n genes)
-LogP(FDR)_SCA IV-15

growth 6 3.712857495 15 3.55 18 3.76 37 10.00 Interaction between L1 and Ankyrins 2 3.238061438 0 0 0 0 7 10

vacuolar transport 3 3.701506184 4 2.33 5 2.76 6 2.73 Phase 0 - rapid depolarisation 2 2.847861988 0 0 0 0 7 5.756894864

circadian rhythm 3 3.105432655 6 3.14 5 1.90 10 4.37 Retrograde transport at the Trans-Golgi-Network 2 2.81188455 4 3.549747832 5 4.29925246 6 4.501697249

peptidyl-tyrosine modification, phosphorylation 3 2.385413256 10 4.66 12 5.17 16 10.00 Muscle contraction 3 2.768150886 0 0 0 0 12 5.014852843

regulation of hydrolase activity 4 1.631396911 18 4.13 21 4.08 26 3.51 L1CAM interactions 2 2.186398695 0 0 0 0 9 5.290292512

cell morphogenesis 4 1.918806224 15 3.56 22 5.92 40 10.00 Cardiac conduction 2 1.909870319 0 0 0 0 11 5.786655544

regulation of endocytosis 2 1.814884574 6 3.08 5 0.00 14 10.00 Intra-Golgi and retrograde Golgi-to-ER traffic 2 1.714692988 5 2.199612394 7 3.13977392 8 2.715164651
regulation of growth rate 2 4.576499341 0 0.00 0 0.00 0 0.00 Axon guidance 3 1.572933582 0 0 10 1.78953366 20 4.713953877

lysosomal transport 3 4.074514376 0 0.00 5 3.32 5 2.55 Membrane Trafficking 3 1.4576996 8 1.339221403 11 1.902972508 17 2.751502687

membrane depolarization during action potential 2 3.343652772 0 0.00 0 0.00 7 10.00 Fatty acid, triacylglycerol, and ketone body metabolism 2 1.440235819 0 0 0 0 8 1.842758901

regulation of microtubule cytoskeleton organization 3 3.290290251 0 0.00 0 0.00 0 0.00 Endocytosis 2 1.418584584 0 0 0 0 0 0

neuronal action potential 2 3.222013671 0 0.00 0 0.00 7 10.00 Vesicle-mediated transport 3 1.377974439 9 1.566025496 12 2.08561641 19 3.22644193

regulation of microtubule-based process 3 3.084191504 0 0.00 0 0.00 0 0.00 Hypertrophic cardiomyopathy (HCM) 0 0 5 3.697080291 5 3.213115977 5 2.416117436

endosomal transport 3 3.078939214 0 0.00 0 0.00 0 4.29 Tie2 Signaling 0 0 3 3.695146244 3 3.387231361 0 0

Golgi vesicle transport 3 1.674052377 0 0.00 20 10.00 18 3.87 Pathways in cancer 0 0 10 3.634156092 0 0 12 2.390366419

autophagy 3 2.116199709 0 0.00 11 3.58 14 3.66 Signaling by EGFR 0 0 3 3.554007351 2 1.932286973 0 0

regulation of microtubule cytoskeleton organization 3 3.290290251 0 0 0 0 0 0 AGE-RAGE signaling pathway 0 0 5 3.340738483 3 1.31180766 0 0

cellular homeostasis 0 0 18 5.76 18 4.21 28 10.00 Signaling of FGFR3 0 0 3 3.259364613 2 1.745548625 0 0

circulatory system development 0 0 19 5.17 18 3.17 26 4.07 Signaling by MET 0 0 4 2.981811752 3 1.711597877 0 0

regulation of cell adhesion 0 0 14 4.95 15 4.31 0 0.00 Signaling events mediated by TCPTP 0 0 3 2.789743785 2 1.448780468 0 0

synaptic signaling 0 0 15 4.88 19 5.93 42 10.00 EGFR tyrosine kinase inhibitor resistance 0 0 4 2.763085095 3 1.55839167 0 0

regulation of cytokine production 0 0 14 4.88 15 4.24 16 2.81 Signaling by ERBB4 0 0 3 2.566280018 2 1.308532986 0 1.782158754

tube development 0 0 18 4.80 17 2.91 25 3.90 Ras signaling pathway 0 0 6 2.446456351 5 1.397027883 0 0

regulation of neurotransmitter levels 0 0 10 4.62 9 3.05 15 5.29 Signaling by ERBB2 0 0 3 2.355227742 3 2.066008908 3 1.586276633

blood vessel development 0 0 14 4.53 0 0.00 15 2.12 Insulin resistance 0 0 4 2.286713776 5 2.717257062 6 2.648779781

negative regulation of multicellular organismal process 0 0 19 4.40 27 10.00 38 10.00 Inflammatory bowel disease (IBD) 0 0 3 2.061763528 3 1.780339053 0 0

cytokine production 0 0 14 4.38 16 4.29 17 2.76 Nephrin interactions 0 0 2 2.051777847 3 3.121839935 0 0

response to growth factor 0 0 13 4.38 0 0.00 18 3.89 PDGFR-alpha signaling pathway 0 0 2 2.051777847 2 1.852084832 0 0

neuron projection development 0 0 16 4.22 28 10.00 45 10.00 Autophagy - animal 0 0 4 2.015779116 7 4.045542208 0 0

neuron development 0 0 17 4.14 32 10.00 51 10.00 Downregulation of SMAD2/3:SMAD4 transcriptional activity 0 0 2 2.014093086 0 0 2 1.478506534

regulation of cellular localization 0 0 15 4.06 23 10.00 32 10.00 Fc epsilon RI signaling pathway 0 0 3 2.008105383 4 2.620142705 0 0

lipid homeostasis 0 0 6 3.89 0 0.00 9 4.72 Adipocytokine signaling pathway 0 0 3 1.990810964 3 1.711597877 5 2.767618622

stem cell division 0 0 6 3.85 6 3.26 6 2.38 Asparagine N-linked glycosylation 0 0 6 1.976230205 7 2.0286482 9 2.012103396

positive regulation of intracellular signal transduction 0 0 15 3.80 17 3.56 22 3.50 Prolactin signaling pathway 0 0 3 1.973797892 3 1.695136556 0 0

regulation of phosphatase activity 0 0 6 3.64 0 0.00 7 2.86 Diseases of signal transduction 0 0 7 1.972378192 7 1.456252485 0 0

ion homeostasis 0 0 13 3.62 0 4.09 26 10.00 Downregulation of TGF-beta receptor signaling 0 0 2 1.879192692 0 0 2 1.350381709

neurotransmitter biosynthetic process 0 0 5 3.58 4 2.21 5 2.33 Fluid shear stress and atherosclerosis 0 0 4 1.86296118 5 2.190889064 0 0

positive regulation of response to external stimulus 0 0 11 3.52 14 4.29 13 2.12 COPI-mediated anterograde transport 0 0 3 1.832107156 3 1.55839167 6 3.337382658

chemotaxis 0 0 11 3.48 17 10.00 29 10.00 BARD1 signaling events 0 0 2 1.81961151 2 1.623420105 0 0

regulation of locomotion 0 0 15 3.46 15 2.35 24 3.88 Post-translational protein modification 0 0 13 1.785809203 14 1.324187321 0 0

positive regulation of cell death 0 0 12 3.34 14 3.37 22 5.32 IL23-mediated signaling events 0 0 2 1.619178276 3 2.45795342 0 0

leukocyte activation 0 0 16 3.30 27 10.00 23 2.65 Estrogen signaling pathway 0 0 3 1.586034031 3 1.322639781 0 0

behavior 0 0 11 3.27 14 3.97 39 10.00 Class I PI3K signaling events 0 0 2 1.53607443 2 1.345814675 0 0

extracellular structure organization 0 0 9 3.26 8 1.98 17 5.58 Fat digestion and absorption 0 0 2 1.53607443 2 1.345814675 0 0

energy homeostasis 0 0 3 3.19 3 2.88 4 3.53 T cell receptor signaling pathway 0 0 3 1.530504393 6 3.683944884 0 0

astrocyte cell migration 0 0 2 3.14 2 2.92 2 2.58 Chemokine signaling pathway 0 0 4 1.511700109 0 0 6 1.568438514

activation of protein kinase activity 0 0 8 3.13 0 0.00 9 1.89 Transmembrane transport of small molecules 0 0 9 1.49389559 0 0 16 1.94936153

Wnt signaling pathway 0 0 9 3.06 0 0.00 15 4.03 ABC transporters 0 0 2 1.461474304 0 0 4 2.625196314

cell-cell junction organization 0 0 5 2.96 5 2.48 0 0.00 Platelet activation, signaling and aggregation 0 0 5 1.436708185 11 4.681098616 11 3.073318005

gliogenesis 0 0 7 2.94 16 10.00 17 10.00 Signaling by NOTCH 0 0 3 1.428518675 4 1.844562686 5 1.861016538

axon development 0 0 9 2.86 20 10.00 31 10.00 Metabolism of lipids and lipoproteins 0 0 10 1.416345594 0 0 22 3.277933415

response to toxic substance 0 0 9 2.85 11 3.19 24 10.00 Thyroid hormone signaling pathway 0 0 3 1.400028063 4 1.806546155 0 0

regulation of neurogenesis 0 0 12 2.81 24 10.00 39 10.00 Interleukin-10 signaling 0 0 2 1.393908766 0 0 4 2.489076052

regulation of cell motility 0 0 13 2.77 15 2.64 22 3.50 AMPK signaling pathway 0 0 3 1.3544806 4 1.745793053 8 3.860037234

NLRP3 inflammasome complex assembly 0 0 2 2.62 2 2.41 2 2.08 IL2-mediated signaling events 0 0 2 1.347167867 3 2.042781471 0 0

oxidation-reduction process 0 0 13 2.42 0 0.00 19 1.94 PPARA activates gene expression 0 0 3 1.328243406 0 0 8 3.786137016

myelination 0 0 0 0.00 9 10.00 10 10.00 Signaling events mediated by focal adhesion kinase 0 0 2 1.31766402 3 1.997808736 0 0

microtubule-based transport 0 0 0 0.00 15 10.00 14 3.56 Regulation of actin cytoskeleton 0 0 4 1.307125676 6 2.082642143 0 0

cytoskeleton-dependent intracellular transport 0 0 0 0.00 15 10.00 14 3.53 Reelin signalling pathway 0 0 0 0 3 5.264893266 2 2.817627177

neuron death 0 0 0 0.00 13 5.79 19 10.00 Hemostasis 0 0 0 0 17 4.743406223 17 2.56307849

inflammatory response 0 0 0 0.00 14 3.58 16 2.72 Reelin signaling pathway 0 0 0 0 4 4.048169145 3 2.255493464

VLDL interactions 0 0 0 0 3 3.063749566 2 1.478506534

Response to elevated platelet cytosolic Ca2+ 0 0 0 0 6 3.022494397 7 2.776220451

Signaling by Interleukins 0 0 0 0 12 2.846087658 13 1.794777264

Cytokine Signaling in Immune system 0 0 0 0 15 2.832502339 16 1.527979617

Lipid digestion, mobilization, and transport 0 0 0 0 5 2.580327666 7 3.222373463

EPH-ephrin mediated repulsion of cells 0 0 0 0 3 2.138902897 3 1.655177564

Cytosolic DNA-sensing pathway 0 0 0 0 3 1.798293771 3 1.335702053

Glucocorticoid receptor regulatory network 0 0 0 0 3 1.516867285 4 1.709822355

Signaling by EGFR 0 0 0 0 7 1.488761782 9 1.382599589

Rheumatoid arthritis 0 0 0 0 3 1.414500827 4 1.578237116
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chr1:100152443 C/C T C SNV PALMD PALMD:intronic:NM_017734.4 1 100 intronic NM_017734.4c.367-43T>Cp.? -0.15 Paralemmin rs1338576 0.4273 YES 4.874E-1 (pos.100152443) Palmdelphincytoplasm,dendritic spine,membrane,regulation of cell shapeT=0, C=86 T=0.0, C=1.0 0.00001 1406.83 86 T=0/0, C=53/33

chr1:100330237 G/G A G SNV AGL AGL:intronic:NM_000642.2 1 100 intronic NM_000642.2c.664+92A>Gp.? -0.8 Amylo-alpha-1,6-glucosidase,Central domain of human glycogen debranching enzyme,Glycogen debranching enzyme, glucanotransferase domain,N-terminal domain from the human glycogen debranching enzymers538389 YES Amylo-1,6-glucosidase, 4-alpha-glucanotransferase (glycogen debranching enzyme)4-alpha-glucanotransferase activity,amylo-alpha-1,6-glucosidase activity,beta-maltose 4-alpha-glucanotransferase activity,cytoplasm,cytosol,extracellular region,ficolin-1-rich granule lumen,glycogen biosynthetic process,glycogen catabolic process,glycogen debranching enzyme activity,inclusion body,isoamylase complex,neutrophil degranulation,nucleus,polysaccharide binding,polyubiquitin modification-dependent protein binding,protein binding,response to glucocorticoid,response to nutrient,sarcoplasmic reticulum,secretory granule lumenAutoimmune Diseases;Carbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glycogen Storage Disease;Glycogen Storage Disease Type III;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nutritional and Metabolic Diseases;Urologic DiseasesA=0, G=47 A=0.0, G=1.0 0.00001 785.908 47 A=0/0, G=19/28

chr1:220970028 G/G A G SNV MARC1 MARC1:exonic:NM_022746.3 1 100 3 missense NM_022746.3c.493A>G p.Thr165Ala 3.9 1 58 0 MOSC N-terminal beta barrel domain,MOSC domainrs2642438 0.2967 YES 7.948E-1 (pos.220970028)malignant_melanomaMolybdenum cofactor sulfurase C-terminal domain-containing protein 1catalytic activity,detoxification of nitrogen compound,integral component of membrane,mitochondrial inner membrane,mitochondrial outer membrane,mitochondrion,molybdenum ion binding,molybdopterin cofactor binding,nitrate metabolic process,nitrate reductase activity,oxidation-reduction process,pyridoxal phosphate binding,xenobiotic metabolic processAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersA=0, G=91 A=0.0, G=1.0 0.00001 1513.79 91 A=0/0, G=43/48

chr1:100340225 A/A G A SNV AGL AGL:intronic:NM_000642.2 1 100 intronic NM_000642.2c.959-18G>Ap.? -1.04 Amylo-alpha-1,6-glucosidase,Central domain of human glycogen debranching enzyme,Glycogen debranching enzyme, glucanotransferase domain,N-terminal domain from the human glycogen debranching enzymers634880,rs886038363 0.297 YES 7.163E-1;0.0;0.0 (pos.100340225) Amylo-1,6-glucosidase, 4-alpha-glucanotransferase (glycogen debranching enzyme)4-alpha-glucanotransferase activity,amylo-alpha-1,6-glucosidase activity,beta-maltose 4-alpha-glucanotransferase activity,cytoplasm,cytosol,extracellular region,ficolin-1-rich granule lumen,glycogen biosynthetic process,glycogen catabolic process,glycogen debranching enzyme activity,inclusion body,isoamylase complex,neutrophil degranulation,nucleus,polysaccharide binding,polyubiquitin modification-dependent protein binding,protein binding,response to glucocorticoid,response to nutrient,sarcoplasmic reticulum,secretory granule lumenAutoimmune Diseases;Carbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glycogen Storage Disease;Glycogen Storage Disease Type III;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nutritional and Metabolic Diseases;Urologic DiseasesBenign G=0, A=35 G=0.0, A=1.0 0.00001 548.283 35 G=0/0, A=25/10

chr1:100353675 A/A G A SNV AGL AGL:intronic:NM_000642.2 1 100 intronic NM_000642.2c.2812+11G>Ap.? -0.76 Amylo-alpha-1,6-glucosidase,Central domain of human glycogen debranching enzyme,Glycogen debranching enzyme, glucanotransferase domain,N-terminal domain from the human glycogen debranching enzymers555929,rs779391533 0.3153 YES 0.0 (pos.100353674),6.923E-1 (pos.100353675)Amylo-1,6-glucosidase, 4-alpha-glucanotransferase (glycogen debranching enzyme)4-alpha-glucanotransferase activity,amylo-alpha-1,6-glucosidase activity,beta-maltose 4-alpha-glucanotransferase activity,cytoplasm,cytosol,extracellular region,ficolin-1-rich granule lumen,glycogen biosynthetic process,glycogen catabolic process,glycogen debranching enzyme activity,inclusion body,isoamylase complex,neutrophil degranulation,nucleus,polysaccharide binding,polyubiquitin modification-dependent protein binding,protein binding,response to glucocorticoid,response to nutrient,sarcoplasmic reticulum,secretory granule lumenAutoimmune Diseases;Carbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glycogen Storage Disease;Glycogen Storage Disease Type III;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nutritional and Metabolic Diseases;Urologic DiseasesBenign G=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=15/8

chr1:100376448 G/A G A SNV AGL AGL:intronic:NM_000642.2 1 56 intronic NM_000642.2c.3836+45G>Ap.? -0.8 Amylo-alpha-1,6-glucosidase,Central domain of human glycogen debranching enzyme,Glycogen debranching enzyme, glucanotransferase domain,N-terminal domain from the human glycogen debranching enzymers2274570,rs386633844 0.4942 YES 5.453E-1 (pos.100376448) Amylo-1,6-glucosidase, 4-alpha-glucanotransferase (glycogen debranching enzyme)4-alpha-glucanotransferase activity,amylo-alpha-1,6-glucosidase activity,beta-maltose 4-alpha-glucanotransferase activity,cytoplasm,cytosol,extracellular region,ficolin-1-rich granule lumen,glycogen biosynthetic process,glycogen catabolic process,glycogen debranching enzyme activity,inclusion body,isoamylase complex,neutrophil degranulation,nucleus,polysaccharide binding,polyubiquitin modification-dependent protein binding,protein binding,response to glucocorticoid,response to nutrient,sarcoplasmic reticulum,secretory granule lumenAutoimmune Diseases;Carbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glycogen Storage Disease;Glycogen Storage Disease Type III;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nutritional and Metabolic Diseases;Urologic DiseasesBenign G=22, A=28 G=0.44, A=0.56 0.00001 341.079 50 G=13/9, A=9/19

chr1:100376456 T/A T A SNV AGL AGL:intronic:NM_000642.2 1 56 intronic NM_000642.2c.3836+53T>Ap.? 0.45 Amylo-alpha-1,6-glucosidase,Central domain of human glycogen debranching enzyme,Glycogen debranching enzyme, glucanotransferase domain,N-terminal domain from the human glycogen debranching enzymers1541041,rs386633844 YES Amylo-1,6-glucosidase, 4-alpha-glucanotransferase (glycogen debranching enzyme)4-alpha-glucanotransferase activity,amylo-alpha-1,6-glucosidase activity,beta-maltose 4-alpha-glucanotransferase activity,cytoplasm,cytosol,extracellular region,ficolin-1-rich granule lumen,glycogen biosynthetic process,glycogen catabolic process,glycogen debranching enzyme activity,inclusion body,isoamylase complex,neutrophil degranulation,nucleus,polysaccharide binding,polyubiquitin modification-dependent protein binding,protein binding,response to glucocorticoid,response to nutrient,sarcoplasmic reticulum,secretory granule lumenAutoimmune Diseases;Carbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glycogen Storage Disease;Glycogen Storage Disease Type III;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nutritional and Metabolic Diseases;Urologic DiseasesT=22, A=28 T=0.44, A=0.56 0.00001 341.078 50 T=13/9, A=9/19

chr2:217123958 C/C T C SNV MARCH4 MARCH4:utr_3:NM_020814.2 1 100 4 utr_3 NM_020814.2c.1310A>G p.? -0.52 RING-variant domainrs169616 YES Membrane-associated RING-CH finger protein 4Golgi membrane,Golgi stack,integral component of membrane,protein ubiquitination,trans-Golgi network,ubiquitin-protein transferase activity,zinc ion bindingBrain Diseases;Central Nervous System Diseases;Headache Disorders;Headache Disorders, Primary;Migraine Disorders;Nervous System DiseasesT=0, C=51 T=0.0, C=1.0 0.00001 754.299 51 T=0/0, C=22/29

chr1:101342497 C/C T C SNV EXTL2 EXTL2:intronic:NM_001439.3 1 100 intronic NM_001439.3c.434-77A>Gp.? -1.58 Glycosyl transferase family 64 domainrs2295280 YES Exostosin-like 2IRE1-mediated unfolded protein response,N-acetylglucosamine metabolic process,UDP-N-acetylgalactosamine metabolic process,alpha-1,4-N-acetylgalactosaminyltransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular exosome,glucuronyl-galactosyl-proteoglycan 4-alpha-N-acetylglucosaminyltransferase activity,glucuronylgalactosylproteoglycan 4-beta-N-acetylgalactosaminyltransferase activity,glycosaminoglycan binding,heparan sulfate proteoglycan biosynthetic process,integral component of membrane,manganese ion binding,transferase activity, transferring glycosyl groupsUridine-5'-Diphosphate,Uridine-Diphosphate-N-Acetylgalactosamine,Uridine-Diphosphate-N-AcetylglucosamineT=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=7/16

chr2:160604812 T/T C T SNV MARCH7 MARCH7:exonic:NM_022826.3 1 100 5 synonymous NM_022826.3c.1011C>T p.(=) -0.12 0.04(COSM3757703)RING-variant domainrs1427329 0.3573 YES 3.43E-1 (pos.160604812) acute_myeloid_leukaemia,adenocarcinoma,carcinomaMembrane-associated RING-CH finger protein 7negative regulation of T cell proliferation,protein ubiquitination,regulation of tolerance induction,transferase activity,zinc ion bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=62 C=0.0, T=1.0 0.00001 940.299 62 C=0/0, T=26/36

chr2:160605268 C/C T C SNV MARCH7 MARCH7:exonic:NM_022826.3 1 100 5 synonymous NM_022826.3c.1467T>C p.(=) -0.26 RING-variant domainrs1365803 0.0897 YES 7.316E-1 (pos.160605268) Membrane-associated RING-CH finger protein 7negative regulation of T cell proliferation,protein ubiquitination,regulation of tolerance induction,transferase activity,zinc ion bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=0, C=54 T=0.0, C=1.0 0.00001 798.148 54 T=0/0, C=13/41

chr5:132098242 G/G A G SNV SEPT8 SEPT8:exonic:NM_001098811.1 1 100 5 synonymous NM_001098811.1c.630T>C p.(=) 0.06 50S ribosome-binding GTPase,Septinrs30510 0.0086 9.98E-1 (pos.132098242) Septin 8 GTP binding,cytoplasm,cytoskeleton,protein binding A=0, G=47 A=0.0, G=1.0 0.00001 764.31 47 A=0/0, G=27/20

chr1:10342629 G/A G A SNV KIF1B KIF1B:intronic:NM_015074.3 1 58.33 intronic NM_015074.3c.1296+38G>Ap.? -0.76 FHA domain,Kinesin motor domain,Kinesin protein,Kinesin protein 1B,Kinesin-associated,Microtubule binding,PH domainrs3748576 0.397 YES 5.402E-1 (pos.10342629) Kinesin family member 1BATP binding,ATP-dependent microtubule motor activity,ATPase activity,anterograde axonal transport,apoptotic process,axon cytoplasm,cellular response to nerve growth factor stimulus,cytoplasmic vesicle,cytoplasmic vesicle membrane,cytoskeleton-dependent intracellular transport,kinase binding,kinesin binding,kinesin complex,lysosome localization,microtubule,microtubule associated complex,microtubule binding,microtubule motor activity,microtubule-based movement,mitochondrion,mitochondrion transport along microtubule,neuromuscular synaptic transmission,neuron projection,neuron-neuron synaptic transmission,positive regulation of gene expression,protein binding,protein localization to cell periphery,response to rotenone,scaffold protein bindingAdenocarcinoma;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Carcinoma;Carcinoma, Hepatocellular;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Digestive System Diseases;Digestive System Neoplasms;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Liver Diseases;Liver Neoplasms;Multiple Sclerosis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Nervous System Malformations;Neuroblastoma;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, Peripheral;Neuroendocrine Tumors;Neuromuscular Diseases;Paraganglioma;Peripheral Nervous System Diseases;Pheochromocytoma;PolyneuroG=10, A=14 G=0.4167, A=0.5833 0.00001 135.351 24 G=7/3, A=10/4

chr1:103427381 G/G A G SNV COL11A1 COL11A1:intronic:NM_001854.3 1 100 intronic NM_001854.3c.3168+41T>Cp.? -0.59 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs1012282 0.2629 YES 9.084E-2 (pos.103427381) Collagen XI, alpha-1 polypeptidecartilage condensation,chondrocyte development,collagen catabolic process,collagen fibril organization,collagen type XI trimer,detection of mechanical stimulus involved in sensory perception of sound,embryonic skeletal system morphogenesis,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular matrix binding,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,inner ear morphogenesis,metal ion binding,ossification,protein binding, bridging,proteoglycan metabolic process,sensory perception of sound,tendon development,ventricular cardiac muscle tissue morphogenesis,visual perceptionAbnormalities, Multiple;Adnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Dwarfism;Ear Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glaucoma, Angle-Closure;Gonadal Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neurologic Manifestations;Ocular Hypertension;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Ovarian Cysts;Ovarian Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Spinal Diseases;Vitreous DetachmentBenign A=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=6/17

chr1:103444497 G/G A G SNV COL11A1 COL11A1:intronic:NM_001854.3 1 100 intronic NM_001854.3c.2656-28T>Cp.? -0.28 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs1903787 0.2637 YES 8.914E-2 (pos.103444497) Collagen XI, alpha-1 polypeptidecartilage condensation,chondrocyte development,collagen catabolic process,collagen fibril organization,collagen type XI trimer,detection of mechanical stimulus involved in sensory perception of sound,embryonic skeletal system morphogenesis,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular matrix binding,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,inner ear morphogenesis,metal ion binding,ossification,protein binding, bridging,proteoglycan metabolic process,sensory perception of sound,tendon development,ventricular cardiac muscle tissue morphogenesis,visual perceptionAbnormalities, Multiple;Adnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Dwarfism;Ear Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glaucoma, Angle-Closure;Gonadal Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neurologic Manifestations;Ocular Hypertension;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Ovarian Cysts;Ovarian Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Spinal Diseases;Vitreous DetachmentBenign A=0, G=26 A=0.0, G=1.0 0.00001 377 26 A=0/0, G=20/6

chr1:103449598 C/C G C SNV COL11A1 COL11A1:intronic:NM_001854.3 1 100 intronic NM_001854.3c.2556+96C>Gp.? -0.91 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs2615978 YES Collagen XI, alpha-1 polypeptidecartilage condensation,chondrocyte development,collagen catabolic process,collagen fibril organization,collagen type XI trimer,detection of mechanical stimulus involved in sensory perception of sound,embryonic skeletal system morphogenesis,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular matrix binding,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,inner ear morphogenesis,metal ion binding,ossification,protein binding, bridging,proteoglycan metabolic process,sensory perception of sound,tendon development,ventricular cardiac muscle tissue morphogenesis,visual perceptionAbnormalities, Multiple;Adnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Dwarfism;Ear Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glaucoma, Angle-Closure;Gonadal Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neurologic Manifestations;Ocular Hypertension;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Ovarian Cysts;Ovarian Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Spinal Diseases;Vitreous DetachmentG=0, C=29 G=0.0, C=1.0 0.00001 427.603 29 G=0/0, C=13/16

chr1:103455217 T/T C T SNV COL11A1 COL11A1:intronic:NM_001854.3 1 100 intronic NM_001854.3c.2341-90G>Ap.? -0.14 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs1463034 YES Collagen XI, alpha-1 polypeptidecartilage condensation,chondrocyte development,collagen catabolic process,collagen fibril organization,collagen type XI trimer,detection of mechanical stimulus involved in sensory perception of sound,embryonic skeletal system morphogenesis,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular matrix binding,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,inner ear morphogenesis,metal ion binding,ossification,protein binding, bridging,proteoglycan metabolic process,sensory perception of sound,tendon development,ventricular cardiac muscle tissue morphogenesis,visual perceptionAbnormalities, Multiple;Adnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Dwarfism;Ear Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glaucoma, Angle-Closure;Gonadal Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neurologic Manifestations;Ocular Hypertension;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Ovarian Cysts;Ovarian Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Spinal Diseases;Vitreous DetachmentC=0, T=63 C=0.0, T=1.0 0.00001 958.916 63 C=0/0, T=27/36

chr1:103467596 G/G A G SNV COL11A1 COL11A1:intronic:NM_001854.3 1 100 intronic NM_001854.3c.2098-71T>Cp.? 1.5 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs12135531 0.1374 YES Collagen XI, alpha-1 polypeptidecartilage condensation,chondrocyte development,collagen catabolic process,collagen fibril organization,collagen type XI trimer,detection of mechanical stimulus involved in sensory perception of sound,embryonic skeletal system morphogenesis,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular matrix binding,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,inner ear morphogenesis,metal ion binding,ossification,protein binding, bridging,proteoglycan metabolic process,sensory perception of sound,tendon development,ventricular cardiac muscle tissue morphogenesis,visual perceptionAbnormalities, Multiple;Adnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Dwarfism;Ear Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glaucoma, Angle-Closure;Gonadal Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neurologic Manifestations;Ocular Hypertension;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Ovarian Cysts;Ovarian Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Spinal Diseases;Vitreous DetachmentA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=9/11

chr1:103467615 T/T C T SNV COL11A1 COL11A1:intronic:NM_001854.3 1 100 intronic NM_001854.3c.2098-90G>Ap.? -0.74 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs2929162 YES Collagen XI, alpha-1 polypeptidecartilage condensation,chondrocyte development,collagen catabolic process,collagen fibril organization,collagen type XI trimer,detection of mechanical stimulus involved in sensory perception of sound,embryonic skeletal system morphogenesis,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular matrix binding,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,inner ear morphogenesis,metal ion binding,ossification,protein binding, bridging,proteoglycan metabolic process,sensory perception of sound,tendon development,ventricular cardiac muscle tissue morphogenesis,visual perceptionAbnormalities, Multiple;Adnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Dwarfism;Ear Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glaucoma, Angle-Closure;Gonadal Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neurologic Manifestations;Ocular Hypertension;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Ovarian Cysts;Ovarian Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Spinal Diseases;Vitreous DetachmentC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=9/11

chr1:103471456 C/C CCAT C INDEL COL11A1 COL11A1:intronic:NM_001854.3 3 100 intronic NM_001854.3c.1792-9ATGG>Gp.? -0.46, -0.35, 2.88, -0.32 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs565657269,rs71752747,rs746011545,rs763506645,rs773645627,rs781339059,rs796447905,rs796691487YES 0.0 (pos.103471455),5.658E-1 (pos.103471458),7.904E-2;9.162E-1;0.0;2.587E-4;0.0;0.0 (pos.103471456)Collagen XI, alpha-1 polypeptidecartilage condensation,chondrocyte development,collagen catabolic process,collagen fibril organization,collagen type XI trimer,detection of mechanical stimulus involved in sensory perception of sound,embryonic skeletal system morphogenesis,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular matrix binding,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,inner ear morphogenesis,metal ion binding,ossification,protein binding, bridging,proteoglycan metabolic process,sensory perception of sound,tendon development,ventricular cardiac muscle tissue morphogenesis,visual perceptionAbnormalities, Multiple;Adnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Dwarfism;Ear Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glaucoma, Angle-Closure;Gonadal Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neurologic Manifestations;Ocular Hypertension;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Ovarian Cysts;Ovarian Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Spinal Diseases;Vitreous DetachmentBenign/Likely benignCCAT=0, C=32CCAT=0.0, C=1.0 0.00001 480.794 32 CCAT=0/0, C=13/19

chr1:103544191 T/T C T SNV COL11A1 COL11A1:intronic:NM_001854.3 1 100 intronic NM_001854.3c.488+23G>Ap.? 0.06 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs6668897 0.1553 YES 6.241E-3 (pos.103544191) Collagen XI, alpha-1 polypeptidecartilage condensation,chondrocyte development,collagen catabolic process,collagen fibril organization,collagen type XI trimer,detection of mechanical stimulus involved in sensory perception of sound,embryonic skeletal system morphogenesis,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular matrix binding,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,inner ear morphogenesis,metal ion binding,ossification,protein binding, bridging,proteoglycan metabolic process,sensory perception of sound,tendon development,ventricular cardiac muscle tissue morphogenesis,visual perceptionAbnormalities, Multiple;Adnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Dwarfism;Ear Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glaucoma, Angle-Closure;Gonadal Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neurologic Manifestations;Ocular Hypertension;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Ovarian Cysts;Ovarian Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Spinal Diseases;Vitreous DetachmentBenign C=0, T=112 C=0.0, T=1.0 0.00001 1776.37 112 C=0/0, T=71/41

chr1:103544434 G/G A G SNV COL11A1 COL11A1:intronic:NM_001854.3 1 100 intronic NM_001854.3c.275-7T>C p.? 1.98 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs12136865 0.1507 YES 8.359E-3 (pos.103544434) Collagen XI, alpha-1 polypeptidecartilage condensation,chondrocyte development,collagen catabolic process,collagen fibril organization,collagen type XI trimer,detection of mechanical stimulus involved in sensory perception of sound,embryonic skeletal system morphogenesis,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular matrix binding,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,inner ear morphogenesis,metal ion binding,ossification,protein binding, bridging,proteoglycan metabolic process,sensory perception of sound,tendon development,ventricular cardiac muscle tissue morphogenesis,visual perceptionAbnormalities, Multiple;Adnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Dwarfism;Ear Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glaucoma, Angle-Closure;Gonadal Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neurologic Manifestations;Ocular Hypertension;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Ovarian Cysts;Ovarian Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Spinal Diseases;Vitreous DetachmentBenign A=0, G=25 A=0.0, G=1.0 0.00001 352.995 25 A=0/0, G=13/12

chr1:103548211 T/T A T SNV COL11A1 COL11A1:intronic:NM_001854.3 1 100 intronic NM_001854.3c.274+150T>Ap.? -0.52 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs1337184 YES Collagen XI, alpha-1 polypeptidecartilage condensation,chondrocyte development,collagen catabolic process,collagen fibril organization,collagen type XI trimer,detection of mechanical stimulus involved in sensory perception of sound,embryonic skeletal system morphogenesis,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular matrix binding,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,inner ear morphogenesis,metal ion binding,ossification,protein binding, bridging,proteoglycan metabolic process,sensory perception of sound,tendon development,ventricular cardiac muscle tissue morphogenesis,visual perceptionAbnormalities, Multiple;Adnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Dwarfism;Ear Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glaucoma, Angle-Closure;Gonadal Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neurologic Manifestations;Ocular Hypertension;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Ovarian Cysts;Ovarian Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Spinal Diseases;Vitreous DetachmentA=0, T=33 A=0.0, T=1.0 0.00001 504.586 33 A=0/0, T=12/21

chr1:104080169 C/C G C SNV RNPC3 RNPC3:intronic:NM_017619.3 1 100 intronic NM_017619.3c.767+63G>Cp.? 0.71 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs10736038 YES RNA binding,RNA splicing,U12 snRNA binding,U12-type spliceosomal complex,developmental process,mRNA splicing, via spliceosome,nucleic acid binding,nucleoplasm,nucleus,pre-mRNA intronic bindingBone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Brain Diseases;Central Nervous System Diseases;Dwarfism;Dwarfism, Pituitary;Endocrine System Diseases;Hypopituitarism;Hypothalamic Diseases;Musculoskeletal Diseases;Nervous System Diseases;Pituitary DiseasesG=0, C=46 G=0.0, C=1.0 0.00001 768.313 46 G=0/0, C=25/21

chr1:104086145 G/G A G SNV RNPC3 RNPC3:intronic:NM_017619.3 1 100 intronic NM_017619.3c.1045+76A>Gp.? -2.36 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs10785725 RNA binding,RNA splicing,U12 snRNA binding,U12-type spliceosomal complex,developmental process,mRNA splicing, via spliceosome,nucleic acid binding,nucleoplasm,nucleus,pre-mRNA intronic bindingBone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Brain Diseases;Central Nervous System Diseases;Dwarfism;Dwarfism, Pituitary;Endocrine System Diseases;Hypopituitarism;Hypothalamic Diseases;Musculoskeletal Diseases;Nervous System Diseases;Pituitary DiseasesA=0, G=26 A=0.0, G=1.0 0.00001 371.399 26 A=0/0, G=7/19

chr1:104116312 G/G A G SNV AMY2B AMY2B:intronic:NM_020978.4 1 100 intronic NM_020978.4c.514-18A>Gp.? -1.01 Alpha amylase, C-terminal all-beta domain,Alpha amylase, catalytic domainrs12132040 0.1842 YES 1.392E-1 (pos.104116312) Amylase, pancreatic, alpha-2Balpha-amylase activity,alpha-amylase activity (releasing maltohexaose),carbohydrate metabolic process,digestion,extracellular exosome,metal ion binding1,4-dithio-alpha-D-glucopyranose,4-Methylthio-Alpha-D-Mannose,5-Hydroxymethyl-Chonduritol,Beta-D-Glucose,Maltose,N-4-hydroxymethyl-cyclohexan-6-yl-1,2,3-triol-4,6-dideoxy-4-aminoglucopyranoside,P-Nitrophenol,Pidolic Acid,alpha-maltotrioseA=0, G=58 A=0.0, G=1.0 0.00001 867.385 58 A=0/0, G=24/34

chr1:108679531 CT/CT C CT INDEL SLC25A24 SLC25A24:intronic:NM_013386.4 1 100 intronic NM_013386.4c.1250-72G>AGp.? -0.34 EF hand,EF-hand domain pair,Mitochondrial carrier proteinrs1053504822 ADP transmembrane transporter activity,ADP transport,ATP transmembrane transporter activity,ATP transport,calcium ion binding,cellular response to calcium ion,cellular response to oxidative stress,integral component of membrane,mitochondrial inner membrane,mitochondrial transport,mitochondrion,regulation of cell death,transmembrane transportAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, CT=47 C=0.0, CT=1.0 0.00001 420.876 47 C=0/0, CT=22/25

chr1:108679532 T/T C T SNV SLC25A24 SLC25A24:intronic:NM_013386.4 1 100 intronic NM_013386.4c.1250-73G>Ap.? -0.33 EF hand,EF-hand domain pair,Mitochondrial carrier proteinrs17513812 YES ADP transmembrane transporter activity,ADP transport,ATP transmembrane transporter activity,ATP transport,calcium ion binding,cellular response to calcium ion,cellular response to oxidative stress,integral component of membrane,mitochondrial inner membrane,mitochondrial transport,mitochondrion,regulation of cell death,transmembrane transportAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=49 C=0.0, T=1.0 0.00001 831.527 49 C=0/0, T=24/25

chr1:108724518 G/G A G SNV SLC25A24 SLC25A24:intronic:NM_013386.4 1 100 intronic NM_013386.4c.398+45T>Cp.? 0.02 EF hand,EF-hand domain pair,Mitochondrial carrier proteinrs490680 0.3163 YES 6.737E-1 (pos.108724518) ADP transmembrane transporter activity,ADP transport,ATP transmembrane transporter activity,ATP transport,calcium ion binding,cellular response to calcium ion,cellular response to oxidative stress,integral component of membrane,mitochondrial inner membrane,mitochondrial transport,mitochondrion,regulation of cell death,transmembrane transportAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, G=29 A=0.0, G=1.0 0.00001 427.534 29 A=0/0, G=10/19

chr1:109255513 T/T G T SNV FNDC7 FNDC7:upstream:NM_001144937.1 1 100 intronic NM_001144937.1c.-43G>T p.? -0.82 rs3006864 0.0141 YES 8.891E-1 (pos.109255513) extracellular region G=0, T=59 G=0.0, T=1.0 0.00001 885.368 59 G=0/0, T=35/24

chr1:109366370 T/T C T SNV AKNAD1 AKNAD1:intronic:NM_152763.4 1 100 intronic NM_152763.4c.1937-60G>Ap.? -2.69 AT-hook-containing transcription factorrs7522260 YES C=0, T=103 C=0.0, T=1.0 0.00001 1613.76 103 C=0/0, T=53/50

chr12:9248233 C/C T C SNV A2M A2M:exonic:NM_000014.5 1 100 16 missense NM_000014.5c.1915A>G p.Asn639Asp -1.81 0.95 23 0 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domainrs226405 0 1.0 (pos.9248233) Alpha-2-macroglobulinGTPase activator activity,blood coagulation, intrinsic pathway,blood microparticle,calcium-dependent protein binding,cytosol,endopeptidase inhibitor activity,enzyme binding,extracellular exosome,extracellular matrix disassembly,extracellular region,growth factor binding,interleukin-1 binding,interleukin-8 binding,negative regulation of complement activation, lectin pathway,negative regulation of endopeptidase activity,platelet alpha granule lumen,platelet degranulation,positive regulation of GTPase activity,protease binding,protein binding,receptor binding,regulation of small GTPase mediated signal transduction,serine-type endopeptidase inhibitor activity,stem cell differentiation,tumor necrosis factor bindingAcute Kidney Injury;Adenocarcinoma;Adenoma;Adenoma, Liver Cell;Alzheimer Disease;Autoimmune Diseases;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Central Nervous System Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, InbornBacitracin,Becaplermin,Copper,Mangafodipir,OcriplasminT=0, C=33 T=0.0, C=1.0 0.00001 504.598 33 T=0/0, C=17/16

chr1:109608874 T/T TACTT T INDEL TAF13 TAF13:intronic:NM_005645.3 4 100 intronic NM_005645.3c.107-20AAGTA>Ap.? 0.0, 0.36, -0.18, 1.71, 0.14 Transcription initiation factor IID, 18kD subunitrs201363933,rs3217403,rs757357709YES 1.057E-1;0.0 (pos.109608870) TAF13 RNA polymerase II, TATA box-binding protein-associated factor, 18kDDNA binding,DNA binding transcription factor activity,DNA-templated transcription, initiation,nucleolus,nucleoplasm,nucleus,protein C-terminus binding,protein binding,protein heterodimerization activity,regulation of signal transduction by p53 class mediator,regulation of transcription from RNA polymerase II promoter,snRNA transcription from RNA polymerase II promoter,transcription cofactor activity,transcription elongation from RNA polymerase II promoter,transcription factor TFIID complex,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoterTACTT=0, T=52TACTT=0.0, T=1.0 0.00001 771.256 52 TACTT=0/0, T=22/30

chr12:9246176 CTATGG/C CTATGG C INDEL A2M A2M:splicesite_3:NM_000014.5 5 50 18 splicesite NM_000014.5c.2126-1CCATAG>Gp.? 1.72, 2.56, -0.56, -0.06, 0.03, -0.31 0.42(COSM5048896)A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domainrs1799759,rs762288775,rs8677144950.1555 0.0 (pos.9246177),3.826E-2 (pos.9246176)adenocarcinoma,squamous_cell_carcinomaAlpha-2-macroglobulinGTPase activator activity,blood coagulation, intrinsic pathway,blood microparticle,calcium-dependent protein binding,cytosol,endopeptidase inhibitor activity,enzyme binding,extracellular exosome,extracellular matrix disassembly,extracellular region,growth factor binding,interleukin-1 binding,interleukin-8 binding,negative regulation of complement activation, lectin pathway,negative regulation of endopeptidase activity,platelet alpha granule lumen,platelet degranulation,positive regulation of GTPase activity,protease binding,protein binding,receptor binding,regulation of small GTPase mediated signal transduction,serine-type endopeptidase inhibitor activity,stem cell differentiation,tumor necrosis factor bindingAcute Kidney Injury;Adenocarcinoma;Adenoma;Adenoma, Liver Cell;Alzheimer Disease;Autoimmune Diseases;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Central Nervous System Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, InbornBacitracin,Becaplermin,Copper,Mangafodipir,OcriplasminBenign, risk factorCTATGG=74, C=74CTATGG=0.5, C=0.5 0.00001 831.217 148 CTATGG=18/56, C=32/42

chr12:9004512 A/A G A SNV A2ML1 A2ML1:exonic:NM_144670.5 1 100 19 synonymous NM_144670.5c.2367G>A p.(=) -3.57 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domain,Seminal vesicle autoantigen (SVA)rs1860927 0.1591 YES 9.999E-1 (pos.9004512) Alpha-2-macroglobulin-like 1Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Ear Diseases;Heart Defects, Congenital;Heart Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Noonan Syndrome;Otitis;Otitis Media;Otorhinolaryngologic Diseases;Skin and Connective Tissue DiseasesBenign G=0, A=58 G=0.0, A=1.0 0.00001 866.629 58 G=0/0, A=18/40

chr12:9004892 A/A C A SNV A2ML1 A2ML1:exonic:NM_144670.5 1 100 20 missense NM_144670.5c.2550C>A p.Asp850Glu 0.23 1 45 0 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domain,Seminal vesicle autoantigen (SVA)rs1860926 2.00E-04 YES 1.0 (pos.9004892) Alpha-2-macroglobulin-like 1Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Ear Diseases;Heart Defects, Congenital;Heart Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Noonan Syndrome;Otitis;Otitis Media;Otorhinolaryngologic Diseases;Skin and Connective Tissue DiseasesC=0, A=57 C=0.0, A=1.0 0.00001 849.608 57 C=0/0, A=24/33

chr12:9016573 G/G A G SNV A2ML1 A2ML1:exonic:NM_144670.5 1 100 29 missense NM_144670.5c.3686A>G p.His1229Arg 1.3 0.25 29 0 0.29(COSM5021742)A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domain,Seminal vesicle autoantigen (SVA)rs10219561 5.00E-04 1.0 (pos.9016573) osteosarcoma Alpha-2-macroglobulin-like 1Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Ear Diseases;Heart Defects, Congenital;Heart Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Noonan Syndrome;Otitis;Otitis Media;Otorhinolaryngologic Diseases;Skin and Connective Tissue DiseasesA=0, G=33 A=0.0, G=1.0 0.00001 504.498 33 A=0/0, G=19/14

chr12:9020489 G/G A G SNV A2ML1 A2ML1:exonic:NM_144670.5 1 100 30 missense NM_144670.5c.3769A>G p.Met1257Val -0.08 0.12 21 0 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domain,Seminal vesicle autoantigen (SVA)rs7308811,rs765785765 0.1607 YES 4.637E-4;0.0;0.0 (pos.9020488),9.998E-1 (pos.9020489)Alpha-2-macroglobulin-like 1Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Ear Diseases;Heart Defects, Congenital;Heart Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Noonan Syndrome;Otitis;Otitis Media;Otorhinolaryngologic Diseases;Skin and Connective Tissue DiseasesBenign A=0, G=32 A=0.0, G=1.0 0.00001 485.141 32 A=0/0, G=20/12

chr12:53703021 A/A G A SNV AAAS AAAS:exonic:NM_015665.5 1 100 9 synonymous NM_015665.5c.855C>T p.(=) -0.36 WD domain, G-beta repeatrs1546808 0.0015 YES 9.999E-1 (pos.53703021) Aladin centrosome,cytosol,fertilization,host cell,intracellular transport of virus,learning,mRNA export from nucleus,membrane,mitotic nuclear envelope disassembly,molecular_function,nuclear envelope,nuclear membrane,nuclear pore,nucleocytoplasmic transport,nucleoplasm,nucleus,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,regulation of nucleocytoplasmic transport,tRNA export from nucleus,viral process,viral transcriptionAdrenal Gland Diseases;Adrenal Insufficiency;Deglutition Disorders;Digestive System Diseases;Endocrine System Diseases;Esophageal Achalasia;Esophageal Diseases;Esophageal Motility Disorders;Gastrointestinal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsBenign/Likely benignG=0, A=51 G=0.0, A=1.0 0.00001 754.539 51 G=0/0, A=32/19

chr12:53700860 G/G A G SNV

AAAS,C12orf

10 AAAS:downstream:NM_015665.5, C12orf10:exonic:NM_021640.3 1
100

7 missense NM_021640.3, NM_015665.5c.1058A>G, c.*413T>Cp.His353Arg, p.? -0.44 0.64 29 0 0.09(COSM3721008)Uncharacterised protein family (UPF0160)rs711316 5.00E-04 YES 9.999E-1 (pos.53700860) squamous_cell_carcinomaAladin,Chromosome 12 open reading frame 10centrosome,cytosol,fertilization,host cell,intracellular transport of virus,learning,mRNA export from nucleus,membrane,mitotic nuclear envelope disassembly,molecular_function,nuclear envelope,nuclear membrane,nuclear pore,nucleocytoplasmic transport,nucleoplasm,nucleus,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,regulation of nucleocytoplasmic transport,tRNA export from nucleus,viral process,viral transcriptionAdrenal Gland Diseases;Adrenal Insufficiency;Deglutition Disorders;Digestive System Diseases;Endocrine System Diseases;Esophageal Achalasia;Esophageal Diseases;Esophageal Motility Disorders;Gastrointestinal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, G=127 A=0.0, G=1.0 0.00001 2073.29 127 A=0/0, G=79/48

chr1:109839392 G/G A G SNV MYBPHL MYBPHL:intronic:NM_001010985.2 1 100 intronic NM_001010985.2c.730+13T>Cp.? -1.34 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs604349 0.0949 YES 9.685E-1;0.0 (pos.109839392) M band,Z disc,actin filament binding,actin filament organization,biological_process,cellular_component,molecular_function,muscle alpha-actinin binding,muscle myosin complex,protein binding,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=10/15

chr12:53700848 T/T C T SNV

AAAS,C12orf

10 AAAS:downstream:NM_015665.5, C12orf10:exonic:NM_021640.3 1
99.26

7 missense NM_021640.3, NM_015665.5c.1046C>T, c.*425G>Ap.Thr349Ile, p.? 4.74 1 89 0 Uncharacterised protein family (UPF0160)rs1534282 0.001 YES 9.999E-1 (pos.53700848) Aladin,Chromosome 12 open reading frame 10centrosome,cytosol,fertilization,host cell,intracellular transport of virus,learning,mRNA export from nucleus,membrane,mitotic nuclear envelope disassembly,molecular_function,nuclear envelope,nuclear membrane,nuclear pore,nucleocytoplasmic transport,nucleoplasm,nucleus,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,regulation of nucleocytoplasmic transport,tRNA export from nucleus,viral process,viral transcriptionAdrenal Gland Diseases;Adrenal Insufficiency;Deglutition Disorders;Digestive System Diseases;Endocrine System Diseases;Esophageal Achalasia;Esophageal Diseases;Esophageal Motility Disorders;Gastrointestinal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=1, T=135 C=0.0074, T=0.9926 0.00001 2210.8 136 C=1/0, T=87/48

chr1:110018148 T/T C T SNV SYPL2 SYPL2:intronic:NM_001040709.1 1 100 intronic NM_001040709.1c.130-55C>Tp.? 0.16 Membrane-associating domainrs530565 cellular calcium ion homeostasis,integral component of synaptic vesicle membrane,substantia nigra development,transport,transporter activityC=0, T=20 C=0.0, T=1.0 0.00001 263.782 20 C=0/0, T=17/3

chr1:12776218 C/C A C SNV AADACL3 AADACL3:exonic:NM_001103170.2 1 100 1 stoploss NM_001103170.2c.39A>C p.Ter13Cys -1.63 alpha/beta hydrolase foldrs3000860 YES catabolic process,hydrolase activity A=0, C=29 A=0.0, C=1.0 0.00001 427.601 29 A=0/0, C=16/13

chr1:11015325 T/T C T SNV C1orf127 C1orf127:intronic:NM_001170754.1 1 100 intronic NM_001170754.1c.779-82G>Ap.? 0.25 Domain of unknown function (DUF4556)rs41274492 YES Alopecia;Hair Diseases;Hypotrichosis;Skin Diseases;Skin and Connective Tissue DiseasesC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=7/14

chr1:12779560 C/C T C SNV AADACL3 AADACL3:exonic:NM_001103170.2 1 100 2 synonymous NM_001103170.2c.252T>C p.(=) -4.13 alpha/beta hydrolase foldrs3010876 0.1706 YES 7.77E-1 (pos.12779560) catabolic process,hydrolase activity T=0, C=58 T=0.0, C=1.0 0.00001 850.682 58 T=0/0, C=20/38

chr1:11017609 C/C T C SNV C1orf127 C1orf127:intronic:NM_001170754.1 1 100 intronic NM_001170754.1c.693+64A>Gp.? 0.66 Domain of unknown function (DUF4556)rs7511959,rs765006781 0.2002 YES 0.0;0.0 (pos.11017605),2.523E-1 (pos.11017609) Alopecia;Hair Diseases;Hypotrichosis;Skin Diseases;Skin and Connective Tissue DiseasesT=0, C=55 T=0.0, C=1.0 0.00001 813.784 55 T=0/0, C=23/32

chr1:11017617 C/C G C SNV C1orf127 C1orf127:intronic:NM_001170754.1 1 100 intronic NM_001170754.1c.693+56C>Gp.? 1.12 Domain of unknown function (DUF4556)rs34691090,rs7650067810.1992 YES 0.0;0.0 (pos.11017605),2.504E-1;0.0 (pos.11017617) Alopecia;Hair Diseases;Hypotrichosis;Skin Diseases;Skin and Connective Tissue DiseasesG=0, C=55 G=0.0, C=1.0 0.00001 814.086 55 G=0/0, C=23/32

chr1:11017634 T/T C T SNV C1orf127 C1orf127:intronic:NM_001170754.1 1 100 intronic NM_001170754.1c.693+39G>Ap.? -0.54 0.08(COSM3747485)Domain of unknown function (DUF4556)rs35950437 0.1998 YES 2.475E-1 (pos.11017634) hepatocellular_carcinoma Alopecia;Hair Diseases;Hypotrichosis;Skin Diseases;Skin and Connective Tissue DiseasesC=0, T=53 C=0.0, T=1.0 0.00001 784.043 53 C=0/0, T=23/30

chr1:110211835 C/C T C SNV GSTM2 GSTM2:intronic:NM_001142368.1 1 100 intronic NM_001142368.1c.178-77T>Cp.? -2.1 rs402505 YES Glutathione S-transferase M2, musclecellular detoxification of nitrogen compound,cellular oxidant detoxification,cellular response to caffeine,cytoplasm,cytosol,enzyme binding,extracellular exosome,glutathione binding,glutathione derivative biosynthetic process,glutathione metabolic process,glutathione peroxidase activity,glutathione transferase activity,linoleic acid metabolic process,metabolic process,negative regulation of ryanodine-sensitive calcium-release channel activity,nitrobenzene metabolic process,positive regulation of ryanodine-sensitive calcium-release channel activity,protein binding,protein homodimerization activity,receptor binding,regulation of cardiac muscle contraction by regulation of the release of sequestered calcium ion,regulation of release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,regulation of skeletal muscle contraction by regulation of release of sequestered calcium ion,relaxation of cardiac muscle,sarcoplasmic reticulum,xenobiotic catabolic processAbnormalities, Multiple;Acute Kidney Injury;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Down Syndrome;Drug-Induced Liver Injury;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Intellectual Disability;Kidney Diseases;Liver Diseases;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurologic Manifestations;Renal Insufficiency;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Urologic Diseases;Vascular DiseasesGlutathione,Glutathione disulfide,S-(2,4-dinitrophenyl)glutathione,S-METHYL-GLUTATHIONET=0, C=35 T=0.0, C=1.0 0.00001 543.903 35 T=0/0, C=12/23

chr1:11024353 A/G A G SNV C1orf127 C1orf127:intronic:NM_001170754.1 1 95.45 intronic NM_001170754.1c.373-25T>Cp.? 0.37 Domain of unknown function (DUF4556)rs6659231 0.2489 YES 4.701E-1 (pos.11024353) Alopecia;Hair Diseases;Hypotrichosis;Skin Diseases;Skin and Connective Tissue DiseasesA=1, G=21 A=0.0455, G=0.9545 0.00001 271.509 22 A=0/1, G=5/16

chr1:11024381 G/G A G SNV C1orf127 C1orf127:intronic:NM_001170754.1 1 100 intronic NM_001170754.1c.373-53T>Cp.? 0.01 Domain of unknown function (DUF4556)rs6659326 YES Alopecia;Hair Diseases;Hypotrichosis;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=5/21

chr1:11024395 C/C T C SNV C1orf127 C1orf127:intronic:NM_001170754.1 1 100 intronic NM_001170754.1c.373-67A>Gp.? -0.05 Domain of unknown function (DUF4556)rs11121663 YES Alopecia;Hair Diseases;Hypotrichosis;Skin Diseases;Skin and Connective Tissue DiseasesT=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=5/21

chr1:110295643 G/T G T SNV EPS8L3 EPS8L3:intronic:NM_139053.2 1 50 intronic NM_139053.2c.1203+96C>Ap.? 1.77 Phosphotyrosine-binding domain,SH3 domain,Variant SH3 domainrs1887546 YES EPS8-like protein 3Rac guanyl-nucleotide exchange factor activity,actin filament binding,cytoplasm,protein binding,regulation of hair cycleGenital Diseases, Male;Genital Neoplasms, Male;Hair Diseases;Hypotrichosis;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsG=14, T=14 G=0.5, T=0.5 0.00001 131.924 28 G=8/6, T=9/5

chr1:12776344 A/T A T SNV AADACL3 AADACL3:exonic:NM_001103170.2 1 96.77 1 synonymous NM_001103170.2c.165A>T p.(=) -2.33 alpha/beta hydrolase foldrs3000859 0.1687 YES 6.424E-1 (pos.12776344) catabolic process,hydrolase activity A=1, T=30 A=0.0323, T=0.9677 0.00001 435.414 31 A=1/0, T=14/16

chr1:110467745 G/G A G SNV CSF1 CSF1:intronic:NM_000757.5 1 100 intronic NM_000757.5c.1623-24A>Gp.? -1.37 Macrophage colony stimulating factor-1 (CSF-1)rs333972 0 1.0 (pos.110467745) Colony-stimulating factor-1 (macrophage)CSF1-CSF1R complex,branching involved in mammary gland duct morphogenesis,cell differentiation,cell proliferation,cellular protein metabolic process,cytokine activity,developmental process involved in reproduction,endoplasmic reticulum lumen,extracellular exosome,extracellular space,growth factor activity,hemopoiesis,homeostasis of number of cells within a tissue,identical protein binding,inflammatory response,innate immune response,integral component of membrane,macrophage colony-stimulating factor receptor binding,macrophage colony-stimulating factor signaling pathway,macrophage differentiation,mammary duct terminal end bud growth,mammary gland fat development,membrane,monocyte activation,osteoclast differentiation,osteoclast proliferation,perinuclear region of cytoplasm,plasma membrane,positive regulation of Ras protein signal transduction,positive regulation of cell migration,positive regulation of cell proliferation,positive regulation of cell-matrix adhesion,positive regulation of cellular protein metabBone Diseases;Breast Diseases;Breast Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Osteitis Deformans;Skin Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesA=0, G=36 A=0.0, G=1.0 0.00001 563.744 36 A=0/0, G=14/22

chr2:69741854 G/G T G SNV AAK1 AAK1:exonic:NM_014911.3 1 100 13 missense NM_014911.3c.1525A>C p.Lys509Gln 3.43 1 53 0 0.06(COSM4590133)Kinase-like,Protein kinase domain,Protein tyrosine kinasers6715776 YES 1.0;0.0 (pos.69741854) squamous_cell_carcinomaAdaptor protein 2-associated kinase 1AP-2 adaptor complex binding,ATP binding,Notch binding,cell leading edge,clathrin-coated pit,clathrin-coated vesicle,cytoplasm,cytosol,endocytosis,extrinsic component of plasma membrane,membrane organization,positive regulation of Notch signaling pathway,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,protein stabilization,regulation of clathrin-dependent endocytosis,regulation of protein localization,terminal boutonT=0, G=34 T=0.0, G=1.0 0.00001 524.186 34 T=0/0, G=12/22

chr2:219128506 T/T C T SNV

AAMP,GPBA

R1 GPBAR1:utr_3:NM_170699.2, AAMP:downstream:NM_001087.4 1
100

2 utr_3 NM_170699.2, NM_001087.4c.1059C>T, c.*750G>Ap.?, p.? -0.6 7 transmembrane receptor (rhodopsin family)rs2292549 YES Angio-associated migratory cell protein,G protein-coupled bile acid receptor 1G-protein coupled bile acid receptor activity,G-protein coupled receptor signaling pathway,angiogenesis,bile acid receptor activity,cell differentiation,cell surface,cell surface bile acid receptor signaling pathway,cytoplasm,cytosol,heparin binding,integral component of membrane,intercellular bridge,microtubule cytoskeleton,plasma membrane,positive regulation of endothelial cell migration,preribosome, large subunit precursor,protein binding,regulation of bicellular tight junction assembly,ribosomal large subunit biogenesis,smooth muscle cell migration,unfolded protein bindingCrohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesC=0, T=56 C=0.0, T=1.0 0.00001 832.098 56 C=0/0, T=32/24

chr17:41116234 A/A G A SNV

AARSD1,PTG

ES3L-

AARSD1 AARSD1:exonic:NM_001261434.1, PTGES3L-AARSD1:exonic:NM_001136042.21

100

7 synonymous NM_001261434.1, NM_001136042.2c.60C>T, c.582C>Tp.(=), p.(=) 0.67 Threonyl and Alanyl tRNA synthetase second additional domain,tRNA synthetases class II (A)rs690941 8.00E-04 YES 9.995E-1 (pos.41116234) Alanyl-tRNA synthetase domain-containing 1ATP binding,Ser-tRNA(Ala) hydrolase activity,alanine-tRNA ligase activity,alanyl-tRNA aminoacylation,biological_process,cytoplasm,metal ion binding,molecular_function,nucleic acid binding,nucleotide binding,nucleus,protein binding,regulation of translational fidelity,tRNA aminoacylationG=0, A=21 G=0.0, A=1.0 0.00001 281.021 21 G=0/0, A=10/11

chr17:79095629 A/A C A SNV AATK AATK:exonic:NM_001080395.2 1 100 11 missense NM_001080395.2c.2107G>T p.Gly703Cys -2.38 0.14 159 0.002 0.02(COSM1480153),0.02(COSM437761)Protein kinase domain,Protein tyrosine kinasers386799844,rs7503604 0.4816 YES 6.537E-1;0.0;0.0 (pos.79095629)adenocarcinomaApoptosis-associated tyrosine kinaseATP binding,biological_process,cellular_component,integral component of membrane,perinuclear region of cytoplasm,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activityC=0, A=25 C=0.0, A=1.0 0.00001 353.019 25 C=0/0, A=7/18

chr1:111861714 A/A T A SNV CHIA CHIA:intronic:NM_201653.3 1 100 intronic NM_201653.3c.916-28T>Ap.? 0.32 Chitin binding Peritrophin-A domain,Glycosyl hydrolases family 18rs2786161 0.3149 YES 4.422E-1 (pos.111861714) Chitinase, acidicapoptotic process,carbohydrate binding,carbohydrate metabolic process,cell wall chitin metabolic process,chitin binding,chitin catabolic process,chitin metabolic process,chitinase activity,cytoplasm,digestion,extracellular region,extracellular space,hydrolase activity, hydrolyzing O-glycosyl compounds,immune response,kinase binding,lysozyme activity,polysaccharide catabolic process,polysaccharide digestion,positive regulation of chemokine secretion,production of molecular mediator involved in inflammatory response,response to fungusAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsT=0, A=113 T=0.0, A=1.0 0.00001 1795.83 113 T=0/0, A=56/57

chr9:107586753 T/C T C SNV ABCA1 ABCA1:exonic:NM_005502.3 1 57.14 18 missense NM_005502.3c.2649A>G p.Ile883Met -1.12 0.12 10 0.002 0.08(COSM1178520)AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs2066714 0.1342 YES 7.204E-1 (pos.107586753)adenoma,neoplasm,rhabdomyosarcomaATP-binding cassette 1ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,ATPase binding,G-protein coupled receptor signaling pathway,Golgi apparatus,aminophospholipid transport,anion transmembrane transport,anion transmembrane transporter activity,apolipoprotein A-I binding,apolipoprotein A-I receptor activity,apolipoprotein A-I-mediated signaling pathway,apolipoprotein binding,cellular response to cholesterol,cellular response to lipopolysaccharide,cellular response to retinoic acid,cholesterol binding,cholesterol efflux,cholesterol homeostasis,cholesterol metabolic process,cholesterol transporter activity,endocytic vesicle,endoplasmic reticulum membrane,endosomal transport,external side of plasma membrane,high-density lipoprotein particle,high-density lipoprotein particle assembly,integral component of membrane,integral component of plasma membrane,interleukin-1 beta secretion,intracellular cholesterol transport,intracellular membrane-bounded organelle,lysosome organization,membrane raftArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Autoimmune Diseases;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyslipidemias;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glucose Metabolism Disorders;Hypercholesterolemia;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Hypersensitivity;Hypersensitivity, Immediate;Hypoalphalipoproteinemias;Hypolipoproteinemias;Immune System Diseases;Insulin Resistance;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Failure, Chronic;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolic Syndrome X;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;NephriATP,Glyburide,ProbucolBenign T=9, C=12 T=0.4286, C=0.5714 0.00001 109.102 21 T=3/6, C=5/7

chr17:67212423 A/A G A SNV ABCA10 ABCA10:exonic:NM_080282.3 1 100 8 missense NM_080282.3c.607C>T p.Pro203Ser 0.18 0.81 74 0.006 0.03(COSM4000281)AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs9909216 0.3423 YES 2.993E-1;1.503E-3 (pos.67212423)acute_myeloid_leukaemiaATP-binding cassette, subfamily A, member 10ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesG=0, A=46 G=0.0, A=1.0 0.00001 768.313 46 G=0/0, A=29/17

chr1:112020238 C/C A C SNV C1orf162 C1orf162:intronic:NM_174896.3 1 100 intronic NM_174896.3c.203-35A>Cp.? 0.11 rs2211494 9.951E-1 (pos.112020238) integral component of membrane A=0, C=29 A=0.0, C=1.0 0.00001 427.28 29 A=0/0, C=17/12

chr2:215876166 T/T A T SNV ABCA12 ABCA12:exonic:NM_173076.2 1 100 17 missense NM_173076.2c.2329T>A p.Ser777Thr -1.41 1 58 0 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs7560008 0 1.0 (pos.215876166) ATP-binding cassette, subfamily A, member 12ATP binding,ATPase activity, coupled to transmembrane movement of substances,apolipoprotein A-I receptor binding,cellular homeostasis,ceramide transport,cytoplasm,cytosol,epidermal lamellar body,establishment of skin barrier,integral component of membrane,intracellular membrane-bounded organelle,keratinization,lipid homeostasis,lipid transport,lipid transporter activity,lipid-transporting ATPase activity,lung alveolus development,mitochondrial inner membrane,phospholipid efflux,plasma membrane,positive regulation of cholesterol efflux,positive regulation of protein localization to cell surface,protein binding,protein localization to plasma membrane,receptor binding,regulated exocytosis,secretion by cell,surfactant homeostasis,transmembrane transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Ichthyosis, Lamellar;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Keratosis;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign A=0, T=29 A=0.0, T=1.0 0.00001 427.594 29 A=0/0, T=11/18

chr2:215820013 A/A G A SNV

ABCA12,LOC

101928103 ABCA12:exonic:NM_173076.2, LOC101928103:intronic_nc:NR_110292.11
100

43 synonymous NR_110292.1, NM_173076.2c.6306C>T p.(=) -0.51 0.07(COSM3757935),0.07(COSM4783671)AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs10498027 0.4165 YES 2.32E-1 (pos.215820013) adenocarcinomaATP-binding cassette, subfamily A, member 12ATP binding,ATPase activity, coupled to transmembrane movement of substances,apolipoprotein A-I receptor binding,cellular homeostasis,ceramide transport,cytoplasm,cytosol,epidermal lamellar body,establishment of skin barrier,integral component of membrane,intracellular membrane-bounded organelle,keratinization,lipid homeostasis,lipid transport,lipid transporter activity,lipid-transporting ATPase activity,lung alveolus development,mitochondrial inner membrane,phospholipid efflux,plasma membrane,positive regulation of cholesterol efflux,positive regulation of protein localization to cell surface,protein binding,protein localization to plasma membrane,receptor binding,regulated exocytosis,secretion by cell,surfactant homeostasis,transmembrane transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Ichthyosis, Lamellar;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Keratosis;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign G=0, A=109 G=0.0, A=1.0 0.00001 1718.9 109 G=0/0, A=32/77

chr9:139904036 CG/CG C CG INDEL ABCA2 ABCA2:exonic:NM_001606.4 1 100 44 frameshiftInsertion NM_001606.4c.6690_6691insCp.Asp2231fs 1.79 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs762693872 0.0 (pos.139904036) ATP-binding cassette 2ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,cholesterol homeostasis,cytoplasmic vesicle,endosome,endosome membrane,integral component of membrane,lipid metabolic process,lysosomal membrane,lysosome,membrane,microtubule organizing center,nucleotide binding,regulation of intracellular cholesterol transport,regulation of transcription from RNA polymerase II promoter,response to drug,response to steroid hormone,transmembrane transport,transport,transporter activityC=0, CG=97 C=0.0, CG=1.0 0.00001 1214.74 97 C=0/0, CG=58/39

chr9:139906359 A/A G A SNV ABCA2 ABCA2:exonic:NM_001606.4 1 100 35 synonymous NM_001606.4c.5472C>T p.(=) 3.13 0.92(COSM3763807)AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs2271862 0.3021 YES 8.083E-1 (pos.139906359)adenocarcinomaATP-binding cassette 2ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,cholesterol homeostasis,cytoplasmic vesicle,endosome,endosome membrane,integral component of membrane,lipid metabolic process,lysosomal membrane,lysosome,membrane,microtubule organizing center,nucleotide binding,regulation of intracellular cholesterol transport,regulation of transcription from RNA polymerase II promoter,response to drug,response to steroid hormone,transmembrane transport,transport,transporter activityG=0, A=135 G=0.0, A=1.0 0.00001 2238.23 135 G=0/0, A=70/65

chr1:114339959 AATAAT/AATAATA AATAAT INDEL RSBN1 RSBN1:intronic:NM_018364.4 5 100 intronic NM_018364.4c.1377+26T>ATTATTp.? 0.72 Round spermatid basic protein 1nucleus A=0, AATAAT=121A=0.0, AATAAT=1.0 0.00001 1745.89 121 A=0/0, AATAAT=69/52

chr9:139913239 G/G T G SNV ABCA2 ABCA2:exonic:NM_001606.4 1 100 13 missense NM_001606.4c.1751A>C p.His584Pro 7.53 1 77 0 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs908828 0 1.0 (pos.139913239) ATP-binding cassette 2ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,cholesterol homeostasis,cytoplasmic vesicle,endosome,endosome membrane,integral component of membrane,lipid metabolic process,lysosomal membrane,lysosome,membrane,microtubule organizing center,nucleotide binding,regulation of intracellular cholesterol transport,regulation of transcription from RNA polymerase II promoter,response to drug,response to steroid hormone,transmembrane transport,transport,transporter activityT=0, G=25 T=0.0, G=1.0 0.00001 353.018 25 T=0/0, G=20/5

chr1:94471075 G/G A G SNV ABCA4 ABCA4:exonic:NM_000350.2 1 100 44 synonymous NM_000350.2c.6069T>C p.(=) -1.4 0.02(COSM3997712)AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs1762114 0.0667 YES 8.885E-1 (pos.94471075) acute_myeloid_leukaemiaATP-binding transporter, retina-specificATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,eye pigment precursor transporter activity,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,membrane,phosphatidylethanolamine-translocating ATPase activity,phospholipid transfer to membrane,phospholipid translocation,photoreceptor cell maintenance,photoreceptor disc membrane,phototransduction, visible light,retinoid metabolic process,transmembrane transport,transport,transporter activity,visual perceptionCleft Lip;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Eye Diseases;Eye Diseases, Hereditary;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intestinal Diseases;Intestinal Neoplasms;Lip Diseases;Macular Degeneration;Mouth Abnormalities;Mouth Diseases;Neoplasms;Neoplasms by Site;Rectal Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign A=0, G=24 A=0.0, G=1.0 0.00001 334.783 24 A=0/0, G=5/19

chr1:115161140 T/T C T SNV DENND2C DENND2C:intronic:NM_001256404.1 1 100 intronic NM_001256404.1c.1228-37G>Ap.? -0.46 DENN (AEX-3) domain,dDENN domain,uDENN domainrs12145066 0.2765 YES 1.25E-4 (pos.115161140) Rab guanyl-nucleotide exchange factor activity,regulation of molecular functionC=0, T=55 C=0.0, T=1.0 0.00001 814.903 55 C=0/0, T=28/27

chr1:94578548 C/C T C SNV ABCA4 ABCA4:exonic:NM_000350.2 1 100 2 synonymous NM_000350.2c.141A>G p.(=) -3.09 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs4847281 1.00E-04 1.0;0.0 (pos.94578548) ATP-binding transporter, retina-specificATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,eye pigment precursor transporter activity,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,membrane,phosphatidylethanolamine-translocating ATPase activity,phospholipid transfer to membrane,phospholipid translocation,photoreceptor cell maintenance,photoreceptor disc membrane,phototransduction, visible light,retinoid metabolic process,transmembrane transport,transport,transporter activity,visual perceptionCleft Lip;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Eye Diseases;Eye Diseases, Hereditary;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intestinal Diseases;Intestinal Neoplasms;Lip Diseases;Macular Degeneration;Mouth Abnormalities;Mouth Diseases;Neoplasms;Neoplasms by Site;Rectal Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign T=0, C=25 T=0.0, C=1.0 0.00001 358.708 25 T=0/0, C=9/16

chr17:67260926 G/G A G SNV ABCA5 ABCA5:exonic:NM_172232.3 1 100 24 synonymous NM_172232.3c.3265T>C p.(=) 4.73 0.95(COSM3755781)ABC transporter,ABC-2 family transporter proteinrs12449649 0.4718 YES 3.81E-1 (pos.67260926) acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomaATP-binding cassette, subfamily A, member 5ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,Golgi membrane,cholesterol efflux,high-density lipoprotein particle remodeling,integral component of membrane,intracellular membrane-bounded organelle,late endosome,late endosome membrane,lipid transport,lipid transporter activity,lysosomal membrane,lysosome,negative regulation of macrophage derived foam cell differentiation,reverse cholesterol transport,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Fibromatosis, Gingival;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Gingival Diseases;Gingival Overgrowth;Hair Diseases;Hypertrichosis;Intestinal Diseases;Intestinal Neoplasms;Mouth Abnormalities;Mouth Diseases;Neoplasms;Neoplasms by Site;Periodontal Diseases;Rectal Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesTacrolimus A=0, G=23 A=0.0, G=1.0 0.00001 316.738 23 A=0/0, G=14/9

chr1:115631924 T/T C T SNV TSPAN2 TSPAN2:intronic:NM_005725.5 1 100 intronic NM_005725.5c.69+61G>Ap.? -1.27 Tetraspanin familyrs4240540 YES Tetraspanin 2astrocyte development,axon development,brain development,cell surface receptor signaling pathway,inflammatory response,integral component of membrane,integral component of plasma membrane,microglia development,myelin sheath,myelination,oligodendrocyte differentiation,protein bindingC=0, T=33 C=0.0, T=1.0 0.00001 509.092 33 C=0/0, T=9/24

chr1:11594400 C/C T C SNV DISP3 DISP3:intronic:NM_020780.1 1 100 intronic NM_020780.1c.3376-38T>Cp.? 0.17 MMPL family,Patched family,Sterol-sensing domain of SREBP cleavage-activationrs2235663 0.3727 YES 7.54E-1 (pos.11594400) Patched domain-containing protein 2cholesterol homeostasis,cholesterol metabolic process,cytoplasm,cytoplasmic vesicle membrane,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,molecular_function,negative regulation of neuron differentiation,nuclear membrane,positive regulation of lipid metabolic process,positive regulation of neural precursor cell proliferation,regulation of lipid transport,smoothened signaling pathwayT=0, C=22 T=0.0, C=1.0 0.00001 298.773 22 T=0/0, C=15/7

chr17:67101718 T/T C T SNV ABCA6 ABCA6:exonic:NM_080284.2 1 100 20 missense NM_080284.2c.2625G>A p.Met875Ile -2.11 0.86 10 0 ABC transporter,ABC-2 family transporter proteinrs7212506 0.0591 YES 8.52E-1 (pos.67101718) ATP-binding cassette, subfamily A, member 6ATP binding,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,nucleoplasm,transmembrane transportColonic Diseases;Colorectal Neoplasms;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesC=0, T=106 C=0.0, T=1.0 0.00001 1662.78 106 C=0/0, T=61/45

chr17:67125840 T/T C T SNV ABCA6 ABCA6:exonic:NM_080284.2 1 100 7 missense NM_080284.2c.844G>A p.Val282Ile 1.05 0.18 29 0 0.02(COSM4000277)ABC transporter,ABC-2 family transporter proteinrs4968839 0.3025 YES 4.518E-1;0.0 (pos.67125840)acute_myeloid_leukaemia,squamous_cell_carcinomaATP-binding cassette, subfamily A, member 6ATP binding,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,nucleoplasm,transmembrane transportColonic Diseases;Colorectal Neoplasms;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesC=0, T=181 C=0.0, T=1.0 0.00001 3004.1 181 C=0/0, T=82/99

chr19:1065018 T/T G T SNV

ABCA7,ARH

GAP45 ABCA7:exonic:NM_019112.3, ARHGAP45:upstream:NM_001258328.21
99.58

46 missense NM_019112.3, NM_001258328.2c.6133G>T, c.-1007G>Tp.Ala2045Ser, p.? 1.74 1 99 0.057 0.05(COSM3749452)AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs4147934 0.2258 YES 5.44E-1 (pos.1065018) adenocarcinomaATP-binding cassette, subfamily A, member 7ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,GTPase activator activity,Golgi apparatus,Golgi membrane,aminophospholipid transport,apolipoprotein A-I receptor activity,apolipoprotein A-I-mediated signaling pathway,azurophil granule lumen,cell junction,cell surface,cholesterol efflux,cytosol,early endosome membrane,extracellular region,high-density lipoprotein particle assembly,integral component of membrane,intracellular,intracellular membrane-bounded organelle,intracellular signal transduction,membrane,memory,metal ion binding,negative regulation of amyloid precursor protein biosynthetic process,negative regulation of amyloid-beta formation,neutrophil degranulation,peptide cross-linking,phagocytic cup,phagocytosis,phosphatidylcholine-translocating ATPase activity,phosphatidylserine-translocating ATPase activity,phospholipid efflux,phospholipid translocation,plasma membrane,positive regulation of ERK1 and ERK2 cascadAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=1, T=236 G=0.0042, T=0.9958 0.00001 3935.67 237 G=1/0, T=109/127

chr17:66985992 G/G T G SNV ABCA9 ABCA9:exonic:NM_080283.3 1 100 30 missense NM_080283.3c.3917A>C p.Lys1306Thr 4.46 0.02 78 0.999 0.95(COSM4415377)AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs2302294 0.3576 YES 3.015E-1 (pos.66985992) acute_myeloid_leukaemiaATP-binding cassette, subfamily A, member 9ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,mitochondrion,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=0, G=34 T=0.0, G=1.0 0.00001 501.431 34 T=0/0, G=21/13

chr1:117142531 A/A G A SNV IGSF3 IGSF3:intronic:NM_001542.3 1 100 intronic NM_001542.3c.2089+32C>Tp.? -1.07 Immunoglobulin V-set domainrs631461 0.4421 YES 5.303E-1 (pos.117142531) Immunoglobulin superfamily, member 3cell surface,cell surface receptor signaling pathway,integral component of membrane,lacrimal gland development,molecular_function,plasma membraneG=0, A=62 G=0.0, A=1.0 0.00001 843.389 62 G=0/0, A=34/28

chr17:67028260 C/C T C SNV ABCA9 ABCA9:exonic:NM_080283.3 1 100 10 synonymous NM_080283.3c.1434A>G p.(=) 1.05 0.85(COSM148325)AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs2302291 0.3112 YES 2.29E-1 (pos.67028260) adenocarcinomaATP-binding cassette, subfamily A, member 9ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,mitochondrion,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=0, C=80 T=0.0, C=1.0 0.00001 1275.14 80 T=0/0, C=47/33

chr1:11854755 G/A G A SNV MTHFR MTHFR:intronic:NM_005957.4 1 57.45 intronic NM_005957.4c.1166+31C>Tp.? -3.88 Methylenetetrahydrofolate reductasers1994798 0.4124 YES 7.643E-1 (pos.11854755) Methylenetetrahydrofolate reductaseNADP binding,S-adenosylmethionine metabolic process,blood circulation,cellular amino acid metabolic process,cytosol,flavin adenine dinucleotide binding,folic acid metabolic process,heterochromatin maintenance,homocysteine metabolic process,methionine metabolic process,methylenetetrahydrofolate reductase (NAD(P)H) activity,modified amino acid binding,oxidation-reduction process,protein complex binding,regulation of histone methylation,response to amino acid,response to drug,response to folic acid,response to hypoxia,response to interleukin-1,response to vitamin B2,synapse,tetrahydrofolate interconversionAbnormalities, Multiple;Abnormalities, Severe Teratoid;Acute Kidney Injury;Agranulocytosis;Alopecia;Alzheimer Disease;Amino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Anemia;Anencephaly;Angina Pectoris;Arrhythmias, Cardiac;Arsenic Poisoning;Arterial Occlusive Diseases;Arteriosclerosis;Arthritis;Arthritis, Rheumatoid;Atrial Fibrillation;Autistic Disorder;Autoimmune Diseases;Avitaminosis;Bipolar Disorder;Bipolar and Related Disorders;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Brain Ischemia;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma in Situ;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Cervical Intraepithelial Neoplasia;Child Development Disorders, Pervasive;Chromosome Disorders;Cleft Lip;Cleft Palate;Clubfoot;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital Abnormalities;Congenital, HerediBenazepril,Cyanocobalamin,Fluorouracil,Folic Acid,L-Methionine,Menadione,Methotrexate,Riboflavin,Tetrahydrofolic acidG=20, A=27 G=0.4255, A=0.5745 0.00001 326.534 47 G=10/10, A=7/20

chr1:118644338 C/A C A SNV SPAG17 SPAG17:intronic:NM_206996.3 1 52.27 intronic NM_206996.3c.634+25G>Tp.? -1.25 Flagellar-associated PapD-likers888062687 Sperm-associated antigen 17axonemal central apparatus,axonemal central apparatus assembly,cytosol,epithelial cilium movement,microtubule,motile cilium,nucleoplasmC=21, A=23 C=0.4773, A=0.5227 0.00001 259.557 44 C=14/7, A=10/13

chr7:87082292 G/A G A SNV ABCB4 ABCB4:exonic:NM_018849.2 1 45.83 6 synonymous NM_018849.2c.504C>T p.(=) -0.52 0.08(COSM3762867),0.08(COSM4783697)ABC transporter,ABC transporter transmembrane region,Predicted ATPase of the ABC classrs1202283 0.4517 YES 3.729E-1 (pos.87082292) adenocarcinomaATP-binding cassette, subfamily B, member 4 (P-glycoprotein-3/multiple drug resistance-3)ATP binding,ATPase activity, coupled to transmembrane movement of substances,actin cytoskeleton,apical plasma membrane,bile acid secretion,brain development,brush border membrane,carbohydrate export,cellular hyperosmotic salinity response,cellular response to L-glutamate,cellular response to alkaloid,cellular response to antibiotic,cellular response to bile acid,cellular response to borneol,cellular response to dexamethasone stimulus,cellular response to estradiol stimulus,cellular response to external biotic stimulus,cellular response to mycotoxin,ceramide translocation,ceramide-translocating ATPase activity,circadian rhythm,clathrin-coated vesicle,cytoplasm,cytosol,daunorubicin transport,drug export,drug transmembrane transport,drug transport across blood-brain barrier,establishment of blood-brain barrier,establishment of blood-retinal barrier,extracellular exosome,focal adhesion,hormone transport,integral component of plasma membrane,intercellular canaliculus,intestinal absorption,lactation,lipid homeostasAdenocarcinoma;Bile Duct Diseases;Biliary Tract Diseases;Carcinoma;Carcinoma, Hepatocellular;Cholangitis;Cholangitis, Sclerosing;Cholecystitis;Cholestasis;Cholestasis, Intrahepatic;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;End Stage Liver Disease;Fatty Liver;Female Urogenital Diseases and Pregnancy Complications;Gallbladder Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hepatic Insufficiency;Intestinal Diseases;Intestinal Neoplasms;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Liver Failure;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Non-alcoholic Fatty Liver Disease;Peripheral Nervous System Diseases;Pregnancy Complications;Rectal DiseasesColchicine,Etravirine,SilodosinBenign G=13, A=11 G=0.5417, A=0.4583 0.00001 93.5021 24 G=8/5, A=7/4

chr16:48227862 A/A G A SNV ABCC11 ABCC11:exonic:NM_032583.3 1 100 19 synonymous NM_032583.3c.2436C>T p.(=) 1.41 0.28(COSM3754904)ABC transporter,ABC transporter transmembrane regionrs11866251 0.1678 YES 2.663E-2 (pos.48227862) adenocarcinomaATP-binding cassette, subfamily C, member 11ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,cytoplasmic vesicle membrane,extracellular exosome,integral component of membrane,integral component of plasma membrane,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,purine nucleotide transmembrane transporter activity,purine nucleotide transport,transmembrane transport,vacuolar membraneConjugated estrogens,Cyclic Adenosine Monophosphate,Folic Acid,Indomethacin,Methotrexate,Probenecid,Taurocholic AcidG=0, A=25 G=0.0, A=1.0 0.00001 347.844 25 G=0/0, A=11/14

chr16:48122582 G/A G A SNV ABCC12 ABCC12:exonic:NM_033226.2 1 57.14 24 missense NM_033226.2c.3349C>T p.Arg1117Cys 0.04 0.04 180 0.004 ABC transporter,ABC transporter transmembrane regionrs7193955 0.2174 YES 8.961E-1 (pos.48122582) ATP-binding cassette, subfamily C, member 12ATP binding,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,membrane,mitochondrion,transmembrane transportG=27, A=36 G=0.4286, A=0.5714 0.00001 380.911 63 G=2/25, A=22/14

chr13:95726541 G/G A G SNV ABCC4 ABCC4:exonic:NM_005845.4 1 100 23 synonymous NM_005845.4c.2844T>C p.(=) -0.2 ABC transporter,ABC transporter transmembrane regionrs1189466 0.0409 YES 7.903E-1 (pos.95726541) ATP-binding cassette, subfamily C, member 415-hydroxyprostaglandin dehydrogenase (NAD+) activity,ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity, coupled to transmembrane movement of ions, phosphorylative mechanism,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,basolateral plasma membrane,biological_process,cilium assembly,integral component of plasma membrane,membrane,oxidation-reduction process,plasma membrane,platelet degranulation,platelet dense granule membrane,positive regulation of smooth muscle cell proliferation,prostaglandin secretion,response to drug,response to organic cyclic compound,response to organonitrogen compound,transmembrane transportArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Colonic Diseases;Colorectal Neoplasms;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Prostatic Diseases;Prostatic Neoplasms;Rectal Diseases;Rheumatic Diseases;Skin and Connective Tissue Diseases;Substance-Related Disorders;Urogenital NeoplasmsAdefovir Dipivoxil,Alprostadil,Atorvastatin,Cefazolin,Celecoxib,Cholic Acid,Conjugated estrogens,Cyclic Adenosine Monophosphate,Diclofenac,Dinoprostone,Dipyridamole,Fluorouracil,Flurbiprofen,Folic Acid,Gadoxetic acid,Glutathione,Ibuprofen,Indomethacin,Ketoprofen,Lamivudine,Meloxicam,Mercaptopurine,Methotrexate,Nateglinide,Oseltamivir,Probenecid,Rofecoxib,Rosuvastatin,Sildenafil,Sorafenib,Sulfinpyrazone,Sunitinib,Taurocholic Acid,Tenofovir disoproxil,Tioguanine,Ursodeoxycholic acid,Verapamil,ZidovudineA=0, G=107 A=0.0, G=1.0 0.00001 1681.28 107 A=0/0, G=31/76

chr13:95727780 C/C T C SNV ABCC4 ABCC4:exonic:NM_005845.4 1 100 22 synonymous NM_005845.4c.2712A>G p.(=) -2.12 ABC transporter,ABC transporter transmembrane regionrs1678339 0.041 YES 7.924E-1 (pos.95727780) ATP-binding cassette, subfamily C, member 415-hydroxyprostaglandin dehydrogenase (NAD+) activity,ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity, coupled to transmembrane movement of ions, phosphorylative mechanism,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,basolateral plasma membrane,biological_process,cilium assembly,integral component of plasma membrane,membrane,oxidation-reduction process,plasma membrane,platelet degranulation,platelet dense granule membrane,positive regulation of smooth muscle cell proliferation,prostaglandin secretion,response to drug,response to organic cyclic compound,response to organonitrogen compound,transmembrane transportArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Colonic Diseases;Colorectal Neoplasms;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Prostatic Diseases;Prostatic Neoplasms;Rectal Diseases;Rheumatic Diseases;Skin and Connective Tissue Diseases;Substance-Related Disorders;Urogenital NeoplasmsAdefovir Dipivoxil,Alprostadil,Atorvastatin,Cefazolin,Celecoxib,Cholic Acid,Conjugated estrogens,Cyclic Adenosine Monophosphate,Diclofenac,Dinoprostone,Dipyridamole,Fluorouracil,Flurbiprofen,Folic Acid,Gadoxetic acid,Glutathione,Ibuprofen,Indomethacin,Ketoprofen,Lamivudine,Meloxicam,Mercaptopurine,Methotrexate,Nateglinide,Oseltamivir,Probenecid,Rofecoxib,Rosuvastatin,Sildenafil,Sorafenib,Sulfinpyrazone,Sunitinib,Taurocholic Acid,Tenofovir disoproxil,Tioguanine,Ursodeoxycholic acid,Verapamil,ZidovudineT=0, C=63 T=0.0, C=1.0 0.00001 958.917 63 T=0/0, C=42/21

chr3:183685534 G/G A G SNV ABCC5 ABCC5:exonic:NM_005688.3 1 100 12 synonymous NM_005688.3c.1782T>C p.(=) 0.15 ABC transporter,ABC transporter transmembrane regionrs939336 0.4353 YES 8.64E-1 (pos.183685534) ATP-binding cassette, subfamily C, member 5ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,hyaluronan biosynthetic process,integral component of membrane,integral component of plasma membrane,membrane,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,transmembrane transport,transportArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Colonic Diseases;Colorectal Neoplasms;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Rectal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesAdefovir Dipivoxil,Alprostadil,Atorvastatin,Cisplatin,Cyclic Adenosine Monophosphate,Dinoprostone,Dipyridamole,Fluorouracil,Glutathione,Mercaptopurine,Probenecid,Rifampicin,Sildenafil,Sulfinpyrazone,ZidovudineA=0, G=104 A=0.0, G=1.0 0.00001 1594.1 104 A=0/0, G=42/62

chr1:120293367 C/C T C SNV HMGCS2 HMGCS2:intronic:NM_005518.3 1 100 intronic NM_005518.3c.*1532+53A>Gp.? -0.32 Hydroxymethylglutaryl-coenzyme A synthase C terminal,Hydroxymethylglutaryl-coenzyme A synthase N terminalrs667246 YES 3-hydroxy-3-methylglutaryl-Coenzyme A synthase 2, mitochondrialcholesterol biosynthetic process,hydroxymethylglutaryl-CoA synthase activity,isoprenoid biosynthetic process,ketone body biosynthetic process,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,regulation of lipid metabolic processCardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Hypoglycemia;Intestinal Diseases;Intestinal Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Vascular DiseasesT=0, C=53 T=0.0, C=1.0 0.00001 782.03 53 T=0/0, C=31/22

chr16:16271357 C/C T C SNV ABCC6 ABCC6:exonic:NM_001171.5 1 100 19 missense NM_001171.5c.2542A>G p.Met848Val 1.47 0.14 21 0 ABC transporter,ABC transporter transmembrane regionrs6416668,rs678673065.00E-04 YES 3.12E-3 (pos.16271356),9.969E-1 (pos.16271357)ATP-binding cassette, subfamily C, member 6ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,apical plasma membrane,basolateral plasma membrane,endoplasmic reticulum membrane,integral component of membrane,lateral plasma membrane,nucleus,plasma membrane,response to drug,transmembrane transport,transport,transporter activity,visual perceptionCalcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Intestinal Diseases;Intestinal Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Pseudoxanthoma Elasticum;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular Calcification;Vascular DiseasesCisplatin,Dactinomycin,Daunorubicin,Doxorubicin,Etoposide,Indomethacin,Probenecid,Sulfinpyrazone,Teniposide,VinblastineT=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=18/13

chr1:12062205 G/G A G SNV MFN2 MFN2:intronic:NM_001127660.1 1 100 intronic NM_001127660.1c.1160+45A>Gp.? -2.06 50S ribosome-binding GTPase,Apolipoprotein A1/A4/E domain,Dynamin family,fzo-like conserved regionrs2236057 0.3486 YES 6.703E-1 (pos.12062205) Mitofusin 2 GTP binding,GTPase activity,apoptotic process,blastocyst formation,blood coagulation,camera-type eye morphogenesis,cell cycle arrest,cytosol,integral component of membrane,intrinsic component of mitochondrial outer membrane,macroautophagy,microtubule cytoskeleton,mitochondrial fusion,mitochondrial membrane organization,mitochondrial outer membrane,mitochondrion,mitochondrion localization,negative regulation of Ras protein signal transduction,negative regulation of smooth muscle cell proliferation,parkin-mediated stimulation of mitophagy in response to mitochondrial depolarization,protein binding,protein localization to pre-autophagosomal structure,protein targeting to mitochondrion,response to unfolded protein,ubiquitin protein ligase bindingCardiomegaly;Cardiovascular Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Spastic Paraplegia, HereditaryA=0, G=75 A=0.0, G=1.0 0.00001 1187.57 75 A=0/0, G=35/40

chr6:30558477 GA/GA G GA INDEL ABCF1 ABCF1:exonic:NM_001025091.1 1 100 25 frameshiftInsertion NM_001025091.1c.2538_2539insAp.Ter846fs 3.87 ABC transporterrs4148252,rs72545970,rs760181120.3225 YES 6.911E-1 (pos.30558477) ATP-binding cassette 50, TNF-alpha stimulatedATP binding,ATPase activity,RNA binding,cytoplasm,cytosol,inflammatory response,membrane,nuclear envelope,nucleoplasm,polysomal ribosome,positive regulation of translation,protein binding,ribosome,ribosome binding,ribosome biogenesis,translation,translation activator activity,translation factor activity, RNA binding,translational initiation,transmembrane transportAutoimmune Diseases;Endocrine System Diseases;Exophthalmos;Eye Diseases;Goiter;Graves Disease;Hypersensitivity;Hyperthyroidism;Immune System Diseases;Lung Diseases;Orbital Diseases;Pneumonia;Respiratory Tract Diseases;Respiratory Tract Infections;Thyroid DiseasesG=0, GA=42 G=0.0, GA=1.0 0.00001 612.757 42 G=0/0, GA=10/32

chr7:150921950 A/G A G SNV ABCF2 ABCF2:exonic:NM_005692.4 1 97.5 3 synonymous NM_005692.4c.279T>C p.(=) 0.85 ABC transporterrs6464133 0.3157 YES 8.88E-1 (pos.150921950) ATP-binding cassette, subfamily F, member 2ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,membrane,mitochondrial envelope,transport,transporter activityA=1, G=39 A=0.025, G=0.975 0.00001 613.862 40 A=0/1, G=23/16

chr1:12418700 C/C T C SNV VPS13D VPS13D:intronic:NM_015378.3 1 100 intronic NM_015378.3c.10141+43T>Cp.? -1.56 N-terminal region of Chorein or VPS13,Repeating coiled region of VPS13,SHR-binding domain of vacuolar-sorting associated protein 13,UBA/TS-N domain,Vacuolar sorting-associated protein 13, N-terminal,Vacuolar-sorting-associated 13 protein C-terminalrs10864552 0.096 YES 9.998E-1 (pos.12418700) extracellular exosome T=0, C=80 T=0.0, C=1.0 0.00001 1288.96 80 T=0/0, C=22/58

chr7:150916228 G/A G A SNV ABCF2 ABCF2:exonic:NM_005692.4 1 57.58 8 synonymous NM_005692.4c.939C>T p.(=) 0.3 0.31(COSM3762504),0.31(COSM3762505)ABC transporterrs6949587 0.4113 YES 7.267E-1 (pos.150916228)adenocarcinomaATP-binding cassette, subfamily F, member 2ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,membrane,mitochondrial envelope,transport,transporter activityG=28, A=38 G=0.4242, A=0.5758 0.00001 408.204 66 G=16/12, A=16/22

chr2:44071743 A/G A G SNV ABCG8 ABCG8:exonic:NM_022437.2 1 57.14 2 missense NM_022437.2c.161A>G p.Tyr54Cys 5.35 0 194 0.215 0.98(COSM3758245)ABC transporter,ABC-2 type transporterrs4148211 0.3852 YES 8.702E-1 (pos.44071743) adenocarcinoma,ductal_carcinomaATP-binding cassette, subfamily G, member 8ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,apical plasma membrane,cholesterol efflux,cholesterol homeostasis,cholesterol transporter activity,excretion,integral component of plasma membrane,intestinal cholesterol absorption,negative regulation of intestinal cholesterol absorption,negative regulation of intestinal phytosterol absorption,phospholipid transport,plasma membrane,protein binding,protein heterodimerization activity,receptor complex,response to drug,response to nutrient,transmembrane transportArterial Occlusive Diseases;Arteriosclerosis;Biliary Tract Diseases;Cardiovascular Diseases;Cholecystolithiasis;Cholelithiasis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Digestive System Diseases;Dyslipidemias;Gallbladder Diseases;Gallstones;Gastrointestinal Diseases;Genetic Diseases, Inborn;Heart Diseases;Hypercholesterolemia;Hyperlipidemias;Intestinal Diseases;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Metabolic Diseases;Metabolism, Inborn Errors;Myocardial Ischemia;Nutritional and Metabolic Diseases;Vascular DiseasesEzetimibe Benign A=12, G=16 A=0.4286, G=0.5714 0.00001 161.769 28 A=1/11, G=3/13

chr2:27351948 G/G T G SNV ABHD1 ABHD1:exonic:NM_032604.3 1 100 3 missense NM_032604.3c.411T>G p.Asp137Glu 0.09 1 45 0 Alpha/beta hydrolase family,Serine aminopeptidase, S33,alpha/beta hydrolase foldrs6715286 2.00E-04 1.0 (pos.27351948) Abhydrolase domain-containing 1biological_process,carboxylic ester hydrolase activity,cellular lipid metabolic process,hydrolase activity,integral component of membrane,lipase activity,molecular_function,protein bindingT=0, G=26 T=0.0, G=1.0 0.00001 371.416 26 T=0/0, G=6/20

chr20:25288632 A/A G A SNV ABHD12 ABHD12:exonic:NM_015600.4 1 100 9 synonymous NM_015600.4c.837C>T p.(=) -2.17 0.04(COSM4134339),0.04(COSM4134340)Alpha/beta hydrolase family,Serine aminopeptidase, S33,alpha/beta hydrolase foldrs6107027 0.4802 YES 1.024E-2 (pos.25288632) neoplasm Abhydrolase domain-containing protein 12AMPA glutamate receptor complex,acylglycerol catabolic process,acylglycerol lipase activity,adult walking behavior,dendrite cytoplasm,glycerophospholipid catabolic process,integral component of membrane,lysophospholipase activity,monoacylglycerol catabolic process,palmitoyl-(protein) hydrolase activity,phosphatidylserine catabolic process,plasma membrane,protein depalmitoylation,response to auditory stimulusAtaxia;Cataract;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lens Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign/Likely benignG=0, A=39 G=0.0, A=1.0 0.00001 623.979 39 G=0/0, A=22/17

chr14:51371150 C/T C T SNV

ABHD12B,P

YGL PYGL:downstream:NM_002863.4, ABHD12B:utr_3:NM_001206673.1 1
57.89

13 utr_3 NM_001206673.1, NM_002863.4c.1155C>T, c.*960G>Ap.?, p.? -0.1 Alpha/beta hydrolase family,Prolyl oligopeptidase family,Serine aminopeptidase, S33,alpha/beta hydrolase foldrs11157781 0.1829 YES Phosphorylase, glycogen, liver5-phosphoribose 1-diphosphate biosynthetic process,AMP binding,ATP binding,SHG alpha-glucan phosphorylase activity,bile acid binding,carbohydrate metabolic process,cytoplasm,cytosol,drug binding,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,glucose binding,glucose homeostasis,glycogen catabolic process,glycogen metabolic process,glycogen phosphorylase activity,hydrolase activity,linear malto-oligosaccharide phosphorylase activity,necroptotic process,neutrophil degranulation,protein binding,protein homodimerization activity,purine nucleobase binding,pyridoxal phosphate binding,secretory granule lumen,vitamin bindingAdenocarcinoma;Carbohydrate Metabolism, Inborn Errors;Carcinoma;Carcinoma, Hepatocellular;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Genetic Diseases, Inborn;Glycogen Storage Disease;Glycogen Storage Disease Type VI;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Liver Diseases;Liver Neoplasms;Lymphatic Diseases;Lymphoproliferative Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutritional and Metabolic Diseases;Precursor Cell Lymphoblastic Leukemia-Lymphoma1-N-Acetyl-Beta-D-Glucosamine,1-{2-3-(2-Chloro-4,5-difluoro-benzoyl)-ureido-4-fluoro-phenyl}-piperidine-4-carboxylic acid,4-3-(2-Chloro-4,5-difluoro-benzoyl)ureido-3-trifluoromethoxybenzoic acid,5-Chloro-1h-Indole-2-Carboxylic Acid{Cyclopentyl-(2-Hydroxy-Ethyl)-Carbamoyl-Methyl}-Amide,5-chloro-N-{4-(1R)-1,2-dihydroxyethylphenyl}-1H-indole-2-carboxamide,Adenosine monophosphate,Beta-D-Glucose,CP-526423,Cp403700, (S)-1-{2-(5-Chloro-1h-Indole-2-Carbonyl)-Amino-3-Phenyl-Propionyl}-Azetidine-3-Carboxylate,Dexfosfoserine,N-(2-CHLORO-4-FLUOROBENZOYL)-N'-(5-HYDROXY-2-METHOXYPHENYL)UREA,PSN357,Pyridoxal Phosphate,Uric AcidC=16, T=22 C=0.4211, T=0.5789 0.00001 240.411 38 C=0/16, T=5/17

chr9:133761001 G/G A G SNV ABL1 ABL1:exonic:NM_005157.5 1 100 11 synonymous NM_005157.5c.3324A>G p.(=) -2.44 0.09(COSM5019120),0.09(COSM5019121),0.09(COSM5019122)F-actin binding,Protein kinase domain,Protein tyrosine kinase,SH2 domain,SH3 domain,Variant SH3 domainrs1056171 0.4669 YES 5.973E-1;0.0 (pos.133761001)diffuse_large_B_cell_lymphoma,haemangioblastomaAbelson murine leukemia viral (v-abl) oncogene homolog 1ATP binding,B cell proliferation involved in immune response,B cell receptor signaling pathway,B-1 B cell homeostasis,Bergmann glial cell differentiation,DNA binding,DNA damage induced protein phosphorylation,Fc-gamma receptor signaling pathway involved in phagocytosis,SH2 domain binding,SH3 domain binding,actin cytoskeleton,actin cytoskeleton organization,actin filament binding,actin filament branching,actin monomer binding,activated T cell proliferation,activation of protein kinase C activity,alpha-beta T cell differentiation,autophagy,cardiovascular system development,cell cycle arrest,cell leading edge,cellular protein modification process,cellular response to DNA damage stimulus,cellular response to dopamine,cellular response to hydrogen peroxide,cellular response to lipopolysaccharide,cellular response to oxidative stress,cerebellum morphogenesis,collateral sprouting,cytoplasm,cytosol,dendrite,endothelial cell migration,ephrin receptor binding,epidermal growth factor receptor signaling pathway,establishAdenocarcinoma;Bone Marrow Diseases;Breast Diseases;Breast Neoplasms;Carcinogenesis;Carcinoma;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Liver Diseases;Liver Neoplasms;Lymphatic Diseases;Lymphoproliferative Disorders;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Nervous System Diseases;Precancerous Conditions;Precursor Cell Lymphoblastic Leukemia-Lymphoma;Skin Diseases;Skin and Connective Tissue Diseases1-4-(PYRIDIN-4-YLOXY)PHENYL-3-3-(TRIFLUOROMETHYL)PHENYLUREA,2-amino-5-3-(1-ethyl-1H-pyrazol-5-yl)-1H-pyrrolo2,3-bpyridin-5-yl-N,N-dimethylbenzamide,2-{(6-OXO-1,6-DIHYDROPYRIDIN-3-YL)METHYLAMINO}-N-4-PROPYL-3-(TRIFLUOROMETHYL)PHENYLBENZAMIDE,5-3-(2-METHOXYPHENYL)-1H-PYRROLO2,3-BPYRIDIN-5-YL-N,N-DIMETHYLPYRIDINE-3-CARBOXAMIDE,6-(2,6-DICHLOROPHENYL)-2-{3-(HYDROXYMETHYL)PHENYLAMINO}-8-METHYLPYRIDO2,3-DPYRIMIDIN-7(8H)-ONE,ATP,Bosutinib,Dasatinib,Imatinib,MYRISTIC ACID,N-4-Methyl-3-4-(3-Pyridinyl)-2-PyrimidinylAminoPhenyl-3-Pyridinecarboxamide,Nilotinib,Ponatinib,Radotinib,Regorafenib,XL228A=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=10/10

chr10:116307504 G/G A G SNV ABLIM1 ABLIM1:exonic:NM_002313.6 1 100 5 synonymous NM_002313.6c.705T>C p.(=) -0.19 0.11(COSM5424767),0.11(COSM5424768),0.11(COSM5424769)LIM domain,Putative adherens-junction anchoring region of AbLIM,Villin headpiece domainrs2247528 0.2715 YES 6.768E-1 (pos.116307504)acute_myeloid_leukaemia actin binding,actin cytoskeleton,animal organ morphogenesis,cilium assembly,cytoplasm,cytoskeleton organization,lamellipodium,lamellipodium assembly,metal ion binding,protein binding,stress fiber,visual perceptionMental Disorders;Substance-Related DisordersA=0, G=100 A=0.0, G=1.0 0.00001 1702.26 100 A=0/0, G=53/47

chr17:970413 T/T C T SNV ABR ABR:exonic:NM_021962.4 1 100 10 synonymous NM_021962.4c.1086G>A p.(=) 1.28 C2 domain,PH domain,RhoGAP domain,RhoGEF domainrs2262150 0.0963 YES 9.626E-1 (pos.970413) Active BCR-related geneG-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,actin cytoskeleton organization,brain development,cytosol,guanyl-nucleotide exchange factor activity,inner ear morphogenesis,intracellular,intracellular signal transduction,membrane,negative regulation of blood vessel remodeling,negative regulation of cellular extravasation,negative regulation of inflammatory response,negative regulation of neutrophil degranulation,neuromuscular process controlling balance,plasma membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of phagocytosis,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transduction,regulation of vascular permeability,response to lipopolysaccharide,signal transduction,small GTPase mediated signal transductionGenital Diseases, Male;Genital Neoplasms, Male;Glioma;Male Urogenital Diseases;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, T=43 C=0.0, T=1.0 0.00001 705.844 43 C=0/0, T=15/28

chr12:109577735 T/T C T SNV ACACB ACACB:exonic:NM_001093.3 1 100 1 synonymous NM_001093.3c.525C>T p.(=) -2.95 0.01(COSM4146527)Acetyl-CoA carboxylase, central region,Biotin carboxylase C-terminal domain,Biotin carboxylase, N-terminal domain,Biotin-requiring enzyme,Carbamoyl-phosphate synthase L chain, ATP binding domain,Carboxyl transferase domainrs2878960 0.3292 YES 2.506E-1 (pos.109577735)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmAcetyl-Coenzyme A carboxylase, betaATP binding,acetyl-CoA carboxylase activity,acetyl-CoA metabolic process,biotin binding,biotin carboxylase activity,biotin metabolic process,carnitine shuttle,cytosol,endomembrane system,energy homeostasis,fatty acid biosynthetic process,identical protein binding,malonyl-CoA biosynthetic process,metal ion binding,mitochondrial outer membrane,mitochondrion,negative regulation of catalytic activity,negative regulation of fatty acid beta-oxidation,negative regulation of gene expression,nucleus,positive regulation of cellular metabolic process,positive regulation of heart growth,positive regulation of lipid storage,protein binding,protein homotetramerization,regulation of cholesterol biosynthetic process,regulation of glucose metabolic process,response to drug,response to nutrient levels,response to organic cyclic compoundGlucose Metabolism Disorders;Hyperinsulinism;Insulin Resistance;Metabolic Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition(2S)-2-(4-{3-CHLORO-5-(TRIFLUOROMETHYL)PYRIDIN-2-YLOXY}PHENOXY)PROPANOIC ACID,2-4-(2,4-Dichlorophenoxy)PhenoxyPropanoic Acid,Adenine,Biotin,Soraphen AC=0, T=29 C=0.0, T=1.0 0.00001 427.593 29 C=0/0, T=18/11

chr12:109577764 G/A G A SNV ACACB ACACB:exonic:NM_001093.3 1 50 1 missense NM_001093.3c.554G>A p.Arg185His 0.82 0.06 29 0.625 Acetyl-CoA carboxylase, central region,Biotin carboxylase C-terminal domain,Biotin carboxylase, N-terminal domain,Biotin-requiring enzyme,Carbamoyl-phosphate synthase L chain, ATP binding domain,Carboxyl transferase domainrs147024369 0 4.636E-4;0.0 (pos.109577764) Acetyl-Coenzyme A carboxylase, betaATP binding,acetyl-CoA carboxylase activity,acetyl-CoA metabolic process,biotin binding,biotin carboxylase activity,biotin metabolic process,carnitine shuttle,cytosol,endomembrane system,energy homeostasis,fatty acid biosynthetic process,identical protein binding,malonyl-CoA biosynthetic process,metal ion binding,mitochondrial outer membrane,mitochondrion,negative regulation of catalytic activity,negative regulation of fatty acid beta-oxidation,negative regulation of gene expression,nucleus,positive regulation of cellular metabolic process,positive regulation of heart growth,positive regulation of lipid storage,protein binding,protein homotetramerization,regulation of cholesterol biosynthetic process,regulation of glucose metabolic process,response to drug,response to nutrient levels,response to organic cyclic compoundGlucose Metabolism Disorders;Hyperinsulinism;Insulin Resistance;Metabolic Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition(2S)-2-(4-{3-CHLORO-5-(TRIFLUOROMETHYL)PYRIDIN-2-YLOXY}PHENOXY)PROPANOIC ACID,2-4-(2,4-Dichlorophenoxy)PhenoxyPropanoic Acid,Adenine,Biotin,Soraphen AG=15, A=15 G=0.5, A=0.5 0.00001 145.021 30 G=8/7, A=10/5

chr1:1289367 C/C CTG C INDEL MXRA8 MXRA8:intronic:NM_032348.3 2 100 intronic NM_032348.3c.1222+43CAG>Gp.? 0.8, -0.16, 0.43 Immunoglobulin V-set domainrs140777846,rs35062587,rs35588798,rs74407891,rs772412903,rs775055778,rs779194318,rs7968658150.0649 YES 0.0 (pos.1289366),0.0 (pos.1289369),0.0;0.0 (pos.1289365),0.0;0.0 (pos.1289368),8.231E-1 (pos.1289367)Matrix remodeling-associated protein 8cell surface,cellular protein metabolic process,endoplasmic reticulum lumen,establishment of glial blood-brain barrier,extracellular exosome,integral component of membrane,molecular_function,post-translational protein modificationCTG=0, C=37CTG=0.0, C=1.0 0.00001 583.661 37 CTG=0/0, C=19/18

chr12:121174899 T/C T C SNV ACADS ACADS:exonic:NM_000017.3 1 59.09 3 synonymous NM_000017.3c.321T>C p.(=) -0.19 0.28(COSM3765623)Acyl-CoA dehydrogenase, C-terminal domain,Acyl-CoA dehydrogenase, N-terminal domain,Acyl-CoA dehydrogenase, middle domainrs1064795254,rs3914 0.4466 YES 5.701E-1 (pos.121174899)hepatocellular_carcinomaAcyl-Coenzyme A dehydrogenase, C-2 to C-3 short chainacyl-CoA dehydrogenase activity,butyryl-CoA dehydrogenase activity,fatty acid beta-oxidation,fatty acid beta-oxidation using acyl-CoA dehydrogenase,flavin adenine dinucleotide binding,mitochondrial matrix,mitochondrion,nucleoplasm,nucleus,oxidation-reduction processCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Fatty Acid Oxidation Disorder;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Recommended Newborn Screening Panels;Secondary Conditions;Short-chain acyl-CoA dehydrogenase deficiencyAcetoacetyl-CoA,Flavin adenine dinucleotide,NADHBenign T=9, C=13 T=0.4091, C=0.5909 0.00001 125.258 22 T=3/6, C=12/1

chr1:1323078 G/G A G SNV CCNL2 CCNL2:intronic:NM_030937.5 1 100 intronic NM_030937.5c.1211+79T>Cp.? -0.04 Cyclin, C-terminal domain,Cyclin, N-terminal domainrs12729599 YES Cyclin L2 cyclin-dependent protein kinase holoenzyme complex,cyclin-dependent protein serine/threonine kinase regulator activity,intracellular membrane-bounded organelle,nuclear speck,nucleoplasm,nucleus,positive regulation of cyclin-dependent protein serine/threonine kinase activity,positive regulation of phosphorylation of RNA polymerase II C-terminal domain,positive regulation of transcription from RNA polymerase II promoter,protein binding,transcription, DNA-templatedA=0, G=62 A=0.0, G=1.0 0.00001 940.298 62 A=0/0, G=22/40

chr1:1323143 C/C CCT C INDEL CCNL2 CCNL2:intronic:NM_030937.5 2 100 intronic NM_030937.5c.1211+14AGG>Gp.? -0.77, 1.91, -1.4 Cyclin, C-terminal domain,Cyclin, N-terminal domainrs113128675,rs35654872,rs757961175,rs7777249170.1834 YES 2.253E-2 (pos.1323143),3.914E-4 (pos.1323145)Cyclin L2 cyclin-dependent protein kinase holoenzyme complex,cyclin-dependent protein serine/threonine kinase regulator activity,intracellular membrane-bounded organelle,nuclear speck,nucleoplasm,nucleus,positive regulation of cyclin-dependent protein serine/threonine kinase activity,positive regulation of phosphorylation of RNA polymerase II C-terminal domain,positive regulation of transcription from RNA polymerase II promoter,protein binding,transcription, DNA-templatedCCT=0, C=53CCT=0.0, C=1.0 0.00001 781.286 53 CCT=0/0, C=13/40

chr12:121176679 C/T C T SNV ACADS ACADS:exonic:NM_000017.3 1 46.43 8 synonymous NM_000017.3c.990C>T p.(=) -1.49 0.02(COSM4146720)Acyl-CoA dehydrogenase, C-terminal domain,Acyl-CoA dehydrogenase, N-terminal domain,Acyl-CoA dehydrogenase, middle domainrs3915,rs796051906 0.4462 YES 5.283E-1 (pos.121176679)neoplasm Acyl-Coenzyme A dehydrogenase, C-2 to C-3 short chainacyl-CoA dehydrogenase activity,butyryl-CoA dehydrogenase activity,fatty acid beta-oxidation,fatty acid beta-oxidation using acyl-CoA dehydrogenase,flavin adenine dinucleotide binding,mitochondrial matrix,mitochondrion,nucleoplasm,nucleus,oxidation-reduction processCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Fatty Acid Oxidation Disorder;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Recommended Newborn Screening Panels;Secondary Conditions;Short-chain acyl-CoA dehydrogenase deficiencyAcetoacetyl-CoA,Flavin adenine dinucleotide,NADHBenign C=15, T=13 C=0.5357, T=0.4643 0.00001 117.914 28 C=4/11, T=9/4

chr15:89398329 CA/CA C CA INDEL ACAN ACAN:exonic:NM_013227.3 1 100 12 frameshiftInsertion NM_013227.3c.2513_2514insAp.Glu839fs 0.6 Extracellular link domain,Immunoglobulin V-set domain,Lectin C-type domain,Sushi repeat (SCR repeat)rs776978647 0.0 (pos.89398329) Aggrecan (chondroitin sulfate proteoglycan-1, large aggregating proteoglycan, antigen identifies by monoclonal antibody A0122)Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Genetic Diseases, Inborn;Immune System Diseases;Joint Diseases;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Facioscapulohumeral;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Osteochondritis;Osteochondritis Dissecans;Osteochondrodysplasias;Pneumoconiosis;Respiratory Tract Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesGM6001 C=0, CA=51 C=0.0, CA=1.0 0.00001 348.44 51 C=0/0, CA=22/29

chr1:14149622 T/C T C SNV PRDM2 PRDM2:intronic:NM_012231.4 1 47.62 intronic NM_012231.4c.*5181-32T>Cp.? -4.05 C2H2-type zinc finger,SET domain,Zinc finger, C2H2 typers2697968 0.2383 YES 6.371E-1 (pos.14149622) PR domain-containing protein 2 (retinoblastoma protein-binding zinc-finger protein RIZ)DNA binding transcription factor activity,Golgi apparatus,RNA polymerase II regulatory region sequence-specific DNA binding,determination of adult lifespan,histone lysine methylation,histone-lysine N-methyltransferase activity,nucleus,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific binding,zinc ion bindingAmphetamine-Related Disorders;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Head and Neck Neoplasms;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Substance-Related Disorders;Thyroid Diseases;Thyroid Neoplasms;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=11, C=10 T=0.5238, C=0.4762 0.00001 82.2898 21 T=7/4, C=3/7

chr1:144618070 A/A G A SNV

NBPF19,NB

PF20,NBPF8

,NBPF9 NBPF19:intronic:NM_001351365.1, NBPF8:intronic:NM_001037501.3, NBPF9:intronic:NM_001277444.1, NBPF20:intronic:NM_001278267.11

100

intronic NM_001278267.1, NM_001351365.1, NM_001037501.3, NM_001277444.1c.5306-206635G>A, c.4367-208165G>A, c.277-12G>A, c.277-12G>Ap.?, p.?, p.?, p.? -0.34 Repeat of unknown function (DUF1220)rs55646423 YES 4.938E-1 (pos.144618070) Neuroblastoma breakpoint family, member 19,Neuroblastoma breakpoint family, member 20,Neuroblastoma breakpoint family, member 8,Neuroblastoma breakpoint family, member 9cytoplasm G=0, A=78 G=0.0, A=1.0 0.00001 1249.35 78 G=0/0, A=44/34

chr1:144619483 C/C A C SNV

NBPF19,NB

PF20,NBPF8

,NBPF9 NBPF19:intronic:NM_001351365.1, NBPF8:intronic:NM_001037501.3, NBPF9:intronic:NM_001277444.1, NBPF20:intronic:NM_001278267.11

100

intronic NM_001278267.1, NM_001351365.1, NM_001037501.3, NM_001277444.1c.5306-205222A>C, c.4367-206752A>C, c.564+64A>C, c.564+64A>Cp.?, p.?, p.?, p.? -2.69 Repeat of unknown function (DUF1220)rs4067648 YES Neuroblastoma breakpoint family, member 19,Neuroblastoma breakpoint family, member 20,Neuroblastoma breakpoint family, member 8,Neuroblastoma breakpoint family, member 9cytoplasm A=0, C=33 A=0.0, C=1.0 0.00001 504.557 33 A=0/0, C=19/14

chr15:89401615 T/G T G SNV ACAN ACAN:exonic:NM_013227.3 1 50 12 synonymous NM_013227.3c.5799T>G p.(=) -2.48 0.03(COSM3999673),0.03(COSM3999674)Extracellular link domain,Immunoglobulin V-set domain,Lectin C-type domain,Sushi repeat (SCR repeat)rs3825994 0.2538 YES 5.151E-1;0.0 (pos.89401615)acute_myeloid_leukaemia,squamous_cell_carcinomaAggrecan (chondroitin sulfate proteoglycan-1, large aggregating proteoglycan, antigen identifies by monoclonal antibody A0122)Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Genetic Diseases, Inborn;Immune System Diseases;Joint Diseases;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Facioscapulohumeral;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Osteochondritis;Osteochondritis Dissecans;Osteochondrodysplasias;Pneumoconiosis;Respiratory Tract Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesGM6001 T=46, G=46 T=0.5, G=0.5 0.00001 507.589 92 T=22/24, G=30/16

chr1:144930571 C/A C A SNV

LOC100996

724,NBPF19

,NBPF20,NB

PF9,PDE4DI

P LOC100996724:intronic_nc:NR_144516.1, NBPF19:intronic:NM_001351365.1, NBPF9:intronic:NM_001277444.1, NBPF20:intronic:NM_001278267.1, PDE4DIP:intronic:NM_001198834.31

50

intronic NM_001278267.1, NM_001351365.1, NM_001277444.1, NR_144516.1, NM_001198834.3c.5357+105815C>A, c.4700+102643C>A, c.2583+102643C>A, c.637-6750G>Tp.?, p.?, p.?, p.? 1.27 Centrosomin N-terminal motif 1,Repeat of unknown function (DUF1220)rs2762866 YES 5E-1 (pos.144930571) Neuroblastoma breakpoint family, member 19,Neuroblastoma breakpoint family, member 20,Neuroblastoma breakpoint family, member 9,Phosphodiesterase 4D-interacting proteinGolgi apparatus,cellular protein complex assembly,centrosome,cytoplasm,enzyme binding,microtubule organizing center,myofibril,nucleus,protein binding,protein complex scaffold activity,regulation of Golgi organizationC=22, A=22 C=0.5, A=0.5 0.00001 243.353 44 C=10/12, A=16/6

Supplementary Table 6. Results of whole exome sequencing for the ALS proband.



chr1:145016020 G/G T G SNV

LOC100996

724,NBPF19

,NBPF20,NB

PF9 LOC100996724:intronic_nc:NR_144516.1, NBPF19:intronic:NM_001351365.1, NBPF9:intronic:NM_001277444.1, NBPF20:intronic:NM_001278267.11

100

intronic NM_001278267.1, NM_001351365.1, NM_001277444.1, NR_144516.1c.5357+191264T>G, c.4700+188092T>G, c.2583+188092T>Gp.?, p.?, p.? -0.08 Repeat of unknown function (DUF1220)rs657162 5.00E-04 YES 9.102E-1;0.0 (pos.145016020) Neuroblastoma breakpoint family, member 19,Neuroblastoma breakpoint family, member 20,Neuroblastoma breakpoint family, member 9cytoplasm T=0, G=262 T=0.0, G=1.0 0.00001 4312.77 262 T=0/0, G=104/158

chr1:145075854 G/C G C SNV

NBPF19,NB

PF20,NBPF9 NBPF19:intronic:NM_001351365.1, NBPF9:intronic:NM_001277444.1, NBPF20:intronic:NM_001278267.11

57.14

intronic NM_001278267.1, NM_001351365.1, NM_001277444.1c.5358-237480G>C, c.4701-235932G>C, c.2584-237480G>Cp.?, p.?, p.? -0.32 0(COSM3723000)Repeat of unknown function (DUF1220)rs1663853 YES 5E-1 (pos.145075854) carcinoma,neoplasm,squamous_cell_carcinomaNeuroblastoma breakpoint family, member 19,Neuroblastoma breakpoint family, member 20,Neuroblastoma breakpoint family, member 9cytoplasm G=9, C=12 G=0.4286, C=0.5714 0.00001 108.039 21 G=7/2, C=9/3

chr1:145109468 G/G A G SNV

NBPF19,NB

PF20,NBPF9

,SEC22B NBPF19:intronic:NM_001351365.1, NBPF9:intronic:NM_001277444.1, NBPF20:intronic:NM_001278267.1, SEC22B:intronic:NM_004892.51

100

intronic NM_001278267.1, NM_001351365.1, NM_001277444.1, NM_004892.5c.5358-203866A>G, c.4701-202318A>G, c.2584-203866A>G, c.186-56A>Gp.?, p.?, p.?, p.? -0.05 Regulated-SNARE-like domain,Repeat of unknown function (DUF1220),Synaptobrevinrs2442652 YES Neuroblastoma breakpoint family, member 19,Neuroblastoma breakpoint family, member 20,Neuroblastoma breakpoint family, member 9,Secretion deficient 22, S. Cerevisiae, homolog-like 1COPII vesicle coating,ER to Golgi transport vesicle membrane,ER to Golgi vesicle-mediated transport,Golgi membrane,SNAP receptor activity,SNARE binding,SNARE complex,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytoplasm,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,endoplasmic reticulum-Golgi intermediate compartment membrane,exocytosis,integral component of membrane,melanosome,negative regulation of autophagosome assembly,phagocytic vesicle membrane,positive regulation of protein catabolic process,protein binding,protein transport,retrograde vesicle-mediated transport, Golgi to ER,syntaxin binding,transport vesicle,vesicle fusion with Golgi apparatus,vesicle fusion with endoplasmic reticulum-Golgi intermediate compartment (ERGIC) membrane,vesicle-mediated transportA=0, G=407 A=0.0, G=1.0 0.00001 6750.96 407 A=0/0, G=261/146

chr1:145311083 C/C A C SNV

NBPF10,NB

PF19,NBPF2

0,NBPF25P,

NBPF9 NBPF19:intronic:NM_001351365.1, NBPF9:intronic:NM_001277444.1, NBPF10:intronic:NM_001302371.1, NBPF20:intronic:NM_001278267.1, NBPF25P:intronic_nc:NR_104217.11

100

intronic NM_001278267.1, NM_001351365.1, NM_001277444.1, NR_104217.1, NM_001302371.1c.5358-2251A>C, c.4701-703A>C, c.2584-2251A>C, c.1802-20A>Cp.?, p.?, p.?, p.? -0.97 Repeat of unknown function (DUF1220)rs4649871 YES 4.999E-1 (pos.145311083) Neuroblastoma breakpoint family, member 10,Neuroblastoma breakpoint family, member 19,Neuroblastoma breakpoint family, member 20,Neuroblastoma breakpoint family, member 9cytoplasm A=0, C=23 A=0.0, C=1.0 0.00001 316.747 23 A=0/0, C=8/15

chr1:145507826 T/T A T SNV

LIX1L-

AS1,NBPF10

,NBPF19,NB

PF20,RBM8

A NBPF19:intronic:NM_001351365.1, RBM8A:intronic:NM_005105.4, LIX1L-AS1:exonic_nc:NR_147182.1, NBPF10:intronic:NM_001302371.1, NBPF20:intronic:NM_001278267.11

100

intronic NM_001278267.1, NM_001351365.1, NM_001302371.1, NR_147182.1, NM_005105.4c.10988+143152A>T, c.8585+141596A>T, c.8614+142367A>T, c.67+93A>Tp.?, p.?, p.?, p.? -1.61 RNA binding motif,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain),Repeat of unknown function (DUF1220)rs872786 YES Neuroblastoma breakpoint family, member 10,Neuroblastoma breakpoint family, member 19,Neuroblastoma breakpoint family, member 20,RNA-binding motif protein 8ARNA binding,RNA export from nucleus,RNA splicing,catalytic step 2 spliceosome,cytoplasm,cytosol,dendrite,exon-exon junction complex,mRNA 3'-end processing,mRNA binding,mRNA export from nucleus,mRNA processing,mRNA splicing, via spliceosome,mRNA transport,neuronal cell body,nuclear speck,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleoplasm,nucleus,protein binding,regulation of alternative mRNA splicing, via spliceosome,regulation of translation,termination of RNA polymerase II transcriptionBlood Platelet Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Hematologic Diseases;Hemic and Lymphatic Diseases;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Thrombocytopenia;Upper Extremity Deformities, CongenitalBenign A=0, T=48 A=0.0, T=1.0 0.00001 809.696 48 A=0/0, T=22/26

chr1:145586780 C/C T C SNV

NBPF10,NB

PF19,NBPF2

0,NUDT17,P

IAS3 PIAS3:downstream:NM_006099.3, NBPF19:intronic:NM_001351365.1, NBPF10:intronic:NM_001302371.1, NBPF20:intronic:NM_001278267.1, NUDT17:intronic:NM_001012758.21

100

intronic NM_001278267.1, NM_001351365.1, NM_001302371.1, NM_006099.3, NM_001012758.2c.10988+222106T>C, c.8585+220550T>C, c.8614+221321T>C, c.*1158T>C, c.884+24A>Gp.?, p.?, p.?, p.?, p.? 0.21 NUDIX domain,Repeat of unknown function (DUF1220)rs10910829 0.3176 YES 4.102E-1 (pos.145586780) Neuroblastoma breakpoint family, member 10,Neuroblastoma breakpoint family, member 19,Neuroblastoma breakpoint family, member 20,Protein inhibitor of activated STAT3SUMO transferase activity,cytoplasm,dendrite,enzyme binding,hydrolase activity,ligase activity,metal ion binding,negative regulation of protein sumoylation,nuclear speck,nucleoplasm,positive regulation of gene expression,positive regulation of membrane potential,positive regulation of protein sumoylation,potassium channel regulator activity,protein C-terminus binding,protein N-terminus binding,protein binding,protein sumoylation,regulation of molecular function,regulation of transcription, DNA-templated,response to hormone,synapse,transcription, DNA-templated,zinc ion bindingFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Neoplasms;Neoplasms by Site;Urogenital Neoplasms;Uterine Cervical Diseases;Uterine Cervical Neoplasms;Uterine Diseases;Uterine NeoplasmsT=0, C=69 T=0.0, C=1.0 0.00001 1070.5 69 T=0/0, C=39/30

chr1:145588536 T/T C T SNV

NBPF10,NB

PF19,NBPF2

0,NUDT17 NBPF19:intronic:NM_001351365.1, NBPF10:intronic:NM_001302371.1, NBPF20:intronic:NM_001278267.1, NUDT17:intronic:NM_001012758.21

100

intronic NM_001278267.1, NM_001351365.1, NM_001302371.1, NM_001012758.2c.10988+223862C>T, c.8585+222306C>T, c.8614+223077C>T, c.403-66G>Ap.?, p.?, p.?, p.? 0.76 NUDIX domain,Repeat of unknown function (DUF1220)rs9286836 0.3554 YES Neuroblastoma breakpoint family, member 10,Neuroblastoma breakpoint family, member 19,Neuroblastoma breakpoint family, member 20hydrolase activity,metal ion binding C=0, T=35 C=0.0, T=1.0 0.00001 543.902 35 C=0/0, T=27/8

chr1:145601861 A/A G A SNV

NBPF10,NB

PF19,NBPF2

0,POLR3C NBPF19:intronic:NM_001351365.1, POLR3C:intronic:NM_006468.7, NBPF10:intronic:NM_001302371.1, NBPF20:intronic:NM_001278267.11

100

intronic NM_001278267.1, NM_001351365.1, NM_001302371.1, NM_006468.7c.10988+237187G>A, c.8585+235631G>A, c.8614+236402G>A, c.679-9C>Tp.?, p.?, p.?, p.? -0.1 RNA polymerase III subunit RPC82,RNA polymerase III subunit RPC82 helix-turn-helix domain,Repeat of unknown function (DUF1220)rs781822602,rs92868373.00E-04 0.0 (pos.145601860),1.0 (pos.145601861)Neuroblastoma breakpoint family, member 10,Neuroblastoma breakpoint family, member 19,Neuroblastoma breakpoint family, member 20,Polymerase III, RNA, subunit CDNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase III complex,RNA polymerase III activity,cytosol,defense response to virus,innate immune response,nucleoplasm,positive regulation of innate immune response,positive regulation of interferon-beta production,positive regulation of type I interferon production,protein binding,regulation of transcription from RNA polymerase III promoter,single-stranded DNA binding,transcription from RNA polymerase III promoter,transcription, DNA-templatedG=0, A=28 G=0.0, A=1.0 0.00001 407.513 28 G=0/0, A=10/18

chr1:1458073 A/G A G SNV ATAD3A ATAD3A:intronic:NM_018188.4 1 52.38 intronic NM_018188.4c.895-51A>Gp.? -3.69 ATPase family associated with various cellular activities (AAA),Domain of unknown function (DUF3523)rs3118507 0.2144 YES 2.569E-3 (pos.1458073) ATPase family, AAA domain-containing, member 3AATP binding,cell growth,integral component of membrane,mitochondrial inner membrane,mitochondrial nucleoid,mitochondrion,negative regulation of apoptotic processGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=20, G=22 A=0.4762, G=0.5238 0.00001 238.502 42 A=11/9, G=21/1

chr16:67691668 G/G A G SNV

ACD,CARMIL

2 CARMIL2:downstream:NM_001013838.2, ACD:exonic:NM_001082486.11
100

11 missense NM_001013838.2, NM_001082486.1c.*247A>G, c.1553T>Cp.?, p.Val518Ala -0.13 1 64 0 0.17(COSM4417969)Shelterin complex subunit, TPP1/ACDrs6979 0.489 YES 1.551E-1 (pos.67691668) acute_myeloid_leukaemiaAcd, mouse, homolog of,Capping protein regulator and myosin 1 linker 2DNA polymerase binding,actin cytoskeleton,actin filament network formation,cell leading edge,cell migration,cytoplasm,embryonic limb morphogenesis,establishment of protein localization to telomere,establishment or maintenance of cell polarity,establishment or maintenance of monopolar cell polarity,extrinsic component of cytoplasmic side of plasma membrane,intermediate filament cytoskeleton,intracellular protein transport,lamellipodium,macromolecular complex binding,macropinosome,maintenance of cell polarity,membrane,negative regulation of barbed-end actin filament capping,negative regulation of telomere maintenance via telomerase,nuclear body,nuclear chromosome, telomeric region,nuclear telomere cap complex,nucleoplasm,phospholipid binding,plasma membrane,positive regulation of cell migration,positive regulation of extracellular matrix disassembly,positive regulation of lamellipodium assembly,positive regulation of lamellipodium organization,positive regulation of ruffle assembly,positive regulation of singleCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dyskeratosis Congenita;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Fetal Growth Retardation;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesA=0, G=37 A=0.0, G=1.0 0.00001 585.292 37 A=0/0, G=18/19

chr11:76637651 A/A G A SNV ACER3 ACER3:exonic:NM_018367.6 1 100 2 missense NM_018367.6c.154G>A p.Val52Ile 1.02 1 29 0 0.09(COSM1579474)Ceramidase rs4379869 0.264 YES 6.317E-1 (pos.76637651) serous_carcinomaAlkaline ceramidase 3ceramide metabolic process,endoplasmic reticulum membrane,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in linear amides,integral component of Golgi membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,phytoceramidase activity,phytosphingosine biosynthetic process,positive regulation of cell proliferation,sphingolipid biosynthetic process,sphingosine biosynthetic processMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasG=0, A=64 G=0.0, A=1.0 0.00001 977.633 64 G=0/0, A=25/39

chr1:148015876 T/T C T SNV

NBPF19,NB

PF26 NBPF19:intronic:NM_001351365.1, NBPF26:intronic:NM_001351372.11
100

intronic NM_001351365.1, NM_001351372.1c.8252-4088G>A, c.2529-1623G>Ap.?, p.? 0.8 rs61810765 YES Neuroblastoma breakpoint family, member 19 C=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=20/9

chr11:76637680 A/A G A SNV ACER3 ACER3:exonic:NM_018367.6 1 100 2 synonymous NM_018367.6c.183G>A p.(=) 0 Ceramidase rs4479014 0.267 YES 6.317E-1 (pos.76637680) Alkaline ceramidase 3ceramide metabolic process,endoplasmic reticulum membrane,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in linear amides,integral component of Golgi membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,phytoceramidase activity,phytosphingosine biosynthetic process,positive regulation of cell proliferation,sphingolipid biosynthetic process,sphingosine biosynthetic processMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasG=0, A=64 G=0.0, A=1.0 0.00001 977.63 64 G=0/0, A=25/39

chr7:100490797 G/T G T SNV ACHE ACHE:exonic:NM_000665.4 1 57.58 2 missense NM_000665.4c.1057C>A p.His353Asn 1.99 0.04 68 0.017 0.39(COSM3762247),0.39(COSM3762248)Carboxylesterase family,alpha/beta hydrolase foldrs1799805 0.0473 YES 2.369E-4 (pos.100490797)adenocarcinoma,rhabdomyosarcomaAcetylcholinesterase (YT blood group)DNA replication,Golgi apparatus,acetylcholine binding,acetylcholine catabolic process,acetylcholine catabolic process in synaptic cleft,acetylcholinesterase activity,amyloid precursor protein metabolic process,amyloid-beta binding,anchored component of membrane,basal lamina,cell adhesion,cell junction,cell proliferation,cell surface,cholinesterase activity,collagen binding,extracellular region,extracellular space,hydrolase activity,integral component of membrane,laminin binding,membrane,muscle organ development,negative regulation of synaptic transmission, cholinergic,nervous system development,neuromuscular junction,neurotransmitter biosynthetic process,neurotransmitter receptor biosynthetic process,nucleus,osteoblast development,perinuclear region of cytoplasm,phosphatidylcholine biosynthetic process,plasma membrane,positive regulation of protein secretion,protein binding,protein homodimerization activity,protein self-association,protein tetramerization,receptor internalization,regulation of receptor recyclAdenocarcinoma;Alzheimer Disease;Amphetamine-Related Disorders;Amyloidosis;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Communication Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Digestive System Diseases;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Kidney Diseases;Kidney Neoplasms;Learning Disorders;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Male Urogenital Diseases;Memory Disorders;Mental Disorders;Metabolic Diseases;Movement Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurobehavioral Manifestations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifest(4ar,6s,8ar)-11-8-(1,3-Dioxo-1,3-Dihydro-2h-Isoindol-2-Yl)Octyl-6-Hydroxy-3-Methoxy-5,6,9,10-Tetrahydro-4ah-1Benzofuro3a,3,2-Ef2Benzazepin-11-Ium,(9S)-9-(8-AMMONIOOCTYL)AMINO-1,2,3,4,9,10-HEXAHYDROACRIDINIUM,(R)-tacrine(10)-hupyridone,(S)-tacrine(10)-hupyridone,1-(2-nitrophenyl)-2,2,2-trifluoroethyl-arsenocholine,1-3-({(4-AMINO-5-FLUORO-2-METHYLQUINOLIN-3-YL)METHYLTHIO}METHYL)PHENYL-2,2,2-TRIFLUOROETHANE-1,1-DIOL,1-BENZYL-4-(5,6-DIMETHOXY-1-INDANON-2-YL)METHYLPIPERIDINE,1-Deoxy-1-Thio-Heptaethylene Glycol,1-ETHOXY-2-(2-ETHOXYETHOXY)ETHANE,1S,3AS,8AS-TRIMETHYL-1-OXIDO-1,2,3,3A,8,8A-HEXAHYDROPYRROLO2,3-BINDOL-5-YL 2-ETHYLPHENYLCARBAMATE,2-(N-Morpholino)-Ethanesulfonic Acid,2-4-(DIMETHYLAMINO)PHENYL-6-HYDROXY-3-METHYL-1,3-BENZOTHIAZOL-3-IUM,3,6,9,12,15-Pentaoxaheptadecane,3,8-Diamino-6-Phenyl-5-6-1-2-(1,2,3,4-Tetrahydro-9-Acridinyl)AminoEthyl-1h-1,2,3-Triazol-4-YlHexyl-Phenanthridinium,3,8-Diamino-6-Phenyl-5-6-1-2-(1,2,3,4-Tetrahydro-9-Acridinyl)AminoEthyl-1h-1,2,3-Triazol-5-YlHexyl-Phenanthridinium,3-(1s)-1-(DiBenign G=14, T=19 G=0.4242, T=0.5758 0.00001 204.329 33 G=10/4, T=9/10

chr1:150529322 TAA/TAA T TAA INDEL ADAMTSL4 ADAMTSL4:intronic:NM_019032.5 2 100 intronic NM_019032.5c.1749+53T>TAAp.? 0.24 ADAM-TS Spacer 1,PLAC (protease and lacunin) domain,Thrombospondin type 1 domainrs34379037 YES ADAMTS-like 4apoptotic process,cellular_component,endoplasmic reticulum lumen,epithelial cell development,extracellular matrix organization,extracellular space,interstitial matrix,peptidase activity,positive regulation of apoptotic process,protease binding,protein O-linked fucosylation,protein binding,proteolysisCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectopia Lentis;Eye Abnormalities;Eye Diseases;Lens Diseases;Lens Subluxation;Nervous System Diseases;Neurologic Manifestations;Pupil DisordersT=0, TAA=26T=0.0, TAA=1.0 0.00001 370.831 26 T=0/0, TAA=14/12

chr1:150531170 T/T C T SNV ADAMTSL4 ADAMTSL4:intronic:NM_019032.5 1 100 intronic NM_019032.5c.2559+45C>Tp.? -1.78 0.05(COSM4142603)ADAM-TS Spacer 1,PLAC (protease and lacunin) domain,Thrombospondin type 1 domainrs10749658 7.00E-04 YES 1.0 (pos.150531170) neoplasm ADAMTS-like 4apoptotic process,cellular_component,endoplasmic reticulum lumen,epithelial cell development,extracellular matrix organization,extracellular space,interstitial matrix,peptidase activity,positive regulation of apoptotic process,protease binding,protein O-linked fucosylation,protein binding,proteolysisCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectopia Lentis;Eye Abnormalities;Eye Diseases;Lens Diseases;Lens Subluxation;Nervous System Diseases;Neurologic Manifestations;Pupil DisordersC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=14/8

chr14:23549379 G/G C G SNV ACIN1 ACIN1:exonic:NM_014977.3 1 100 6 missense NM_014977.3c.1339G>C p.Ala447Pro 2.78 1 27 0 RNSP1-SAP18 binding (RSB) motif,SAP domainrs386775580,rs879396950,rs9417190.0043 9.999E-1;1.156E-4;0.0 (pos.23549379) Acinus ASAP complex,ATPase activity,RNA binding,RNA splicing,apoptotic chromosome condensation,cytosol,enzyme binding,erythrocyte differentiation,execution phase of apoptosis,exon-exon junction complex,mRNA processing,negative regulation of mRNA splicing, via spliceosome,nuclear speck,nucleic acid binding,nucleolus,nucleoplasm,nucleus,plasma membrane,positive regulation of apoptotic process,positive regulation of monocyte differentiation,protein bindingC=0, G=24 C=0.0, G=1.0 0.00001 334.792 24 C=0/0, G=11/13

chr3:42907112 C/C A C SNV ACKR2 ACKR2:exonic:NM_001296.4 1 100 3 missense NM_001296.4c.1118A>C p.Tyr373Ser -0.13 144 0(COSM1423149),0.01(COSM6049831)7 transmembrane receptor (rhodopsin family)rs2228468 0.395 YES 6.769E-1;1.159E-4 (pos.42907112)acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomaAtypical chemokine receptor 2C-C chemokine binding,C-C chemokine receptor activity,G-protein coupled receptor signaling pathway,actin filament,chemokine receptor activity,chemokine-mediated signaling pathway,chemotaxis,cytosol,early endosome,immune response,inflammatory response,integral component of plasma membrane,intracellular membrane-bounded organelle,multicellular organism development,nuclear membrane,nucleoplasm,plasma membrane,receptor-mediated endocytosis,recycling endosome,scavenger receptor activityNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, C=29 A=0.0, C=1.0 0.00001 426.036 29 A=0/0, C=14/15

chr17:40024023 T/T A T SNV ACLY ACLY:utr_3:NM_001096.2 1 100 29 utr_3 NM_001096.2c.3346T>A p.? -0.97 ATP citrate lyase citrate-binding,Citrate synthase, C-terminal domain,CoA binding domain,CoA-ligasers7217218 0.081 YES 9.999E-1 (pos.40024023) ATP citrate lyaseATP binding,ATP citrate synthase activity,acetyl-CoA biosynthetic process,azurophil granule lumen,cholesterol biosynthetic process,citrate lyase complex,citrate metabolic process,coenzyme A metabolic process,cofactor binding,cytosol,extracellular exosome,extracellular region,fatty acid biosynthetic process,fatty-acyl-CoA biosynthetic process,ficolin-1-rich granule lumen,lipid biosynthetic process,membrane,metal ion binding,neutrophil degranulation,nucleoplasm,oxaloacetate metabolic process,plasma membrane,positive regulation of cellular metabolic process,protein bindingAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, T=77 A=0.0, T=1.0 0.00001 1229.4 77 A=0/0, T=48/29

chr1:55074922 G/A G A SNV

ACOT11,FA

M151A FAM151A:utr_3:NM_176782.2, ACOT11:utr_3:NM_147161.3 1
50

16 utr_3 NM_147161.3, NM_176782.2c.1922G>A, c.1777C>Tp.?, p.? 0.44 START domain,Thioesterase superfamily,Uncharacterized conserved protein (DUF2181)rs2289016 0.3342 YES 3.324E-1 (pos.55074922) Acyl-CoA thioesterase 11acyl-CoA hydrolase activity,acyl-CoA metabolic process,biological_process,carboxylic ester hydrolase activity,cytoplasm,cytosol,extracellular exosome,fatty acid metabolic process,integral component of membrane,intracellular signal transduction,lipid binding,membrane,molecular_function,response to cold,response to temperature stimulusG=10, A=10 G=0.5, A=0.5 0.00001 82.8855 20 G=6/4, A=5/5

chr14:74061968 C/C T C SNV ACOT4 ACOT4:exonic:NM_152331.3 1 100 3 synonymous NM_152331.3c.876T>C p.(=) -0.46 Acyl-CoA thioester hydrolase/BAAT N-terminal region,BAAT / Acyl-CoA thioester hydrolase C terminal,Dienelactone hydrolase familyrs2010070 0.2752 YES 9.475E-1 (pos.74061968) Acyl-CoA thioesterase 4acyl-CoA hydrolase activity,acyl-CoA metabolic process,butyrate metabolic process,carboxylic ester hydrolase activity,dicarboxylic acid catabolic process,dicarboxylic acid metabolic process,long-chain fatty acid metabolic process,myristoyl-CoA hydrolase activity,palmitoyl-CoA hydrolase activity,peroxisomal matrix,peroxisome,receptor binding,saturated monocarboxylic acid metabolic process,short-chain fatty acid metabolic process,succinyl-CoA hydrolase activity,succinyl-CoA metabolic process,unsaturated monocarboxylic acid metabolic process,very long-chain fatty acid metabolic processT=0, C=40 T=0.0, C=1.0 0.00001 644.222 40 T=0/0, C=13/27

chr3:58520859 G/G A G SNV ACOX2 ACOX2:utr_5:NM_003500.3 1 100 2 utr_5 NM_003500.3c.-26T>C p.? -0.14 Acyl-CoA dehydrogenase, middle domain,Acyl-CoA oxidase,Acyl-coenzyme A oxidase N-terminalrs4681862 0.0664 YES 1.0 (pos.58520859) Acyl-Coenzyme A oxidase 2, branched chain3alpha,7alpha,12alpha-trihydroxy-5beta-cholestanoyl-CoA 24-hydroxylase activity,FAD binding,acyl-CoA dehydrogenase activity,acyl-CoA oxidase activity,bile acid biosynthetic process,fatty acid beta-oxidation,fatty acid beta-oxidation using acyl-CoA dehydrogenase,fatty acid beta-oxidation using acyl-CoA oxidase,flavin adenine dinucleotide binding,intracellular membrane-bounded organelle,mitochondrion,oxidation-reduction process,oxidoreductase activity, acting on the CH-CH group of donors,peroxisomal matrix,peroxisome,positive regulation of cell death,positive regulation of response to oxidative stress,pristanoyl-CoA oxidase activity,protein homodimerization activity,receptor bindingA=0, G=57 A=0.0, G=1.0 0.00001 849.582 57 A=0/0, G=3/54

chr1:147119273 G/A G A SNV

ACP6,NBPF1

9 NBPF19:intronic:NM_001351365.1, ACP6:exonic:NM_016361.4 1
45.83

10 synonymous NM_001351365.1, NM_016361.4c.8810+459193C>T, c.1239C>Tp.?, p.(=) 0.64 0.08(COSM4415726)Histidine phosphatase superfamily (branch 2)rs1344 0.4315 YES 3.729E-1 (pos.147119273)acute_myeloid_leukaemiaAcid phosphatase 6, lysophosphatide,Neuroblastoma breakpoint family, member 19acid phosphatase activity,cytoplasm,dephosphorylation,hematopoietic progenitor cell differentiation,lysobisphosphatidic acid metabolic process,lysophosphatidic acid phosphatase activity,mitochondrial matrix,mitochondrion,phosphatidic acid biosynthetic process,phospholipid metabolic processG=13, A=11 G=0.5417, A=0.4583 0.00001 93.44 24 G=8/5, A=5/6

chr16:89167140 G/C G C SNV ACSF3 ACSF3:exonic:NM_001127214.3 1 96.67 2 synonymous NM_001127214.3c.51G>C p.(=) 0.76 0(COSM1380483)AMP-binding enzyme,AMP-binding enzyme C-terminal domainrs7201122 0.0885 YES 6.768E-1;1.191E-4 (pos.89167140)adenocarcinoma,carcinomaAcyl-CoA synthetase family member 3ATP binding,acid-thiol ligase activity,catalytic activity,fatty acid biosynthetic process,fatty acid metabolic process,long-chain fatty-acyl-CoA biosynthetic process,malonate catabolic process,malonyl-CoA synthetase activity,metabolic process,mitochondrial matrix,mitochondrion,very long-chain fatty acid-CoA ligase activityAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesBenign G=1, C=29 G=0.0333, C=0.9667 0.00001 415.52 30 G=0/1, C=14/15

chr1:151210789 T/T C T SNV PIP5K1A PIP5K1A:intronic:NM_001135638.1 1 100 intronic NM_001135638.1c.1229+48C>Tp.? 0 Phosphatidylinositol-4-phosphate 5-Kinasers7532935 0.3069 YES 6.266E-1 (pos.151210789) Phosphatidylinositol-4-phosphate 5-kinase, type I, alpha1-phosphatidylinositol-3-phosphate 4-kinase activity,1-phosphatidylinositol-3-phosphate 5-kinase activity,1-phosphatidylinositol-4-phosphate 5-kinase activity,1-phosphatidylinositol-5-kinase activity,ATP binding,actin cytoskeleton reorganization,activation of GTPase activity,cell chemotaxis,cell migration,cytosol,fibroblast migration,focal adhesion,focal adhesion assembly,glycerophospholipid metabolic process,keratinocyte differentiation,kinase binding,lamellipodium,mRNA cleavage and polyadenylation specificity factor complex,nuclear speck,nucleoplasm,nucleus,phagocytosis,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphate kinase activity,phosphatidylinositol phosphorylation,phosphatidylinositol-3,4-bisphosphate 5-kinase activity,phospholipid biosynthetic process,plasma membrane,protein binding,protein localization to plasma membrane,regulation of phosphatidylinositol 3-kinase signaling,ruffle assembly,ruffle membrane,signal transductionC=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=11/15

chr1:151227371 G/G A G SNV PSMD4 PSMD4:intronic:NM_002810.2 1 100 intronic NM_002810.2c.26+87A>Gp.? -0.03 Ssl1-like,Ubiquitin interaction motif,von Willebrand factor type A domainrs111503421,rs3811405 YES Proteasome 26S subunit, non-ATPase, 4Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,RNA binding,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,identical protein binding,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nucleoplasm,nucleus,polyubiquitin modification-dependent protein binding,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome accessory complex,proteasome assembly,proteasome complex,proteasome regulatory particle, base subcA=0, G=29 A=0.0, G=1.0 0.00001 425.221 29 A=0/0, G=19/10

chr4:185701549 G/T G T SNV ACSL1 ACSL1:exonic:NM_001995.3 1 50 5 synonymous NM_001995.3c.414C>A p.(=) -0.07 AMP-binding enzyme,AMP-binding enzyme C-terminal domainrs1803898 0.336 YES 6.438E-2 (pos.185701549) Acyl-CoA synthetase long-chain family member 1ATP binding,adiponectin-activated signaling pathway,alpha-linolenic acid metabolic process,catalytic activity,decanoate--CoA ligase activity,endoplasmic reticulum membrane,integral component of membrane,ligase activity,linoleic acid metabolic process,lipid biosynthetic process,long-chain fatty acid import,long-chain fatty acid metabolic process,long-chain fatty acid-CoA ligase activity,long-chain fatty-acyl-CoA biosynthetic process,membrane,metabolic process,mitochondrial outer membrane,mitochondrion,peroxisomal membrane,plasma membrane,positive regulation of protein serine/threonine kinase activity,regulation of lipid metabolic process,response to drug,response to nutrient,response to oleic acid,response to organic cyclic compound,triglyceride metabolic process,xenobiotic catabolic processArthritis;Arthritis, Experimental;Autoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Experimental;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Glucose Metabolism Disorders;Immune System Diseases;Joint Diseases;Kidney Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Metabolic Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nephritis;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Urologic DiseasesATP,Adenosine monophosphateG=21, T=21 G=0.5, T=0.5 0.00001 228.871 42 G=17/4, T=14/7

chr20:24987438 T/T C T SNV ACSS1 ACSS1:utr_3:NM_032501.3 1 100 14 utr_3 NM_032501.3c.3030G>A p.? -2.89 AMP-binding enzyme,AMP-binding enzyme C-terminal domain,Acetyl-coenzyme A synthetase N-terminusrs6083718 YES Acyl-CoA synthetase short-chain family, member 1AMP binding,ATP binding,acetate biosynthetic process,acetate-CoA ligase activity,acetyl-CoA biosynthetic process,acetyl-CoA biosynthetic process from acetate,ethanol oxidation,mitochondrial matrix,propionate biosynthetic process,protein bindingATP,Adenosine monophosphateC=0, T=31 C=0.0, T=1.0 0.00001 440.743 31 C=0/0, T=24/7

chr20:25011423 C/C T C SNV ACSS1 ACSS1:exonic:NM_032501.3 1 100 3 synonymous NM_032501.3c.603A>G p.(=) -5.74 0.02(COSM4001860),0.02(COSM4001861),0.02(COSM4001862)AMP-binding enzyme,AMP-binding enzyme C-terminal domain,Acetyl-coenzyme A synthetase N-terminusrs6050259 0.3097 YES 9.752E-2 (pos.25011423) acute_myeloid_leukaemia,neoplasmAcyl-CoA synthetase short-chain family, member 1AMP binding,ATP binding,acetate biosynthetic process,acetate-CoA ligase activity,acetyl-CoA biosynthetic process,acetyl-CoA biosynthetic process from acetate,ethanol oxidation,mitochondrial matrix,propionate biosynthetic process,protein bindingATP,Adenosine monophosphateT=0, C=105 T=0.0, C=1.0 0.00001 1644.55 105 T=0/0, C=43/62

chr1:151373200 C/C T C SNV PSMB4 PSMB4:intronic:NM_002796.2 1 100 intronic NM_002796.2c.495-40T>Cp.? -0.68 Proteasome subunitrs2495391 3.00E-04 1.0;0.0 (pos.151373200) Proteasome subunit, beta type, 4Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,extracellular exosome,lipopolysaccharide binding,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of inflammatory response to antigenic stimulus,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome complex,proteasome core complex,proteasome core complex, beta-subunit comHIV Infections;Immune System Diseases;Immunologic Deficiency Syndromes(3AR,6R,6AS)-6-((S)-((S)-CYCLOHEX-2-ENYL)(HYDROXY)METHYL)-6A-METHYL-4-OXO-HEXAHYDRO-2H-FURO3,2-CPYRROLE-6-CARBALDEHYDET=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=16/6

chr1:151384733 A/A G A SNV POGZ POGZ:intronic:NM_015100.3 1 100 intronic NM_015100.3c.1779+39C>Tp.? 0.07 DDE superfamily endonuclease,Tc5 transposase DNA-binding domainrs3748550 0.1733 YES 6.395E-1 (pos.151384733) POGO transposable element with ZNF domainDNA binding,cell division,cytoplasm,cytosol,kinetochore assembly,metal ion binding,mitotic sister chromatid cohesion,nuclear chromatin,nucleic acid binding,nucleoplasm,nucleus,protein bindingG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=9/11

chr1:151395782 C/C T C SNV POGZ POGZ:intronic:NM_015100.3 1 100 intronic NM_015100.3c.1678+91A>Gp.? -1.8 DDE superfamily endonuclease,Tc5 transposase DNA-binding domainrs2274533 YES POGO transposable element with ZNF domainDNA binding,cell division,cytoplasm,cytosol,kinetochore assembly,metal ion binding,mitotic sister chromatid cohesion,nuclear chromatin,nucleic acid binding,nucleoplasm,nucleus,protein bindingT=0, C=30 T=0.0, C=1.0 0.00001 446.634 30 T=0/0, C=11/19

chr1:151402045 G/G A G SNV POGZ POGZ:intronic:NM_015100.3 1 100 intronic NM_015100.3c.568+34T>Cp.? -0.39 DDE superfamily endonuclease,Tc5 transposase DNA-binding domainrs6587577 0.1731 YES 6.361E-1 (pos.151402045) POGO transposable element with ZNF domainDNA binding,cell division,cytoplasm,cytosol,kinetochore assembly,metal ion binding,mitotic sister chromatid cohesion,nuclear chromatin,nucleic acid binding,nucleoplasm,nucleus,protein bindingA=0, G=35 A=0.0, G=1.0 0.00001 543.903 35 A=0/0, G=16/19

chr1:151551320 A/A G A SNV TUFT1 TUFT1:intronic:NM_020127.2 1 100 intronic NM_020127.2c.924+18G>Ap.? -1.66 rs3748608 0.304 YES 4.524E-1 (pos.151551320) Tuftelin 1 bone mineralization,cytoplasm,extracellular region,odontogenesis,protein binding,structural constituent of tooth enamelG=0, A=20 G=0.0, A=1.0 0.00001 263.78 20 G=0/0, A=15/5

chr1:151743870 T/T TA T INDEL OAZ3 OAZ3:downstream:NM_016178.2 1 100 intronic NM_016178.2c.*175TA>T p.? -0.86, -0.06 rs3833528,rs397725608 YES Ornithine decarboxylase antizyme 3blood microparticle,cytoplasm,cytosol,negative regulation of catalytic activity,negative regulation of polyamine transmembrane transport,nucleoplasm,nucleus,ornithine decarboxylase inhibitor activity,polyamine biosynthetic process,polyamine metabolic process,positive regulation of protein catabolic process,protein binding,putrescine transmembrane transporter activity,putrescine transport,regulation of cellular amino acid metabolic process,spermatogenesisOrnithine TA=0, T=33 TA=0.0, T=1.0 0.00001 503.014 33 TA=0/0, T=16/17

chr1:151748425 A/A C A SNV TDRKH TDRKH:intronic:NM_001083963.1 1 100 intronic NM_001083963.1c.1218-65G>Tp.? -0.61 KH domain,Tudor domainrs3923394 0.3498 YES DNA methylation involved in gamete generation,RNA binding,cell differentiation,fertilization,gene silencing by RNA,integral component of membrane,male meiotic nuclear division,mitochondrion,pi-body,piP-body,piRNA metabolic process,spermatogenesisC=0, A=22 C=0.0, A=1.0 0.00001 298.889 22 C=0/0, A=13/9

chr1:151754112 T/C T C SNV TDRKH TDRKH:intronic:NM_001083963.1 1 95.65 intronic NM_001083963.1c.125-49A>Gp.? -0.13 KH domain,Tudor domainrs35077383 0.4944 YES 2.317E-1 (pos.151754112) DNA methylation involved in gamete generation,RNA binding,cell differentiation,fertilization,gene silencing by RNA,integral component of membrane,male meiotic nuclear division,mitochondrion,pi-body,piP-body,piRNA metabolic process,spermatogenesisT=1, C=22 T=0.0435, C=0.9565 0.00001 282.77 23 T=0/1, C=9/13

chr20:24994275 G/A G A SNV ACSS1 ACSS1:exonic:NM_032501.3 1 52.38 10 synonymous NM_032501.3c.1476C>T p.(=) -0.53 AMP-binding enzyme,AMP-binding enzyme C-terminal domain,Acetyl-coenzyme A synthetase N-terminusrs6115001 0.1019 YES 5.847E-4;0.0 (pos.24994275) Acyl-CoA synthetase short-chain family, member 1AMP binding,ATP binding,acetate biosynthetic process,acetate-CoA ligase activity,acetyl-CoA biosynthetic process,acetyl-CoA biosynthetic process from acetate,ethanol oxidation,mitochondrial matrix,propionate biosynthetic process,protein bindingATP,Adenosine monophosphateG=10, A=11 G=0.4762, A=0.5238 0.00001 95.3003 21 G=8/2, A=7/4

chr20:24994289 C/T C T SNV ACSS1 ACSS1:exonic:NM_032501.3 1 47.62 10 missense NM_032501.3c.1462G>A p.Val488Met -2.49 0.04 21 0.19 0.02(COSM4134332),0.02(COSM4134333),0.02(COSM443564)AMP-binding enzyme,AMP-binding enzyme C-terminal domain,Acetyl-coenzyme A synthetase N-terminusrs6050249 0.1816 YES 7.436E-2 (pos.24994289) neoplasm Acyl-CoA synthetase short-chain family, member 1AMP binding,ATP binding,acetate biosynthetic process,acetate-CoA ligase activity,acetyl-CoA biosynthetic process,acetyl-CoA biosynthetic process from acetate,ethanol oxidation,mitochondrial matrix,propionate biosynthetic process,protein bindingATP,Adenosine monophosphateC=11, T=10 C=0.5238, T=0.4762 0.00001 82.289 21 C=7/4, T=8/2

chr17:79478019 A/A G A SNV ACTG1 ACTG1:exonic:NM_001614.3 1 100 5 synonymous NM_001614.3c.918C>T p.(=) 3.09 0.82(COSM1387303)Actin rs1139405 0.1838 YES 8.763E-1 (pos.79478019) acute_myeloid_leukaemiaActin, gamma-1ATP binding,Fc-gamma receptor signaling pathway involved in phagocytosis,actin filament,blood microparticle,cell junction assembly,cytoskeleton,cytosol,dense body,ephrin receptor signaling pathway,extracellular exosome,extracellular matrix,extracellular space,filamentous actin,focal adhesion,identical protein binding,membrane,membrane organization,movement of cell or subcellular component,myelin sheath,myofibril,nucleus,plasma membrane,platelet aggregation,profilin binding,protein binding,retina homeostasis,sarcomere organization,structural constituent of cytoskeleton,ubiquitin protein ligase binding,vascular endothelial growth factor receptor signaling pathwayAcute Coronary Syndrome;Bone Diseases;Bone Diseases, Metabolic;Carcinogenesis;Cardiovascular Diseases;Cell Transformation, Neoplastic;Coloboma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Ear Diseases;Eye Abnormalities;Eye Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Neoplastic Processes;Nervous System Diseases;Nervous System Malformations;Neurologic Manifestations;Osteoporosis;Otorhinolaryngologic Diseases;Sensation Disorders;Vascular DiseasesBenign/Likely benignG=0, A=62 G=0.0, A=1.0 0.00001 940.319 62 G=0/0, A=31/31

chr2:74128433 T/T C T SNV ACTG2 ACTG2:utr_5:NM_001615.3 1 100 2 utr_5 NM_001615.3c.-6C>T p.? 0.17 Actin rs1050146 0.205 YES 5.583E-1 (pos.74128433) Actin, gamma-2, smooth muscle, entericATP binding,blood microparticle,cell body,cell periphery,cytoplasm,cytosol,extracellular exosome,extracellular space,filopodium,lamellipodium,mesenchyme migration,muscle contraction,myosin filament,positive regulation of gene expressionAbnormalities, Multiple;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Ileus;Intestinal Diseases;Intestinal Neoplasms;Intestinal Obstruction;Intestinal Pseudo-Obstruction;Neoplasms;Neoplasms by SiteC=0, T=41 C=0.0, T=1.0 0.00001 664.697 41 C=0/0, T=27/14

chr9:111625913 G/G A G SNV ACTL7A ACTL7A:utr_3:NM_006687.3 1 100 1 utr_3 NM_006687.3c.1311A>G p.? -3.17 Actin,Actin-like protein 7A N-terminusrs4978370 0.1556 YES 8.257E-1 (pos.111625913) Actin-like 7AGolgi apparatus,cytoplasm,cytoskeleton,cytoskeleton organization,male germ cell nucleus,motile cilium,nucleus,protein binding,protein complex,structural constituent of cytoskeletonA=0, G=40 A=0.0, G=1.0 0.00001 644.286 40 A=0/0, G=26/14

chr1:236883421 T/T C T SNV ACTN2 ACTN2:exonic:NM_001103.3 1 100 4 synonymous NM_001103.3c.378C>T p.(=) -0.34 CAMSAP CH domain,Ca2+ insensitive EF hand,Calponin homology (CH) domain,EF-hand domain pair,Spectrin repeatrs1341863,rs201411937 0.0047 YES 9.812E-1 (pos.236883421) Actinin, alpha-2FATZ binding,LIM domain binding,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Z disc,actin filament,actin filament binding,actin filament uncapping,calcium ion binding,cardiac muscle cell development,cell adhesion,cortical actin cytoskeleton,cytoskeletal protein binding,cytoskeleton,cytosol,dendritic spine,extracellular exosome,extracellular region,filopodium,focal adhesion,focal adhesion assembly,identical protein binding,integrin binding,ion channel binding,microspike assembly,muscle filament sliding,negative regulation of potassium ion transmembrane transporter activity,negative regulation of potassium ion transport,negative regulation of protein localization to cell surface,phosphatidylinositol-4,5-bisphosphate binding,phospholipase C-activating angiotensin-activated signaling pathway,plasma membrane,platelet alpha granule lumen,platelet degranulation,positive regulation of cation channel activity,positive regulation of endocytic recycling,positive regulation of potassium ion transmembrane tAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve DiseasesBenign C=0, T=27 C=0.0, T=1.0 0.00001 380.911 27 C=0/0, T=15/12

chr19:39196736 G/A G A SNV ACTN4 ACTN4:exonic:NM_004924.5 1 97.3 5 synonymous NM_004924.5c.537G>A p.(=) -2.99 0.09(COSM3756760)CAMSAP CH domain,Ca2+ insensitive EF hand,Calponin homology (CH) domain,EF-hand domain pair,Spectrin repeatrs11553600 0.1885 YES 3.236E-3 (pos.39196736) adenocarcinomaActinin, alpha-4RNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,Z disc,actin binding,actin cytoskeleton,actin filament binding,actin filament bundle assembly,bicellular tight junction assembly,brush border,calcium ion binding,cell-cell junction,chromatin DNA binding,cortical cytoskeleton,cytoplasm,cytosol,extracellular exosome,extracellular region,extracellular space,focal adhesion,integrin binding,intracellular,intracellular ribonucleoprotein complex,ion channel binding,ligand-dependent nuclear receptor transcription coactivator activity,negative regulation of cellular component movement,negative regulation of substrate adhesion-dependent cell spreading,neuron projection,nuclear body,nuclear hormone receptor binding,nucleoside binding,nucleus,perinuclear region of cytoplasm,peroxisome proliferator activated receptor signaling pathway,platelet alpha granule lumen,platelet degranulation,positive regulation of NIK/NF-kappaB signaling,positive regulation of cell migration,positive regulation of celFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nephritis;Urologic DiseasesBenign G=1, A=36 G=0.027, A=0.973 0.00001 551.897 37 G=0/1, A=23/13

chr2:65495887 A/A G A SNV ACTR2 ACTR2:utr_3:NM_001005386.2 1 100 10 utr_3 NM_001005386.2c.1219G>A p.? -0.54 Actin rs268875 0.1272 YES 7.101E-1 (pos.65495887) Actin-related protein 2ATP binding,Arp2/3 complex-mediated actin nucleation,Arp2/3 protein complex,Fc-gamma receptor signaling pathway involved in phagocytosis,actin cap,actin cytoskeleton,actin filament binding,associative learning,asymmetric cell division,azurophil granule lumen,cellular response to trichostatin A,cilium assembly,cytoplasm,cytosol,cytosolic transport,ephrin receptor signaling pathway,establishment or maintenance of cell polarity,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,focal adhesion,invadopodium,lamellipodium,meiotic chromosome movement towards spindle pole,meiotic cytokinesis,membrane,membrane organization,movement of cell or subcellular component,neutrophil degranulation,podosome core,positive regulation of dendritic spine morphogenesis,postsynaptic density,response to ethanol,response to immobilization stress,spindle localization,structural constituent of cytoskeletonAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic Diseases(2S)-2-(3-bromophenyl)-3-(5-chloro-2-hydroxyphenyl)-1,3-thiazolidin-4-one,N-2-(2-methyl-1H-indol-3-yl)ethylthiophene-2-carboxamideG=0, A=23 G=0.0, A=1.0 0.00001 316.748 23 G=0/0, A=10/13

chr20:37400490 G/A G A SNV ACTR5 ACTR5:utr_3:NM_024855.3 1 45.45 9 utr_3 NM_024855.3c.1855G>A p.? -0.85 Actin rs6128952 0.1671 YES 1.369E-1 (pos.37400490) DNA recombination,Ino80 complex,UV-damage excision repair,cytoplasm,double-strand break repair,nucleoplasm,nucleus,protein binding,protein deubiquitination,regulation of transcription, DNA-templated,transcription, DNA-templatedG=18, A=15 G=0.5455, A=0.4545 0.00001 143.162 33 G=6/12, A=6/9

chr2:158626980 T/T C T SNV ACVR1 ACVR1:exonic:NM_001111067.2 1 100 7 synonymous NM_001111067.2c.690G>A p.(=) 0.7 Activin types I and II receptor domain,Protein kinase domain,Protein tyrosine kinase,Transforming growth factor beta type I GS-motifrs1146031 0.0113 YES 9.682E-1 (pos.158626980) Activin A receptor, type IATP binding,BMP signaling pathway,BMP signaling pathway involved in heart development,G1/S transition of mitotic cell cycle,SMAD binding,activin binding,activin receptor activity, type I,activin receptor complex,activin receptor signaling pathway,acute inflammatory response,apical part of cell,atrial septum primum morphogenesis,atrioventricular valve morphogenesis,branching involved in blood vessel morphogenesis,cardiac muscle cell fate commitment,cellular response to BMP stimulus,determination of left/right symmetry,embryonic heart tube morphogenesis,endocardial cushion cell fate commitment,endocardial cushion fusion,endocardial cushion morphogenesis,gastrulation with mouth forming second,germ cell development,in utero embryonic development,integral component of plasma membrane,membrane,mesoderm formation,metal ion binding,mitral valve morphogenesis,negative regulation of activin receptor signaling pathway,negative regulation of extrinsic apoptotic signaling pathway,negative regulation of signal transductionAcute Lung Injury;Astrocytoma;Autoimmune Diseases;Breast Diseases;Breast Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glioma;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Lung Diseases;Lung Injury;Male Urogenital Diseases;Muscular Diseases;Musculoskeletal Diseases;Myositis;Myositis Ossificans;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nephritis;Neuroectodermal Tumors;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urologic Diseases6-4-(2-piperidin-1-ylethoxy)phenyl-3-pyridin-4-ylpyrazolo1,5-apyrimidine,ATPBenign C=0, T=30 C=0.0, T=1.0 0.00001 446.639 30 C=0/0, T=16/14

chr2:158636910 A/A G A SNV ACVR1 ACVR1:exonic:NM_001111067.2 1 100 4 synonymous NM_001111067.2c.270C>T p.(=) -1.75 Activin types I and II receptor domain,Protein kinase domain,Protein tyrosine kinase,Transforming growth factor beta type I GS-motifrs2227861 0.2273 YES 9.279E-1 (pos.158636910) Activin A receptor, type IATP binding,BMP signaling pathway,BMP signaling pathway involved in heart development,G1/S transition of mitotic cell cycle,SMAD binding,activin binding,activin receptor activity, type I,activin receptor complex,activin receptor signaling pathway,acute inflammatory response,apical part of cell,atrial septum primum morphogenesis,atrioventricular valve morphogenesis,branching involved in blood vessel morphogenesis,cardiac muscle cell fate commitment,cellular response to BMP stimulus,determination of left/right symmetry,embryonic heart tube morphogenesis,endocardial cushion cell fate commitment,endocardial cushion fusion,endocardial cushion morphogenesis,gastrulation with mouth forming second,germ cell development,in utero embryonic development,integral component of plasma membrane,membrane,mesoderm formation,metal ion binding,mitral valve morphogenesis,negative regulation of activin receptor signaling pathway,negative regulation of extrinsic apoptotic signaling pathway,negative regulation of signal transductionAcute Lung Injury;Astrocytoma;Autoimmune Diseases;Breast Diseases;Breast Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glioma;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Lung Diseases;Lung Injury;Male Urogenital Diseases;Muscular Diseases;Musculoskeletal Diseases;Myositis;Myositis Ossificans;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nephritis;Neuroectodermal Tumors;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urologic Diseases6-4-(2-piperidin-1-ylethoxy)phenyl-3-pyridin-4-ylpyrazolo1,5-apyrimidine,ATPBenign G=0, A=41 G=0.0, A=1.0 0.00001 662.083 41 G=0/0, A=20/21

chr14:75520065 C/C T C SNV ACYP1 ACYP1:utr_3:NM_001107.4 1 100 3 utr_3 NM_001107.4c.382A>G p.? 0.34 Acylphosphatasers7303 YES Acylphosphatase, erythrocyteacylphosphatase activity,extracellular exosome,phosphate-containing compound metabolic processT=0, C=66 T=0.0, C=1.0 0.00001 1015.4 66 T=0/0, C=38/28

chr22:17662793 G/G A G SNV ADA2 ADA2:exonic:NM_001282225.1 1 100 9 synonymous NM_001282225.1c.1359T>C p.(=) 0.46 0.47(COSM3759019),0.47(COSM3759020)Adenosine/AMP deaminase,Adenosine/AMP deaminase N-terminalrs7289170 0.3324 YES 4.892E-2 (pos.17662793) adenocarcinoma,carcinomaadenosine catabolic process,adenosine deaminase activity,adenosine receptor binding,azurophil granule lumen,cellular protein metabolic process,cytosol,extracellular region,extracellular space,growth factor activity,heparin binding,hypoxanthine salvage,inosine biosynthetic process,multicellular organism development,neutrophil degranulation,protein homodimerization activity,proteoglycan binding,regulation of receptor activity,zinc ion bindingBenign A=0, G=35 A=0.0, G=1.0 0.00001 543.903 35 A=0/0, G=14/21

chr16:84229559 C/C T C SNV

ADAD2,LOC

654780 LOC654780:intronic_nc:NR_147175.1, ADAD2:exonic:NM_001145400.11
100

7 synonymous NM_001145400.1, NR_147175.1c.1191T>C p.(=) -3.8 0.01(COSM435869)Adenosine-deaminase (editase) domain,Double-stranded RNA binding motifrs2303238 0.227 YES 7.131E-1 (pos.84229559) adenocarcinoma,neoplasm RNA binding,RNA processing,adenosine deaminase activityT=0, C=20 T=0.0, C=1.0 0.00001 263.785 20 T=0/0, C=5/15

chr1:152193990 G/G A G SNV HRNR HRNR:intronic:NM_001009931.2 1 100 intronic NM_001009931.2c.139-24T>Cp.? 0.28 S-100/ICaBP type calcium binding domainrs11204938 0.1701 YES 3.881E-1;0.0 (pos.152193990) Hornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingA=0, G=39 A=0.0, G=1.0 0.00001 623.98 39 A=0/0, G=17/22

chr16:84230500 C/C A C SNV

ADAD2,LOC

654780 LOC654780:exonic_nc:NR_147175.1, ADAD2:exonic:NM_001145400.11
100

10 synonymous NM_001145400.1, NR_147175.1c.1672A>C p.(=) 0.69 0.01(COSM435870)Adenosine-deaminase (editase) domain,Double-stranded RNA binding motifrs2303243 0.2884 YES 2.154E-1;0.0 (pos.84230500)hepatocellular_carcinoma RNA binding,RNA processing,adenosine deaminase activityA=0, C=27 A=0.0, C=1.0 0.00001 389.932 27 A=0/0, C=11/16

chr15:43632549 T/C T C SNV ADAL ADAL:exonic:NM_001159280.2 1 57.14 7 synonymous NM_001159280.2c.342T>C p.(=) -0.39 0.43(COSM3754323),0.43(COSM3754324)Adenosine/AMP deaminasers2278857 0.3168 YES 4.864E-1 (pos.43632549) acute_myeloid_leukaemia,adenocarcinomaadenosine catabolic process,adenosine deaminase activity,cytosol,deaminase activity,drug metabolic process,hypoxanthine salvage,inosine biosynthetic process,metal ion binding,nucleotide metabolic process,purine-containing compound salvageT=9, C=12 T=0.4286, C=0.5714 0.00001 109.102 21 T=6/3, C=6/6

chr8:39496029 C/C T C SNV ADAM18 ADAM18:exonic:NM_014237.2 1 100 10 synonymous NM_014237.2c.873T>C p.(=) -0.54 0.01(COSM3982539)ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders12708194 0.3324 YES 2.627E-1 (pos.39496029) acute_myeloid_leukaemia,osteosarcomacell differentiation,integral component of membrane,membrane,metalloendopeptidase activity,metallopeptidase activity,multicellular organism development,proteolysis,spermatogenesisT=0, C=26 T=0.0, C=1.0 0.00001 371.419 26 T=0/0, C=11/15

chr5:156936364 C/C T C SNV ADAM19 ADAM19:exonic:NM_033274.4 1 100 9 missense NM_033274.4c.850A>G p.Ser284Gly 0.03 0.09 56 0.897 0.12(COSM4407371),0.12(COSM4407372),0.12(COSM4407373),0.12(COSM4407374)ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders1422795 0.3516 YES 1.386E-1 (pos.156936364)hepatocellular_carcinomaA disintegrin and metalloproteinase domain-19 (meltrin-beta, mouse, homolog of)Golgi apparatus,SH3 domain binding,extracellular matrix organization,heart development,integral component of membrane,membrane protein ectodomain proteolysis,metal ion binding,metalloendopeptidase activity,plasma membraneT=0, C=104 T=0.0, C=1.0 0.00001 1626.73 104 T=0/0, C=42/62

chr14:70924462 G/G A G SNV ADAM21 ADAM21:exonic:NM_003813.3 1 100 2 synonymous NM_003813.3c.246A>G p.(=) 0.03 0(COSM3999355),0(COSM3999356)ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders3751523 0.1128 YES 5.398E-1 (pos.70924462) acute_myeloid_leukaemia,neoplasmA disintegrin and metalloproteinase domain 21axon,binding of sperm to zona pellucida,integral component of membrane,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,neuronal cell body,plasma membrane,proteolysis,single fertilizationA=0, G=180 A=0.0, G=1.0 0.00001 2987.95 180 A=0/0, G=84/96

chr1:153283004 T/T C T SNV PGLYRP3 PGLYRP3:intronic:NM_052891.2 1 100 intronic NM_052891.2c.55+83G>Ap.? -1.87 N-acetylmuramoyl-L-alanine amidasers821423 YES N-acetylmuramoyl-L-alanine amidase activity,antimicrobial humoral immune response mediated by antimicrobial peptide,antimicrobial humoral response,defense response to Gram-positive bacterium,detection of bacterium,extracellular region,growth of symbiont in host,innate immune response,intracellular,killing of cells of other organism,membrane,negative regulation of interferon-gamma production,negative regulation of natural killer cell differentiation involved in immune response,pattern recognition receptor signaling pathway,peptidoglycan binding,peptidoglycan catabolic process,peptidoglycan receptor activity,positive regulation of cytolysis in other organism,protein complex,protein heterodimerization activity,zinc ion binding2-ACETAMIDO-2-DEOXY-BETA-D-GLUCOPYRANOSE(BETA1-4)-2-ACETAMIDO-1,6-ANHYDRO-3-O-(R)-1-CARBOXYETHYL-2-DEOXY-BETA-D-GLUCOPYRANOSE-L-ALANYL-GAMMA-D-GLUTAMYL-MESO-DIAMINOPIMELYL-D-ALANINEC=0, T=22 C=0.0, T=1.0 0.00001 298.792 22 C=0/0, T=10/12

chr14:70924501 G/G C G SNV ADAM21 ADAM21:exonic:NM_003813.3 1 100 2 missense NM_003813.3c.285C>G p.Asp95Glu -1.97 45 0(COSM4590799),0(COSM4590800)ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders8010994 YES 6.112E-1;0.0 (pos.70924501)squamous_cell_carcinomaA disintegrin and metalloproteinase domain 21axon,binding of sperm to zona pellucida,integral component of membrane,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,neuronal cell body,plasma membrane,proteolysis,single fertilizationC=0, G=182 C=0.0, G=1.0 0.00001 3024.74 182 C=0/0, G=83/99

chr8:24211331 A/A G A SNV

ADAM28,LO

C10192929

4 ADAM28:exonic:NM_014265.5, LOC101929294:intronic_nc:NR_125808.11

100

22 missense NM_014265.5, NR_125808.1c.2293G>A p.Val765Met 0.1 1 21 0 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders7814768 0.0041 YES 9.99E-1 (pos.24211331) A disintegrin and metalloproteinase domain 28extracellular region,integral component of membrane,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,mitochondrion,plasma membrane,proteolysis,spermatogenesis(2R,3R)-N^1^-(1S)-2,2-DIMETHYL-1-(METHYLCARBAMOYL)PROPYL-N^4^-HYDROXY-2-(2-METHYLPROPYL)-3-{(1,3-THIAZOL-2-YLCARBONYL)AMINOMETHYL}BUTANEDIAMIDE,2-(Thiomethylene)-4-Methylpentanoic Acid,Batimastat,Furoyl-Leucine,GM6001,N-(Furan-2-Yl)Carbonyl-(S)-Leucyl-(R)-1-Amino-2(1h-Indol-3-Yl)Ethyl-Phosphonic Acid,Pidolic AcidG=0, A=118 G=0.0, A=1.0 0.00001 1893.99 118 G=0/0, A=42/76

chr8:24211993 A/A ACTAT A INDEL

ADAM28,LO

C10192929

4 ADAM28:utr_3:NM_014265.5, LOC101929294:intronic_nc:NR_125808.14

100

23 utr_3 NM_014265.5, NR_125808.1c.2405_2408delCTATp.? 0.68, 0.01, -0.67, 0.06, 0.06 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders10584989,rs10610134,rs112777462,rs201164723,rs2021353400.005 YES A disintegrin and metalloproteinase domain 28extracellular region,integral component of membrane,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,mitochondrion,plasma membrane,proteolysis,spermatogenesis(2R,3R)-N^1^-(1S)-2,2-DIMETHYL-1-(METHYLCARBAMOYL)PROPYL-N^4^-HYDROXY-2-(2-METHYLPROPYL)-3-{(1,3-THIAZOL-2-YLCARBONYL)AMINOMETHYL}BUTANEDIAMIDE,2-(Thiomethylene)-4-Methylpentanoic Acid,Batimastat,Furoyl-Leucine,GM6001,N-(Furan-2-Yl)Carbonyl-(S)-Leucyl-(R)-1-Amino-2(1h-Indol-3-Yl)Ethyl-Phosphonic Acid,Pidolic AcidACTAT=0, A=37ACTAT=0.0, A=1.0 0.00001 583.707 37 ACTAT=0/0, A=5/32

chr8:24356818 C/C A C SNV

ADAM7,LOC

101929294,

LOC101929

315 LOC101929315:intronic_nc:NR_125809.1, LOC101929294:intronic_nc:NR_125808.1, ADAM7:exonic:NM_003817.31

100

17 missense NR_125808.1, NM_003817.3, NR_125809.1c.1912A>C p.Asn638His -1.27 0.35 68 0 0.02(COSM4162931)ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders13259668 0.3335 YES 1.826E-1 (pos.24356818) carcinoma,neoplasmA disintegrin and metalloproteinase domain 7integral component of membrane,metal ion binding,metalloendopeptidase activity,plasma membrane,proteolysisA=0, C=33 A=0.0, C=1.0 0.00001 502.645 33 A=0/0, C=19/14

chr1:153604029 T/T C T SNV S100A1 S100A1:intronic:NM_006271.1 1 100 intronic NM_006271.1c.142-145C>Tp.? -0.17 EF hand,EF-hand domain pair,S-100/ICaBP type calcium binding domainrs1046379,rs746372901 YES 1.161E-4 (pos.153604028),8.493E-1 (pos.153604029)S100 protein, alpha polypeptideATPase binding,M band,S100 protein binding,Z disc,calcium ion binding,calcium-dependent protein binding,extracellular region,identical protein binding,intracellular signal transduction,negative regulation of transcription from RNA polymerase II promoter,neuron projection,nucleus,positive regulation of voltage-gated calcium channel activity,protein binding,protein complex,protein homodimerization activity,regulation of heart contraction,sarcoplasmic reticulum,substantia nigra development,toll-like receptor signaling pathwayBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Nervous System Diseases;Vascular Diseases;Vasospasm, IntracranialOlopatadine C=0, T=26 C=0.0, T=1.0 0.00001 370.189 26 C=0/0, T=19/7

chr1:153604112 A/A G A SNV S100A1 S100A1:intronic:NM_006271.1 1 100 intronic NM_006271.1c.142-62G>Ap.? -1.77 EF hand,EF-hand domain pair,S-100/ICaBP type calcium binding domainrs1046381 YES S100 protein, alpha polypeptideATPase binding,M band,S100 protein binding,Z disc,calcium ion binding,calcium-dependent protein binding,extracellular region,identical protein binding,intracellular signal transduction,negative regulation of transcription from RNA polymerase II promoter,neuron projection,nucleus,positive regulation of voltage-gated calcium channel activity,protein binding,protein complex,protein homodimerization activity,regulation of heart contraction,sarcoplasmic reticulum,substantia nigra development,toll-like receptor signaling pathwayBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Nervous System Diseases;Vascular Diseases;Vasospasm, IntracranialOlopatadine G=0, A=29 G=0.0, A=1.0 0.00001 427.602 29 G=0/0, A=20/9

chr1:153656352 G/G T G SNV NPR1 NPR1:intronic:NM_000906.3 1 100 intronic NM_000906.3c.1484+52T>Gp.? -2.38 Adenylate and Guanylate cyclase catalytic domain,Protein kinase domain,Protein tyrosine kinase,Receptor family ligand binding regionrs9662664 0.4511 YES 6.843E-1 (pos.153656352) Natriuretic peptide receptor A/guanylate cyclase AATP binding,G-protein coupled peptide receptor activity,G-protein coupled receptor signaling pathway,GTP binding,adenylate cyclase activity,body fluid secretion,cGMP biosynthetic process,cell surface receptor signaling pathway,dopamine metabolic process,guanylate cyclase activity,guanylate cyclase complex, soluble,hormone binding,integral component of plasma membrane,intracellular signal transduction,natriuretic peptide receptor activity,negative regulation of angiogenesis,negative regulation of cell growth,negative regulation of smooth muscle cell proliferation,peptide hormone binding,plasma membrane,positive regulation of cGMP biosynthetic process,positive regulation of renal sodium excretion,positive regulation of urine volume,protein kinase activity,protein kinase binding,protein phosphorylation,receptor complex,receptor guanylyl cyclase signaling pathway,regulation of blood pressure,regulation of blood vessel diameter,regulation of cardiac conduction,regulation of vascular permeabilityCardiomegaly;Cardiovascular Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Heart Diseases;Heart Failure;Hypertension;Kidney Diseases;Male Urogenital Diseases;Urologic Diseases;Vascular DiseasesAmyl Nitrite,Erythrityl Tetranitrate,Isosorbide Dinitrate,Nesiritide,Nitroglycerin,Nitroprusside,UlaritideT=0, G=62 T=0.0, G=1.0 0.00001 940.313 62 T=0/0, G=32/30

chr1:153656405 G/G C G SNV NPR1 NPR1:intronic:NM_000906.3 1 100 intronic NM_000906.3c.1484+105C>Gp.? 0.03 Adenylate and Guanylate cyclase catalytic domain,Protein kinase domain,Protein tyrosine kinase,Receptor family ligand binding regionrs9661993 YES Natriuretic peptide receptor A/guanylate cyclase AATP binding,G-protein coupled peptide receptor activity,G-protein coupled receptor signaling pathway,GTP binding,adenylate cyclase activity,body fluid secretion,cGMP biosynthetic process,cell surface receptor signaling pathway,dopamine metabolic process,guanylate cyclase activity,guanylate cyclase complex, soluble,hormone binding,integral component of plasma membrane,intracellular signal transduction,natriuretic peptide receptor activity,negative regulation of angiogenesis,negative regulation of cell growth,negative regulation of smooth muscle cell proliferation,peptide hormone binding,plasma membrane,positive regulation of cGMP biosynthetic process,positive regulation of renal sodium excretion,positive regulation of urine volume,protein kinase activity,protein kinase binding,protein phosphorylation,receptor complex,receptor guanylyl cyclase signaling pathway,regulation of blood pressure,regulation of blood vessel diameter,regulation of cardiac conduction,regulation of vascular permeabilityCardiomegaly;Cardiovascular Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Heart Diseases;Heart Failure;Hypertension;Kidney Diseases;Male Urogenital Diseases;Urologic Diseases;Vascular DiseasesAmyl Nitrite,Erythrityl Tetranitrate,Isosorbide Dinitrate,Nesiritide,Nitroglycerin,Nitroprusside,UlaritideC=0, G=59 C=0.0, G=1.0 0.00001 888.299 59 C=0/0, G=29/30

chr1:153661374 C/C CG C INDEL

MIR8083,N

PR1 NPR1:intronic:NM_000906.3, MIR8083:downstream:NR_107050.1 1
100

intronic NM_000906.3, NR_107050.1c.2418-55CG>Cp.? -1.4, 0.1 Adenylate and Guanylate cyclase catalytic domain,Protein kinase domain,Protein tyrosine kinase,Receptor family ligand binding regionrs34402066,rs397815088,rs552819881YES Natriuretic peptide receptor A/guanylate cyclase AATP binding,G-protein coupled peptide receptor activity,G-protein coupled receptor signaling pathway,GTP binding,adenylate cyclase activity,body fluid secretion,cGMP biosynthetic process,cell surface receptor signaling pathway,dopamine metabolic process,guanylate cyclase activity,guanylate cyclase complex, soluble,hormone binding,integral component of plasma membrane,intracellular signal transduction,natriuretic peptide receptor activity,negative regulation of angiogenesis,negative regulation of cell growth,negative regulation of smooth muscle cell proliferation,peptide hormone binding,plasma membrane,positive regulation of cGMP biosynthetic process,positive regulation of renal sodium excretion,positive regulation of urine volume,protein kinase activity,protein kinase binding,protein phosphorylation,receptor complex,receptor guanylyl cyclase signaling pathway,regulation of blood pressure,regulation of blood vessel diameter,regulation of cardiac conduction,regulation of vascular permeabilityCardiomegaly;Cardiovascular Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Heart Diseases;Heart Failure;Hypertension;Kidney Diseases;Male Urogenital Diseases;Urologic Diseases;Vascular DiseasesAmyl Nitrite,Erythrityl Tetranitrate,Isosorbide Dinitrate,Nesiritide,Nitroglycerin,Nitroprusside,UlaritideCG=0, C=26 CG=0.0, C=1.0 0.00001 360.892 26 CG=0/0, C=20/6

chr1:153790501 C/T C T SNV GATAD2B GATAD2B:intronic:NM_020699.3 1 59.09 intronic NM_020699.3c.729+15G>Ap.? -0.82 Coiled-coil and interaction region of P66A and P66B with MBD2,GATA zinc fingerrs4363451 0.2991 YES 2.741E-1 (pos.153790501) GATA zinc finger domain-containing protein 2BATP-dependent chromatin remodeling,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,nuclear chromatin,nuclear speck,nucleoplasm,nucleosomal DNA binding,protein binding,protein complex,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templated,zinc ion bindingC=9, T=13 C=0.4091, T=0.5909 0.00001 122.567 22 C=7/2, T=5/8

chr8:24359068 A/A G A SNV

ADAM7,LOC

101929294,

LOC101929

315 LOC101929315:intronic_nc:NR_125809.1, LOC101929294:intronic_nc:NR_125808.1, ADAM7:exonic:NM_003817.31

100

20 synonymous NR_125808.1, NM_003817.3, NR_125809.1c.2187G>A p.(=) -1.16 0(COSM1456216)ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders13277171 0.3323 YES 1.799E-1;1.164E-4 (pos.24359068)adenocarcinoma,carcinomaA disintegrin and metalloproteinase domain 7integral component of membrane,metal ion binding,metalloendopeptidase activity,plasma membrane,proteolysisG=0, A=31 G=0.0, A=1.0 0.00001 465.819 31 G=0/0, A=11/20

chr1:154141908 G/G A G SNV TPM3 TPM3:intronic:NM_152263.3 1 100 intronic NM_152263.3c.776-49T>Cp.? 1.44 C-terminal leucine zipper domain of cyclic nucleotide-gated channels,Tropomyosin,Tropomyosin likers4845364 0.4972 YES 8.769E-1 (pos.154141908) Tropomyosin 3actin cytoskeleton,actin filament,actin filament binding,actin filament organization,cytoskeleton,cytosol,extracellular exosome,molecular_function,movement of cell or subcellular component,muscle contraction,muscle filament sliding,muscle thin filament tropomyosin,protein binding,stress fiber,structural constituent of muscleAdenocarcinoma;Carcinoma;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Nemaline;Myopathies, Structural, Congenital;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Stomach Diseases;Stomach Neoplasms;Thyroid Diseases;Thyroid NeoplasmsBenign A=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=10/11

chr1:154186918 C/C G C SNV C1orf43 C1orf43:intronic:NM_001098616.2 1 100 intronic NM_001098616.2c.286+15C>Gp.? -0.1 NICE-3 proteinrs12408458 0.3695 YES 4.194E-1 (pos.154186918) Chromosome 1 open reading frame 43integral component of membrane,oxidation-reduction process,oxidoreductase activityG=0, C=47 G=0.0, C=1.0 0.00001 789.313 47 G=0/0, C=30/17

chr1:154228287 C/C T C SNV UBAP2L UBAP2L:intronic:NM_014847.3 1 100 intronic NM_014847.3c.2157+56T>Cp.? -1.8 Ubiquitin-associated protein 2rs1194603 0.4654 YES Ubiquitin-associated protein 2-likeAda2/Gcn5/Ada3 transcription activator complex,PcG protein complex,RNA binding,binding of sperm to zona pellucida,cytoplasm,hematopoietic stem cell homeostasis,positive regulation of gene expression,protein bindingT=0, C=40 T=0.0, C=1.0 0.00001 644.283 40 T=0/0, C=20/20

chr1:15427982 A/A G A SNV KAZN KAZN:intronic:NM_201628.2 1 100 intronic NM_201628.2c.1548-57G>Ap.? -0.14 SAM domain (Sterile alpha motif)rs502918 YES cornification,cornified envelope,cytoskeleton,cytosol,desmosome,nuclear speck,nucleoplasm,protein bindingG=0, A=51 G=0.0, A=1.0 0.00001 754.575 51 G=0/0, A=26/25

chr1:154310048 G/G C G SNV ATP8B2 ATP8B2:intronic:NM_020452.3 1 100 intronic NM_020452.3c.1133+28C>Gp.? 0.37 0.12(COSM3750389)Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs1760795 0.4723 YES 6.073E-1 (pos.154310048)acute_myeloid_leukaemia,adenocarcinomaATPase, class I, type 8B, member 2ATP binding,Golgi apparatus,Golgi organization,endoplasmic reticulum membrane,integral component of membrane,ion transmembrane transport,magnesium ion binding,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membraneC=0, G=128 C=0.0, G=1.0 0.00001 2094.85 128 C=0/0, G=59/69

chr10:135076596 C/C T C SNV ADAM8 ADAM8:utr_3:NM_001109.4 1 100 23 utr_3 NM_001109.4c.2539A>G p.? -1.4 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders2230576 0.1342 YES 9.368E-1 (pos.135076596) A disintegrin and metalloprotease domain 8alpha9-beta1 integrin-ADAM8 complex,alpha9-beta1 integrin-vascular cell adhesion molecule-1 complex,angiogenesis,calcium ion binding,cell adhesion molecule binding,cell morphogenesis,cell surface,cell-cell adhesion,cellular response to hypoxia,cytoplasm,dense core granule membrane,extracellular matrix disassembly,ficolin-1-rich granule membrane,inflammatory response,integral component of plasma membrane,leukocyte migration involved in inflammatory response,lymphocyte chemotaxis,metalloendopeptidase activity,metallopeptidase activity,negative regulation of neuron apoptotic process,neutrophil degranulation,phagolysosome,plasma membrane,podosome,positive regulation of MAP kinase activity,positive regulation of NF-kappaB transcription factor activity,positive regulation of T cell differentiation in thymus,positive regulation of acute inflammatory response,positive regulation of bone resorption,positive regulation of cell adhesion,positive regulation of eosinophil migration,positive regulation of fibronectin-depenDigestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesT=0, C=57 T=0.0, C=1.0 0.00001 823.033 57 T=0/0, C=31/26

chr1:154407419 A/C A C SNV IL6R IL6R:intronic:NM_000565.3 1 50 intronic NM_000565.3c.641-47A>Cp.? -0.16 Immunoglobulin domain,Interleukin-6 receptor alpha chain, bindingrs7518199 0.411 YES 4.037E-1;0.0 (pos.154407419) Interleukin-6 receptoracute-phase response,apical plasma membrane,basolateral plasma membrane,cell surface,ciliary neurotrophic factor binding,ciliary neurotrophic factor receptor activity,ciliary neurotrophic factor receptor complex,ciliary neurotrophic factor-mediated signaling pathway,cytokine receptor activity,cytokine-mediated signaling pathway,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,endocrine pancreas development,enzyme binding,extracellular region,extracellular space,extrinsic apoptotic signaling pathway,hepatic immune response,integral component of membrane,interleukin-6 binding,interleukin-6 receptor activity,interleukin-6 receptor binding,interleukin-6 receptor complex,interleukin-6-mediated signaling pathway,membrane,monocyte chemotaxis,negative regulation of collagen biosynthetic process,negative regulation of interleukin-8 production,neutrophil mediated immunity,plasma membrane,positive regulation of MAPK cascade,positive regulation of NF-kappaB transcription factor actiAdenocarcinoma;Arthritis;Arthritis, Rheumatoid;Asthma;Autoimmune Diseases;Bone Diseases;Bone Diseases, Metabolic;Brain Diseases;Bronchial Diseases;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Carcinoma, Renal Cell;Cardiovascular Diseases;Central Nervous System Diseases;Connective Tissue Diseases;Coronary Disease;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Giant Lymph Node Hyperplasia;Heart Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Immunoproliferative Disorders;Joint Diseases;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Diseases, Obstructive;Lung Neoplasms;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, GlaTocilizumab A=24, C=24 A=0.5, C=0.5 0.00001 273.105 48 A=19/5, C=17/7

chr1:154459197 G/G C G SNV SHE SHE:intronic:NM_001010846.2 1 100 intronic NM_001010846.2c.1025-38G>Cp.? -1.59 SH2 domain rs4845633 2.00E-04 YES 1.0 (pos.154459197) SH2 domain-containing protein ESH3/SH2 adaptor activity,positive regulation of signal transduction,protein binding,signal transductionC=0, G=29 C=0.0, G=1.0 0.00001 427.603 29 C=0/0, G=16/13

chr10:135085426 G/G A G SNV ADAM8 ADAM8:exonic:NM_001109.4 1 100 11 synonymous NM_001109.4c.990T>C p.(=) 0.58 0.02(COSM427283)ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders1131719 0.1067 YES 9.541E-1 (pos.135085426)neoplasm A disintegrin and metalloprotease domain 8alpha9-beta1 integrin-ADAM8 complex,alpha9-beta1 integrin-vascular cell adhesion molecule-1 complex,angiogenesis,calcium ion binding,cell adhesion molecule binding,cell morphogenesis,cell surface,cell-cell adhesion,cellular response to hypoxia,cytoplasm,dense core granule membrane,extracellular matrix disassembly,ficolin-1-rich granule membrane,inflammatory response,integral component of plasma membrane,leukocyte migration involved in inflammatory response,lymphocyte chemotaxis,metalloendopeptidase activity,metallopeptidase activity,negative regulation of neuron apoptotic process,neutrophil degranulation,phagolysosome,plasma membrane,podosome,positive regulation of MAP kinase activity,positive regulation of NF-kappaB transcription factor activity,positive regulation of T cell differentiation in thymus,positive regulation of acute inflammatory response,positive regulation of bone resorption,positive regulation of cell adhesion,positive regulation of eosinophil migration,positive regulation of fibronectin-depenDigestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesA=0, G=50 A=0.0, G=1.0 0.00001 852.748 50 A=0/0, G=28/22

chr8:38869207 G/A G A SNV ADAM9 ADAM9:exonic:NM_003816.2 1 47.37 3 missense NM_003816.2c.226G>A p.Glu76Lys 1.08 0.34 56 0 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders61753672 0.0059 1.156E-4;0.0 (pos.38869207) A disintegrin and metalloproteinase domain 9PMA-inducible membrane protein ectodomain proteolysis,SH3 domain binding,activation of MAPKK activity,basolateral plasma membrane,cell adhesion,cell adhesion mediated by integrin,cell migration,cell surface,cell-cell adhesion mediated by integrin,cell-matrix adhesion,cellular response to lipopolysaccharide,collagen binding,extracellular exosome,extracellular space,focal adhesion,integral component of membrane,integrin binding,integrin-mediated signaling pathway,intrinsic component of external side of plasma membrane,keratinocyte differentiation,laminin binding,membrane protein ectodomain proteolysis,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,monocyte activation,positive regulation of cell adhesion mediated by integrin,positive regulation of keratinocyte migration,positive regulation of macrophage fusion,positive regulation of membrane protein ectodomain proteolysis,positive regulation of protein secretion,protein binding,protein kinase C binding,proteolysis,response to calcium iAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nephritis;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Urologic DiseasesINCB7839 Likely benign G=39, A=36 G=0.52, A=0.48 0.00001 374.441 76 G=18/21, A=18/18

chr21:28216595 G/G C G SNV ADAMTS1 ADAMTS1:exonic:NM_006988.4 1 100 1 missense NM_006988.4c.679G>C p.Ala227Pro -0.07 0.25 27 0 0.02(COSM444321)ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs428785,rs766117567 0.2314 YES 4.451E-1;0.0;0.0 (pos.28216595)neoplasm A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 1basement membrane,cytoplasmic vesicle,cytosol,heart trabecula formation,heparin binding,integral component of membrane,integrin-mediated signaling pathway,kidney development,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,negative regulation of cell proliferation,ovulation from ovarian follicle,proteolysis,zinc ion bindingAbnormalities, Multiple;Adenocarcinoma;Autoimmune Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Down Syndrome;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Intellectual Disability;Kidney Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Nephritis;Nervous System Diseases;NeuroC=0, G=21 C=0.0, G=1.0 0.00001 275.764 21 C=0/0, G=5/16

chr1:154580458 C/A C A SNV ADAR ADAR:intronic:NM_001111.4 1 57.45 intronic NM_001111.4c.15+10G>Tp.? -0.12 Adenosine deaminase z-alpha domain,Adenosine-deaminase (editase) domain,Double-stranded RNA binding motifrs58655370 0.2106 YES 1.56E-1 (pos.154580458) Adenosine deaminase, RNA-specificDNA binding,RNA binding,RNA processing,adenosine to inosine editing,base conversion or substitution editing,cellular response to virus,cytoplasm,defense response to virus,definitive hemopoiesis,double-stranded RNA adenosine deaminase activity,erythrocyte differentiation,hematopoietic progenitor cell differentiation,hematopoietic stem cell homeostasis,in utero embryonic development,innate immune response,mRNA processing,membrane,metal ion binding,miRNA loading onto RISC involved in gene silencing by miRNA,negative regulation of RNA interference,negative regulation of apoptotic process,negative regulation of protein kinase activity by regulation of protein phosphorylation,negative regulation of type I interferon-mediated signaling pathway,negative regulation of viral genome replication,nucleolus,nucleoplasm,nucleus,osteoblast differentiation,positive regulation of viral genome replication,pre-miRNA processing,protein binding,protein export from nucleus,protein import into nucleus,response to interferon-alpha,reAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Immune System Diseases;Nervous System Diseases;Nervous System Malformations;Pigmentation Disorders;Skin Diseases;Skin and Connective Tissue DiseasesBenign C=20, A=27 C=0.4255, A=0.5745 0.00001 326.455 47 C=9/11, A=16/11

chr21:28216692 T/T G T SNV ADAMTS1 ADAMTS1:exonic:NM_006988.4 1 100 1 synonymous NM_006988.4c.582C>A p.(=) 0.41 0.06(COSM3758814)ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs445784 0.1964 YES 4.821E-1;0.0 (pos.28216692)adenocarcinoma,neoplasmA disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 1basement membrane,cytoplasmic vesicle,cytosol,heart trabecula formation,heparin binding,integral component of membrane,integrin-mediated signaling pathway,kidney development,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,negative regulation of cell proliferation,ovulation from ovarian follicle,proteolysis,zinc ion bindingAbnormalities, Multiple;Adenocarcinoma;Autoimmune Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Down Syndrome;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Intellectual Disability;Kidney Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Nephritis;Nervous System Diseases;NeuroG=0, T=29 G=0.0, T=1.0 0.00001 427.602 29 G=0/0, T=4/25

chr19:8669931 G/C G C SNV ADAMTS10 ADAMTS10:exonic:NM_030957.3 1 95.45 4 missense NM_030957.3c.401C>G p.Thr134Ser 0.95 1 58 0 0.39(COSM3720716)ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,PLAC (protease and lacunin) domain,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs7255721 0.2976 YES 9.733E-1 (pos.8669931) neoplasm,squamous_cell_carcinomaA disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 10biological_process,extracellular matrix,metalloendopeptidase activity,metallopeptidase activity,microfibril,molecular_function,protein binding,proteinaceous extracellular matrix,proteolysis,zinc ion bindingAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Dwarfism;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Musculoskeletal Diseases;Skin and Connective Tissue Diseases;Weill-Marchesani SyndromeBenign G=1, C=21 G=0.0455, C=0.9545 0.00001 271.51 22 G=0/1, C=6/15

chr1:155106054 A/G A G SNV EFNA1 EFNA1:intronic:NM_004428.2 1 45.83 intronic NM_004428.2c.454+10A>Gp.? -1.39 0.15(COSM3996964)Ephrin rs4390169 0.4713 YES 1.997E-1 (pos.155106054)acute_myeloid_leukaemiaeph-related receptor tyrosine kinase ligand 1 (tumor necrosis factor, alpha-induced protein 4)anchored component of plasma membrane,angiogenesis,aortic valve morphogenesis,axon guidance,cell migration,cell-cell signaling,endocardial cushion to mesenchymal transition involved in heart valve formation,ephrin receptor binding,ephrin receptor signaling pathway,extracellular exosome,integral component of plasma membrane,mitral valve morphogenesis,negative regulation of MAPK cascade,negative regulation of dendritic spine morphogenesis,negative regulation of epithelial to mesenchymal transition,negative regulation of proteolysis involved in cellular protein catabolic process,negative regulation of thymocyte apoptotic process,negative regulation of transcription from RNA polymerase II promoter,notochord formation,plasma membrane,positive regulation of MAPK cascade,positive regulation of amyloid-beta formation,positive regulation of aspartic-type endopeptidase activity involved in amyloid precursor protein catabolic process,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of proteinBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesA=26, G=22 A=0.5417, G=0.4583 0.00001 240.97 48 A=8/18, G=16/6

chr9:136291063 T/T C T SNV ADAMTS13 ADAMTS13:exonic:NM_139025.4 1 100 5 synonymous NM_139025.4c.420C>T p.(=) -0.4 0.01(COSM1460807),0.01(COSM4407209)Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Thrombospondin type 1 domainrs3118667 0.4664 YES 8.449E-1 (pos.136291063)hepatocellular_carcinomaA disintegrin-like and metalloprotease with thrombospondin type 1 motif, 13calcium ion binding,cell surface,cell-matrix adhesion,cellular response to interferon-gamma,cellular response to interleukin-4,cellular response to lipopolysaccharide,cellular response to tumor necrosis factor,endoplasmic reticulum lumen,extracellular space,glycoprotein metabolic process,integrin binding,integrin-mediated signaling pathway,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,peptide catabolic process,platelet activation,protein O-linked fucosylation,protein binding,protein processing,proteinaceous extracellular matrix,proteolysis,response to amine,response to potassium ion,response to toxic substance,zinc ion bindingAutoimmune Diseases;Blood Coagulation Disorders;Blood Platelet Disorders;Digestive System Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Immune System Diseases;Purpura;Purpura, Thrombocytopenic;Purpura, Thrombocytopenic, Idiopathic;Purpura, Thrombotic Thrombocytopenic;Thrombocytopenia;Thrombophilia;Thrombotic MicroangiopathiesC=0, T=63 C=0.0, T=1.0 0.00001 958.917 63 C=0/0, T=58/5

chr10:72513682 T/T C T SNV ADAMTS14 ADAMTS14:exonic:NM_139155.3 1 100 19 synonymous NM_139155.3c.2865C>T p.(=) 1.67 0.7(COSM3751932),0.7(COSM5826766)ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs2587475 0.434 YES 5.236E-1 (pos.72513682) adenocarcinoma,hepatocellular_carcinomaA disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 14collagen catabolic process,collagen fibril organization,extracellular region,metalloendopeptidase activity,proteinaceous extracellular matrix,proteolysis,zinc ion bindingC=0, T=47 C=0.0, T=1.0 0.00001 789.255 47 C=0/0, T=32/15

chr1:155294274 G/G A G SNV

RUSC1,RUSC

1-AS1 RUSC1-AS1:upstream:NR_145424.1, RUSC1:intronic:NM_001105203.11
100

intronic NR_145424.1, NM_001105203.1c.1358-362A>Gp.? 0.32 0.01(COSM4142793)RUN domain,SH3 domain,Variant SH3 domainrs914616 7.00E-04 YES 1.0 (pos.155294274) neoplasm RUN domain- and SH3 domain-containing protein 1Golgi apparatus,SH3/SH2 adaptor activity,actin binding,cell junction,cytoplasmic vesicle,cytosol,early endosome,microtubule,microtubule cytoskeleton,nucleus,positive regulation of signal transduction,postsynaptic density,postsynaptic membrane,protein binding,protein polyubiquitinationA=0, G=40 A=0.0, G=1.0 0.00001 644.283 40 A=0/0, G=25/15

chr1:155294772 G/G A G SNV

RUSC1,RUSC

1-AS1 RUSC1-AS1:upstream:NR_145424.1, RUSC1:intronic:NM_001105203.11
100

intronic NR_145424.1, NM_001105203.1c.1456+38A>Gp.? -0.98 RUN domain,SH3 domain,Variant SH3 domainrs4971075 7.00E-04 YES 9.999E-1 (pos.155294772) RUN domain- and SH3 domain-containing protein 1Golgi apparatus,SH3/SH2 adaptor activity,actin binding,cell junction,cytoplasmic vesicle,cytosol,early endosome,microtubule,microtubule cytoskeleton,nucleus,positive regulation of signal transduction,postsynaptic density,postsynaptic membrane,protein binding,protein polyubiquitinationA=0, G=25 A=0.0, G=1.0 0.00001 350.334 25 A=0/0, G=15/10

chr10:72517837 T/T C T SNV ADAMTS14 ADAMTS14:exonic:NM_139155.3 1 100 20 synonymous NM_139155.3c.3066C>T p.(=) -6.44 ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs6480463,rs775082186 0.4115 YES 3.992E-1;0.0 (pos.72517837) A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 14collagen catabolic process,collagen fibril organization,extracellular region,metalloendopeptidase activity,proteinaceous extracellular matrix,proteolysis,zinc ion bindingC=0, T=39 C=0.0, T=1.0 0.00001 623.98 39 C=0/0, T=20/19

chr16:77353973 G/T G T SNV ADAMTS18 ADAMTS18:exonic:NM_199355.3 1 50 16 missense NM_199355.3c.2305C>A p.Leu769Ile 2.54 0.21 5 0 0.07(COSM3755091)ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,PLAC (protease and lacunin) domain,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs9930984 0.3948 YES 8.818E-1 (pos.77353973) adenocarcinomaA disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 18eye development,integrin-mediated signaling pathway,metalloendopeptidase activity,negative regulation of platelet aggregation,proteinaceous extracellular matrix,proteolysis,zinc ion bindingG=15, T=15 G=0.5, T=0.5 0.00001 144.99 30 G=3/12, T=5/10

chr5:128863471 G/G A G SNV ADAMTS19 ADAMTS19:exonic:NM_133638.4 1 100 5 missense NM_133638.4c.1117A>G p.Ser373Gly 4.07 1 56 0 ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,PLAC (protease and lacunin) domain,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs6595908 0.0056 1.0 (pos.128863471) A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 19metalloendopeptidase activity,metallopeptidase activity,proteinaceous extracellular matrix,proteolysis,zinc ion bindingA=0, G=77 A=0.0, G=1.0 0.00001 1229.45 77 A=0/0, G=25/52

chr5:129072943 T/T G T SNV ADAMTS19 ADAMTS19:utr_3:NM_133638.4 1 100 23 utr_3 NM_133638.4c.3674G>T p.? 0.87 ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,PLAC (protease and lacunin) domain,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs1465686 0.0735 YES 9.981E-1 (pos.129072943) A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 19metalloendopeptidase activity,metallopeptidase activity,proteinaceous extracellular matrix,proteolysis,zinc ion bindingG=0, T=63 G=0.0, T=1.0 0.00001 955.452 63 G=0/0, T=32/31

chr1:155903408 C/T C T SNV KIAA0907 KIAA0907:intronic:NM_014949.3 1 46.88 intronic NM_014949.3c.255+16G>Ap.? 0.09 rs4661151,rs774605141 0.343 YES 2.31E-1;3.249E-4 (pos.155903408) RNA binding,cytoplasm,mRNA splice site selection,nucleus,protein binding,spliceosomal complexC=17, T=15 C=0.5313, T=0.4688 0.00001 143.702 32 C=8/9, T=6/9

chr5:178634619 T/T C T SNV ADAMTS2 ADAMTS2:exonic:NM_014244.4 1 100 4 synonymous NM_014244.4c.786G>A p.(=) -5.17 0.03(COSM4159794),0.03(COSM4159795)ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs423552 0.074 YES 9.985E-1 (pos.178634619)neoplasm A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 2 (procollagen I N-proteinase)collagen catabolic process,collagen fibril organization,extracellular region,extracellular space,lung development,metalloendopeptidase activity,metallopeptidase activity,protein processing,proteinaceous extracellular matrix,skin development,spermatogenesis,zinc ion bindingCardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesBenign C=0, T=20 C=0.0, T=1.0 0.00001 263.785 20 C=0/0, T=9/11

chr1:155924505 G/G A G SNV ARHGEF2 ARHGEF2:intronic:NM_001162383.1 1 100 intronic NM_001162383.1c.1783+188T>Cp.? -0.77 RhoGEF domainrs4661162 YES RHO guanine nucleotide exchange factor 2G-protein coupled receptor signaling pathway,Golgi apparatus,Rac GTPase binding,Rac guanyl-nucleotide exchange factor activity,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,actin filament organization,asymmetric neuroblast division,bicellular tight junction,cell morphogenesis,cellular hyperosmotic response,cellular response to muramyl dipeptide,cellular response to tumor necrosis factor,cytoplasm,cytoplasmic vesicle,cytoskeleton,cytosol,dendritic shaft,establishment of mitotic spindle orientation,focal adhesion,guanyl-nucleotide exchange factor activity,innate immune response,intracellular,intracellular protein transport,intracellular signal transduction,metal ion binding,microtubule,microtubule binding,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of intrinsic apoptotic signaling pathway in response to osmotic stress,negative regulation of microtubule depolymerization,negative regulation of necroptotic process,negative regulatiAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesA=0, G=21 A=0.0, G=1.0 0.00001 281.233 21 A=0/0, G=13/8



chr5:178770981 A/G A G SNV ADAMTS2 ADAMTS2:exonic:NM_014244.4 1 50 2 synonymous NM_014244.4c.321T>C p.(=) -0.14 0.05(COSM3761157),0.05(COSM3761158)ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs2271212 0.3524 YES 4.922E-1 (pos.178770981)adenocarcinoma,carcinomaA disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 2 (procollagen I N-proteinase)collagen catabolic process,collagen fibril organization,extracellular region,extracellular space,lung development,metalloendopeptidase activity,metallopeptidase activity,protein processing,proteinaceous extracellular matrix,skin development,spermatogenesis,zinc ion bindingCardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesBenign A=50, G=50 A=0.5, G=0.5 0.00001 566.806 100 A=37/13, G=19/31

chr5:178580549 G/A G A SNV ADAMTS2 ADAMTS2:exonic:NM_014244.4 1 47.62 9 synonymous NM_014244.4c.1458C>T p.(=) 2.64 0.89(COSM3761151),0.89(COSM3761152)ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs61757478 0.0047 0.0 (pos.178580549) adenocarcinomaA disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 2 (procollagen I N-proteinase)collagen catabolic process,collagen fibril organization,extracellular region,extracellular space,lung development,metalloendopeptidase activity,metallopeptidase activity,protein processing,proteinaceous extracellular matrix,skin development,spermatogenesis,zinc ion bindingCardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesConflicting interpretations of pathogenicityG=11, A=10 G=0.5238, A=0.4762 0.00001 82.2884 21 G=7/4, A=4/6

chr12:43860526 G/G A G SNV ADAMTS20 ADAMTS20:exonic:NM_025003.4 1 100 9 synonymous NM_025003.4c.1296T>C p.(=) 0.16 0.81(COSM5654234),0.81(COSM5654235),0.81(COSM5654236)ADAM-TS Spacer 1,GON domain,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs11182088 0.3412 YES 7.561E-1 (pos.43860526) diffuse_large_B_cell_lymphomaA disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 20extracellular matrix,extracellular matrix organization,extracellular space,metalloendopeptidase activity,negative regulation of apoptotic process,positive regulation of melanocyte differentiation,positive regulation of signal transduction,proteinaceous extracellular matrix,proteolysis,zinc ion bindingMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasA=0, G=74 A=0.0, G=1.0 0.00001 1159.76 74 A=0/0, G=41/33

chr1:15616183 T/C T C SNV FHAD1 FHAD1:intronic:NM_052929.1 1 96.77 intronic NM_052929.1c.568+21T>Cp.? -2.58 FHA domain rs487338 YES 3.168E-1 (pos.15616183) T=1, C=30 T=0.0323, C=0.9677 0.00001 435.605 31 T=0/1, C=12/18

chr1:1562437 G/G C G SNV MIB2 MIB2:intronic:NM_080875.2 1 100 intronic NM_080875.2c.1586-17C>Gp.? 0.03 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Mib_herc2,Zinc finger, C3HC4 type (RING finger),Zinc finger, ZZ typers28510084 0.2135 YES 3.846E-1;0.0;0.0 (pos.1562437) Mindbomb, Drosophila, homolog of, 2Notch signaling pathway,actin binding,cytoplasm,cytosol,early endosome,metal ion binding,positive regulation of I-kappaB kinase/NF-kappaB signaling,protein binding,protein polyubiquitination,protein ubiquitination,signal transducer activity,ubiquitin ligase complex,ubiquitin protein ligase activity,ubiquitin-protein transferase activity,zinc ion bindingC=0, G=30 C=0.0, G=1.0 0.00001 446.578 30 C=0/0, G=20/10

chr21:28302355 G/G A G SNV ADAMTS5 ADAMTS5:exonic:NM_007038.4 1 100 7 missense NM_007038.4c.2075T>C p.Leu692Pro 7.32 1 98 0 0.08(COSM4417064)ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs226794,rs796220363 0.1081 YES 4.667E-1 (pos.28302355) acute_myeloid_leukaemiaA disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 5 (aggrecanase 2)defense response to bacterium,endoplasmic reticulum lumen,extracellular matrix binding,extracellular matrix disassembly,extracellular region,extracellular space,heparin binding,integrin binding,metalloendopeptidase activity,metallopeptidase activity,protein O-linked fucosylation,protein binding,proteinaceous extracellular matrix,proteolysis,tooth eruption,zinc ion bindingAbnormalities, Multiple;Arthritis;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Joint Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Osteoarthritis;Rheumatic Diseases(2R)-N~4~-hydroxy-2-(3-hydroxybenzyl)-N~1~-(1S,2R)-2-hydroxy-2,3-dihydro-1H-inden-1-ylbutanediamide,Batimastat,N-hydroxy-4-({4-4-(trifluoromethyl)phenoxyphenyl}sulfonyl)tetrahydro-2H-pyran-4-carboxamideA=0, G=41 A=0.0, G=1.0 0.00001 664.693 41 A=0/0, G=22/19

chr15:79089007 C/C T C SNV ADAMTS7 ADAMTS7:exonic:NM_014272.4 1 100 4 synonymous NM_014272.4c.744A>G p.(=) 1.91 ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs3743057 0.2459 YES 8.787E-1 (pos.79089007) A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 7cell surface,cellular response to BMP stimulus,cellular response to interleukin-1,cellular response to tumor necrosis factor,endoplasmic reticulum lumen,extracellular space,metalloendopeptidase activity,metallopeptidase activity,negative regulation of chondrocyte differentiation,protein O-linked fucosylation,protein binding,proteinaceous extracellular matrix,proteolysis involved in cellular protein catabolic process,zinc ion bindingAdnexal Diseases;Arterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Heart Diseases;Myocardial Ischemia;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Vascular DiseasesT=0, C=27 T=0.0, C=1.0 0.00001 389.985 27 T=0/0, C=18/9

chr1:156503541 C/C T C SNV IQGAP3 IQGAP3:intronic:NM_178229.4 1 100 intronic NM_178229.4c.3976+24A>Gp.? 0.07 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs6699212 1.00E-04 1.0 (pos.156503541) ERK1 and ERK2 cascade,G1/S transition of mitotic cell cycle,Ras protein signal transduction,Rho GTPase binding,activation of MAPK activity,calmodulin binding,cell-cell junction,cellular response to organic substance,cytosol,lateral plasma membrane,myosin VI light chain binding,negative regulation of gene expression,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,regulation of GTPase activity,regulation of cell size,signal transductionT=0, C=29 T=0.0, C=1.0 0.00001 427.603 29 T=0/0, C=6/23

chr1:156504104 C/C A C SNV IQGAP3 IQGAP3:intronic:NM_178229.4 1 100 intronic NM_178229.4c.3741-171T>Gp.? 0.11 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs7552082 YES ERK1 and ERK2 cascade,G1/S transition of mitotic cell cycle,Ras protein signal transduction,Rho GTPase binding,activation of MAPK activity,calmodulin binding,cell-cell junction,cellular response to organic substance,cytosol,lateral plasma membrane,myosin VI light chain binding,negative regulation of gene expression,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,regulation of GTPase activity,regulation of cell size,signal transductionA=0, C=34 A=0.0, C=1.0 0.00001 524.184 34 A=0/0, C=24/10

chr1:156508477 A/A G A SNV IQGAP3 IQGAP3:intronic:NM_178229.4 1 100 intronic NM_178229.4c.3281+124C>Tp.? 0.27 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs1177696 YES ERK1 and ERK2 cascade,G1/S transition of mitotic cell cycle,Ras protein signal transduction,Rho GTPase binding,activation of MAPK activity,calmodulin binding,cell-cell junction,cellular response to organic substance,cytosol,lateral plasma membrane,myosin VI light chain binding,negative regulation of gene expression,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,regulation of GTPase activity,regulation of cell size,signal transductionG=0, A=35 G=0.0, A=1.0 0.00001 543.903 35 G=0/0, A=16/19

chr1:156520173 A/A T A SNV IQGAP3 IQGAP3:intronic:NM_178229.4 1 100 intronic NM_178229.4c.1735-30A>Tp.? 0.19 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs1778819 1.00E-04 1.0 (pos.156520173) ERK1 and ERK2 cascade,G1/S transition of mitotic cell cycle,Ras protein signal transduction,Rho GTPase binding,activation of MAPK activity,calmodulin binding,cell-cell junction,cellular response to organic substance,cytosol,lateral plasma membrane,myosin VI light chain binding,negative regulation of gene expression,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,regulation of GTPase activity,regulation of cell size,signal transductionT=0, A=26 T=0.0, A=1.0 0.00001 377.08 26 T=0/0, A=8/18

chr1:156524221 G/T G T SNV IQGAP3 IQGAP3:intronic:NM_178229.4 1 56 intronic NM_178229.4c.1291-37C>Ap.? 1.65 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs6694580 0.3088 YES 5.128E-1 (pos.156524221) ERK1 and ERK2 cascade,G1/S transition of mitotic cell cycle,Ras protein signal transduction,Rho GTPase binding,activation of MAPK activity,calmodulin binding,cell-cell junction,cellular response to organic substance,cytosol,lateral plasma membrane,myosin VI light chain binding,negative regulation of gene expression,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,regulation of GTPase activity,regulation of cell size,signal transductionG=11, T=14 G=0.44, T=0.56 0.00001 134.35 25 G=2/9, T=6/8

chr11:130297957 C/C T C SNV ADAMTS8 ADAMTS8:exonic:NM_007037.5 1 100 1 synonymous NM_007037.5c.225A>G p.(=) -0.74 0.02(COSM3749142),0.02(COSM3749143)ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs775882152,rs7942034 0.1428 YES 4.348E-3;0.0;0.0 (pos.130297947),9.657E-1 (pos.130297957)adenocarcinoma,neoplasmA disintegrin-like and metalloproteinase with thrombospondin type-1 motif, 8extracellular matrix,heparin binding,integrin binding,low-affinity phosphate transmembrane transporter activity,metalloendopeptidase activity,metallopeptidase activity,negative regulation of cell proliferation,phosphate ion transmembrane transport,proteinaceous extracellular matrix,proteolysis,zinc ion bindingT=0, C=36 T=0.0, C=1.0 0.00001 563.482 36 T=0/0, C=7/29

chr1:156536123 C/C T C SNV IQGAP3 IQGAP3:intronic:NM_178229.4 1 100 intronic NM_178229.4c.282+59A>Gp.? -0.2 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs2066378 YES ERK1 and ERK2 cascade,G1/S transition of mitotic cell cycle,Ras protein signal transduction,Rho GTPase binding,activation of MAPK activity,calmodulin binding,cell-cell junction,cellular response to organic substance,cytosol,lateral plasma membrane,myosin VI light chain binding,negative regulation of gene expression,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,regulation of GTPase activity,regulation of cell size,signal transductionT=0, C=89 T=0.0, C=1.0 0.00001 1472.49 89 T=0/0, C=65/24

chr9:18504916 A/A T A SNV ADAMTSL1 ADAMTSL1:exonic:NM_001040272.5 1 100 2 synonymous NM_001040272.5c.153T>A p.(=) 0.13 0.29(COSM4407063),0.29(COSM4407064),0.29(COSM4407065)Immunoglobulin I-set domain,Immunoglobulin domain,PLAC (protease and lacunin) domain,Thrombospondin type 1 domainrs2277160 0.4367 YES 4.642E-1 (pos.18504916) hepatocellular_carcinomaADAMTS-like protein 1endoplasmic reticulum lumen,metalloendopeptidase activity,protein O-linked fucosylation,proteinaceous extracellular matrix,proteolysis,zinc ion bindingT=0, A=28 T=0.0, A=1.0 0.00001 413.631 28 T=0/0, A=20/8

chr9:18776840 C/C A C SNV ADAMTSL1 ADAMTSL1:exonic:NM_001040272.5 1 100 19 synonymous NM_001040272.5c.2613A>C p.(=) 1.97 0.17(COSM3763851)Immunoglobulin I-set domain,Immunoglobulin domain,PLAC (protease and lacunin) domain,Thrombospondin type 1 domainrs1549986 0.0845 YES 1.0 (pos.18776840) adenocarcinoma,hepatocellular_carcinomaADAMTS-like protein 1endoplasmic reticulum lumen,metalloendopeptidase activity,protein O-linked fucosylation,proteinaceous extracellular matrix,proteolysis,zinc ion bindingA=0, C=50 A=0.0, C=1.0 0.00001 852.748 50 A=0/0, C=24/26

chr1:156536353 G/G A G SNV IQGAP3 IQGAP3:intronic:NM_178229.4 1 100 intronic NM_178229.4c.126-15T>Cp.? 0.18 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs947663 3.00E-04 YES 1.0 (pos.156536353) ERK1 and ERK2 cascade,G1/S transition of mitotic cell cycle,Ras protein signal transduction,Rho GTPase binding,activation of MAPK activity,calmodulin binding,cell-cell junction,cellular response to organic substance,cytosol,lateral plasma membrane,myosin VI light chain binding,negative regulation of gene expression,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,regulation of GTPase activity,regulation of cell size,signal transductionA=0, G=251 A=0.0, G=1.0 0.00001 4107.3 251 A=0/0, G=130/121

chr1:156539154 C/C T C SNV IQGAP3 IQGAP3:intronic:NM_178229.4 1 100 intronic NM_178229.4c.125+14A>Gp.? -1.55 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs6427319 0.0026 9.996E-1 (pos.156539154) ERK1 and ERK2 cascade,G1/S transition of mitotic cell cycle,Ras protein signal transduction,Rho GTPase binding,activation of MAPK activity,calmodulin binding,cell-cell junction,cellular response to organic substance,cytosol,lateral plasma membrane,myosin VI light chain binding,negative regulation of gene expression,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,regulation of GTPase activity,regulation of cell size,signal transductionT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=22/6

chr9:18777368 C/C T C SNV ADAMTSL1 ADAMTSL1:exonic:NM_001040272.5 1 100 19 synonymous NM_001040272.5c.3141T>C p.(=) -4.54 0.01(COSM455733)Immunoglobulin I-set domain,Immunoglobulin domain,PLAC (protease and lacunin) domain,Thrombospondin type 1 domainrs7033684 0.2849 YES 7.25E-1 (pos.18777368) NS,adenocarcinoma,carcinoma,neoplasmADAMTS-like protein 1endoplasmic reticulum lumen,metalloendopeptidase activity,protein O-linked fucosylation,proteinaceous extracellular matrix,proteolysis,zinc ion bindingT=0, C=23 T=0.0, C=1.0 0.00001 316.685 23 T=0/0, C=13/10

chr9:136412170 T/T C T SNV ADAMTSL2 ADAMTSL2:exonic:NM_014694.3 1 100 9 synonymous NM_014694.3c.774C>T p.(=) -0.61 ADAM-TS Spacer 1,PLAC (protease and lacunin) domain,Thrombospondin type 1 domainrs2073874 0.0831 YES 5.216E-1 (pos.136412170) ADAMTS-like protein 2extracellular matrix organization,lobar bronchus epithelium development,metalloendopeptidase activity,microfibril binding,negative regulation of transforming growth factor beta receptor signaling pathway,protein binding,proteinaceous extracellular matrix,proteolysis,zinc ion bindingBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Digestive System Diseases;Genetic Diseases, Inborn;Hand Deformities;Hand Deformities, Congenital;Heart Diseases;Heart Valve Diseases;Hepatomegaly;Joint Diseases;Limb Deformities, Congenital;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Osteochondrodysplasias;Upper Extremity Deformities, CongenitalBenign C=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=10/10

chr9:136412236 T/T A T SNV ADAMTSL2 ADAMTSL2:exonic:NM_014694.3 1 100 9 synonymous NM_014694.3c.840A>T p.(=) -2.2 ADAM-TS Spacer 1,PLAC (protease and lacunin) domain,Thrombospondin type 1 domainrs2073875 0.0828 YES 5.211E-1 (pos.136412236) ADAMTS-like protein 2extracellular matrix organization,lobar bronchus epithelium development,metalloendopeptidase activity,microfibril binding,negative regulation of transforming growth factor beta receptor signaling pathway,protein binding,proteinaceous extracellular matrix,proteolysis,zinc ion bindingBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Digestive System Diseases;Genetic Diseases, Inborn;Hand Deformities;Hand Deformities, Congenital;Heart Diseases;Heart Valve Diseases;Hepatomegaly;Joint Diseases;Limb Deformities, Congenital;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Osteochondrodysplasias;Upper Extremity Deformities, CongenitalBenign A=0, T=20 A=0.0, T=1.0 0.00001 263.786 20 A=0/0, T=10/10

chr1:156884365 C/C T C SNV PEAR1 PEAR1:intronic:NM_001080471.1 1 100 intronic NM_001080471.1c.2963-74T>Cp.? -2.87 Human growth factor-like EGF,Laminin EGF domainrs749256 YES Platelet endothelial aggregation receptor 1integral component of membrane,negative regulation of Notch signaling pathway,phagocytic cup,recognition of apoptotic cellT=0, C=26 T=0.0, C=1.0 0.00001 371.418 26 T=0/0, C=15/11

chr9:136412255 C/C A C SNV ADAMTSL2 ADAMTSL2:exonic:NM_014694.3 1 100 9 synonymous NM_014694.3c.859A>C p.(=) 3.05 ADAM-TS Spacer 1,PLAC (protease and lacunin) domain,Thrombospondin type 1 domainrs2073876 0.0828 YES 5.215E-1;0.0 (pos.136412255) ADAMTS-like protein 2extracellular matrix organization,lobar bronchus epithelium development,metalloendopeptidase activity,microfibril binding,negative regulation of transforming growth factor beta receptor signaling pathway,protein binding,proteinaceous extracellular matrix,proteolysis,zinc ion bindingBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Digestive System Diseases;Genetic Diseases, Inborn;Hand Deformities;Hand Deformities, Congenital;Heart Diseases;Heart Valve Diseases;Hepatomegaly;Joint Diseases;Limb Deformities, Congenital;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Osteochondrodysplasias;Upper Extremity Deformities, CongenitalBenign A=0, C=20 A=0.0, C=1.0 0.00001 263.786 20 A=0/0, C=10/10

chr1:157566019 A/A G A SNV FCRL4 FCRL4:intronic:NM_031282.2 1 100 intronic NM_031282.2c.52+99C>Tp.? 0.11 Immunoglobulin I-set domain,Immunoglobulin domainrs10489674 YES adaptive immune response,extracellular exosome,integral component of membrane,plasma membrane,protein bindingG=0, A=52 G=0.0, A=1.0 0.00001 765.058 52 G=0/0, A=39/13

chr1:157566211 G/G A G SNV FCRL4 FCRL4:intronic:NM_031282.2 1 100 intronic NM_031282.2c.32-73T>C p.? 0.13 Immunoglobulin I-set domain,Immunoglobulin domainrs12744410 0.3309 YES adaptive immune response,extracellular exosome,integral component of membrane,plasma membrane,protein bindingA=0, G=60 A=0.0, G=1.0 0.00001 886.906 60 A=0/0, G=34/26

chr1:150526406 C/T C T SNV ADAMTSL4 ADAMTSL4:exonic:NM_019032.5 1 50 6 synonymous NM_019032.5c.939C>T p.(=) 0.53 0.15(COSM4142598),0.15(COSM4142599),0.15(COSM423779)ADAM-TS Spacer 1,PLAC (protease and lacunin) domain,Thrombospondin type 1 domainrs6681639 0.2701 YES 3.056E-1;0.0;0.0 (pos.150526406)carcinoma,neoplasmADAMTS-like 4apoptotic process,cellular_component,endoplasmic reticulum lumen,epithelial cell development,extracellular matrix organization,extracellular space,interstitial matrix,peptidase activity,positive regulation of apoptotic process,protease binding,protein O-linked fucosylation,protein binding,proteolysisCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectopia Lentis;Eye Abnormalities;Eye Diseases;Lens Diseases;Lens Subluxation;Nervous System Diseases;Neurologic Manifestations;Pupil DisordersBenign C=30, T=30 C=0.5, T=0.5 0.00001 277.133 60 C=16/14, T=16/14

chr1:157740186 G/G GTCAG G INDEL FCRL2 FCRL2:intronic:NM_030764.3 4 100 intronic NM_030764.3c.310+13CTGAC>Cp.? -0.71, -2.21, -0.99, -0.66, -0.81 Immunoglobulin I-set domain,Immunoglobulin domainrs10540465,rs386635850,rs57139984,rs752345567,rs75308545,rs759197139,rs76812342,rs777090865,rs779824186,rs796758152,rs796989951,rs9245871530.4581 YES 0.0 (pos.157740185),0.0 (pos.157740190),4.524E-1;0.0 (pos.157740186),4.526E-1 (pos.157740189)Fc receptor-like protein BSH3/SH2 adaptor activity,cell-cell signaling,integral component of membrane,plasma membrane,positive regulation of signal transduction,protein bindingGTCAG=0, G=21GTCAG=0.0, G=1.0 0.00001 192.221 21 GTCAG=0/0, G=9/12

chr19:1510661 G/G A G SNV ADAMTSL5 ADAMTSL5:exonic:NM_213604.2 1 100 3 synonymous NM_213604.2c.168T>C p.(=) -6.98 0.01(COSM3756385)ADAM-TS Spacer 1,Thrombospondin type 1 domain,UNC-6/NTR/C345C modulers265291 0.0687 YES 1.0 (pos.1510661) adenocarcinoma,neoplasm extracellular region,heparin binding,metalloendopeptidase activity,microfibril,protein binding,proteinaceous extracellular matrix,proteolysis,zinc ion bindingA=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=24/5

chr1:15789176 T/T C T SNV CELA2A CELA2A:intronic:NM_033440.2 1 100 intronic NM_033440.2c.228-52C>Tp.? 0.59 Trypsin,Trypsin-like peptidase domainrs3815786 0.2484 YES Chymotrypsin-like elastase family, member 2Acornification,cytosol,endopeptidase activity,extracellular region,extracellular space,keratohyalin granule,proteolysis,serine hydrolase activity,serine-type endopeptidase activityCardiovascular Diseases;Hypertension;Vascular Diseases2-(2-HYDROXY-CYCLOPENTYL)-PENT-4-ENALC=0, T=100 C=0.0, T=1.0 0.00001 1689.31 100 C=0/0, T=57/43

chr1:154574820 C/C T C SNV ADAR ADAR:exonic:NM_001111.4 1 100 2 missense NM_001111.4c.298A>G p.Arg100Gly -0.95 0.7 125 0 Adenosine deaminase z-alpha domain,Adenosine-deaminase (editase) domain,Double-stranded RNA binding motifrs1466731 1.00E-04 1.0 (pos.154574820) Adenosine deaminase, RNA-specificDNA binding,RNA binding,RNA processing,adenosine to inosine editing,base conversion or substitution editing,cellular response to virus,cytoplasm,defense response to virus,definitive hemopoiesis,double-stranded RNA adenosine deaminase activity,erythrocyte differentiation,hematopoietic progenitor cell differentiation,hematopoietic stem cell homeostasis,in utero embryonic development,innate immune response,mRNA processing,membrane,metal ion binding,miRNA loading onto RISC involved in gene silencing by miRNA,negative regulation of RNA interference,negative regulation of apoptotic process,negative regulation of protein kinase activity by regulation of protein phosphorylation,negative regulation of type I interferon-mediated signaling pathway,negative regulation of viral genome replication,nucleolus,nucleoplasm,nucleus,osteoblast differentiation,positive regulation of viral genome replication,pre-miRNA processing,protein binding,protein export from nucleus,protein import into nucleus,response to interferon-alpha,reAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Immune System Diseases;Nervous System Diseases;Nervous System Malformations;Pigmentation Disorders;Skin Diseases;Skin and Connective Tissue DiseasesT=0, C=36 T=0.0, C=1.0 0.00001 563.744 36 T=0/0, C=18/18

chr7:45753324 A/A G A SNV ADCY1 ADCY1:exonic:NM_021116.3 1 100 20 synonymous NM_021116.3c.3090G>A p.(=) 1.51 0.56(COSM4415829)Adenylate and Guanylate cyclase catalytic domain,Adenylyl cyclase N-terminal extracellular and transmembrane regionrs2293106 0.1678 YES 1.071E-1 (pos.45753324) acute_myeloid_leukaemiaAdenylate cyclase-1, brainATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,axonogenesis,cAMP biosynthetic process,cAMP-mediated signaling,cGMP biosynthetic process,calcium- and calmodulin-responsive adenylate cyclase activity,calmodulin binding,cellular response to calcium ion,cellular response to forskolin,cellular response to glucagon stimulus,circadian rhythm,cyclic nucleotide biosynthetic process,cytoplasm,extracellular exosome,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,long-term memory,membrane raft,metal ion binding,nucleotide binding,nucleus,phosphorus-oxygen lyase activity,plasma membrane,regulation of circadian rhythm,renal water homBronchial Neoplasms;Carcinoma, Bronchogenic;Dyskinesias;Ear Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hyperkinesis;Lung Diseases;Lung Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Sensation Disorders;Small Cell Lung Carcinoma;Substance Withdrawal Syndrome;Substance-Related Disorders;Thoracic NeoplasmsATP,Adenosine monophosphateG=0, A=100 G=0.0, A=1.0 0.00001 1562.79 100 G=0/0, A=36/64

chr2:25141534 A/AG A AG INDEL ADCY3 ADCY3:exonic:NM_004036.4 1 100 2 frameshiftInsertion NM_004036.4c.322_323insCp.Leu108fs 2.51 Adenylate and Guanylate cyclase catalytic domain,Adenylyl cyclase N-terminal extracellular and transmembrane regionAdenylate cyclase-3,Adenylyl cyclase-8, brainATP binding,G-protein coupled receptor signaling pathway,Golgi apparatus,acrosome reaction,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,cAMP biosynthetic process,cGMP biosynthetic process,calmodulin binding,cellular response to forskolin,cellular response to glucagon stimulus,cilium,cyclic nucleotide biosynthetic process,cytoplasm,flagellated sperm motility,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,membrane,metal ion binding,nucleotide binding,olfactory learning,phosphorus-oxygen lyase activity,plasma membrane,renal water homeostasis,sensory perception of smell,signal transduction,single fertilizationDigestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesA=0, AG=39 A=0.0, AG=1.0 0.00001 263.798 39 A=0/0, AG=26/13

chr2:25141538 G/G A G SNV ADCY3 ADCY3:exonic:NM_004036.4 1 100 2 missense NM_004036.4c.319T>C p.Ser107Pro 1.28 0.39 74 0 0.15(COSM4133745)Adenylate and Guanylate cyclase catalytic domain,Adenylyl cyclase N-terminal extracellular and transmembrane regionrs11676272 0.472 YES 4.337E-1 (pos.25141538) acute_myeloid_leukaemia,carcinoma,neoplasmAdenylate cyclase-3,Adenylyl cyclase-8, brainATP binding,G-protein coupled receptor signaling pathway,Golgi apparatus,acrosome reaction,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,cAMP biosynthetic process,cGMP biosynthetic process,calmodulin binding,cellular response to forskolin,cellular response to glucagon stimulus,cilium,cyclic nucleotide biosynthetic process,cytoplasm,flagellated sperm motility,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,membrane,metal ion binding,nucleotide binding,olfactory learning,phosphorus-oxygen lyase activity,plasma membrane,renal water homeostasis,sensory perception of smell,signal transduction,single fertilizationDigestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesA=0, G=39 A=0.0, G=1.0 0.00001 620.537 39 A=0/0, G=26/13

chr1:158587784 G/G T G SNV SPTA1 SPTA1:intronic:NM_003126.2 1 100 intronic NM_003126.2c.6548+45A>Cp.? -0.15 Ca2+ insensitive EF hand,SH3 domain,Spectrin repeat,Variant SH3 domainrs857717 1.00E-04 1.0;0.0 (pos.158587784) Spectrin, alpha, erythrocytic-1ER to Golgi vesicle-mediated transport,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin cytoskeleton,actin filament binding,actin filament capping,actin filament organization,axon,axon guidance,calcium ion binding,cuticular plate,cytosol,hemopoiesis,intrinsic component of the cytoplasmic side of the plasma membrane,lymphocyte homeostasis,plasma membrane organization,porphyrin-containing compound biosynthetic process,positive regulation of T cell proliferation,positive regulation of protein binding,protein binding,protein heterodimerization activity,regulation of cell shape,spectrin,spectrin-associated cytoskeleton,structural constituent of cytoskeletonAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Elliptocytosis, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Spherocytosis, HereditaryT=0, G=35 T=0.0, G=1.0 0.00001 543.878 35 T=0/0, G=19/16

chr1:158607788 G/G T G SNV SPTA1 SPTA1:intronic:NM_003126.2 1 100 intronic NM_003126.2c.5189+35A>Cp.? -0.58 Ca2+ insensitive EF hand,SH3 domain,Spectrin repeat,Variant SH3 domainrs2518492 1.00E-04 1.0;0.0 (pos.158607788) Spectrin, alpha, erythrocytic-1ER to Golgi vesicle-mediated transport,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin cytoskeleton,actin filament binding,actin filament capping,actin filament organization,axon,axon guidance,calcium ion binding,cuticular plate,cytosol,hemopoiesis,intrinsic component of the cytoplasmic side of the plasma membrane,lymphocyte homeostasis,plasma membrane organization,porphyrin-containing compound biosynthetic process,positive regulation of T cell proliferation,positive regulation of protein binding,protein binding,protein heterodimerization activity,regulation of cell shape,spectrin,spectrin-associated cytoskeleton,structural constituent of cytoskeletonAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Elliptocytosis, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Spherocytosis, HereditaryT=0, G=30 T=0.0, G=1.0 0.00001 446.636 30 T=0/0, G=19/11

chr16:50326661 G/G A G SNV

ADCY7,MIR6

771 ADCY7:exonic:NM_001114.4, MIR6771:downstream:NR_106829.1 1
100

4 synonymous NM_001114.4, NR_106829.1c.612A>G p.(=) -0.48 Adenylate and Guanylate cyclase catalytic domain,Adenylyl cyclase N-terminal extracellular and transmembrane region,Domain of Unknown Function (DUF1053)rs8051594 6.00E-04 1.0 (pos.50326661) Adenylate cyclase-7ATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,cAMP biosynthetic process,cGMP biosynthetic process,cellular response to ethanol,cellular response to glucagon stimulus,cyclic nucleotide biosynthetic process,cytochrome-c oxidase activity,guanylate cyclase activity,guanylate cyclase complex, soluble,hydrogen ion transmembrane transport,integral component of membrane,intracellular,intracellular signal transduction,maternal process involved in female pregnancy,metal ion binding,phosphorus-oxygen lyase activity,plasma membrane,positive regulation of cAMP biosynthetic process,renal water homeostasis,respiratory electron transport chain,signal transductionArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Rheumatic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Skin and Connective Tissue DiseasesA=0, G=20 A=0.0, G=1.0 0.00001 268.322 20 A=0/0, G=5/15

chr1:158647631 A/A T A SNV SPTA1 SPTA1:intronic:NM_003126.2 1 100 intronic NM_003126.2c.813-7A>T p.? 2.46 Ca2+ insensitive EF hand,SH3 domain,Spectrin repeat,Variant SH3 domainrs325995 0.0029 YES 1.0 (pos.158647631) Spectrin, alpha, erythrocytic-1ER to Golgi vesicle-mediated transport,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin cytoskeleton,actin filament binding,actin filament capping,actin filament organization,axon,axon guidance,calcium ion binding,cuticular plate,cytosol,hemopoiesis,intrinsic component of the cytoplasmic side of the plasma membrane,lymphocyte homeostasis,plasma membrane organization,porphyrin-containing compound biosynthetic process,positive regulation of T cell proliferation,positive regulation of protein binding,protein binding,protein heterodimerization activity,regulation of cell shape,spectrin,spectrin-associated cytoskeleton,structural constituent of cytoskeletonAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Elliptocytosis, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Spherocytosis, HereditaryBenign/Likely benignT=0, A=87 T=0.0, A=1.0 0.00001 1431.37 87 T=0/0, A=51/36

chr1:158647669 T/C T C SNV SPTA1 SPTA1:intronic:NM_003126.2 1 47.62 intronic NM_003126.2c.813-45A>Gp.? 1.49 Ca2+ insensitive EF hand,SH3 domain,Spectrin repeat,Variant SH3 domainrs703122 0.4275 YES 5.485E-1 (pos.158647669) Spectrin, alpha, erythrocytic-1ER to Golgi vesicle-mediated transport,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin cytoskeleton,actin filament binding,actin filament capping,actin filament organization,axon,axon guidance,calcium ion binding,cuticular plate,cytosol,hemopoiesis,intrinsic component of the cytoplasmic side of the plasma membrane,lymphocyte homeostasis,plasma membrane organization,porphyrin-containing compound biosynthetic process,positive regulation of T cell proliferation,positive regulation of protein binding,protein binding,protein heterodimerization activity,regulation of cell shape,spectrin,spectrin-associated cytoskeleton,structural constituent of cytoskeletonAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Elliptocytosis, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Spherocytosis, HereditaryT=44, C=40 T=0.5238, C=0.4762 0.00001 419.846 84 T=32/12, C=17/23

chr8:131921956 A/G A G SNV ADCY8 ADCY8:exonic:NM_001115.2 1 50 6 synonymous NM_001115.2c.1638T>C p.(=) -1.75 0.05(COSM3982396)Adenylate and Guanylate cyclase catalytic domain,Adenylyl cyclase N-terminal extracellular and transmembrane region,Domain of Unknown Function (DUF1053)rs12547243 0.3164 YES 6.891E-1 (pos.131921956)acute_myeloid_leukaemia,adenocarcinomaAdenylyl cyclase-8, brainATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,cAMP biosynthetic process,cGMP biosynthetic process,calcium- and calmodulin-responsive adenylate cyclase activity,cellular response to glucagon stimulus,cyclic nucleotide biosynthetic process,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,intracellular,intracellular signal transduction,learning or memory,long-term memory,membrane,metal ion binding,nucleotide binding,phosphorus-oxygen lyase activity,plasma membrane,renal water homeostasis,signal transductionDyskinesias;Hyperkinesis;Mental Disorders;Mood Disorders;Nervous System Diseases;Neurologic Manifestations;Stress Disorders, Post-Traumatic;Stress Disorders, Traumatic;Substance Withdrawal Syndrome;Substance-Related Disorders;Trauma and Stressor Related DisordersA=19, G=19 A=0.5, G=0.5 0.00001 199.994 38 A=12/7, G=7/12

chr1:158655162 A/A C A SNV SPTA1 SPTA1:intronic:NM_003126.2 1 100 intronic NM_003126.2c.25-25G>T p.? -0.77 Ca2+ insensitive EF hand,SH3 domain,Spectrin repeat,Variant SH3 domainrs2564859 4.00E-04 1.0;0.0 (pos.158655162) Spectrin, alpha, erythrocytic-1ER to Golgi vesicle-mediated transport,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin cytoskeleton,actin filament binding,actin filament capping,actin filament organization,axon,axon guidance,calcium ion binding,cuticular plate,cytosol,hemopoiesis,intrinsic component of the cytoplasmic side of the plasma membrane,lymphocyte homeostasis,plasma membrane organization,porphyrin-containing compound biosynthetic process,positive regulation of T cell proliferation,positive regulation of protein binding,protein binding,protein heterodimerization activity,regulation of cell shape,spectrin,spectrin-associated cytoskeleton,structural constituent of cytoskeletonAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Elliptocytosis, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Spherocytosis, HereditaryC=0, A=26 C=0.0, A=1.0 0.00001 371.417 26 C=0/0, A=16/10

chr1:158656281 C/C T C SNV SPTA1 SPTA1:intronic:NM_003126.2 1 100 intronic NM_003126.2c.24+3A>G p.? 0.74 Ca2+ insensitive EF hand,SH3 domain,Spectrin repeat,Variant SH3 domainrs2564858 4.00E-04 1.0 (pos.158656281) Spectrin, alpha, erythrocytic-1ER to Golgi vesicle-mediated transport,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin cytoskeleton,actin filament binding,actin filament capping,actin filament organization,axon,axon guidance,calcium ion binding,cuticular plate,cytosol,hemopoiesis,intrinsic component of the cytoplasmic side of the plasma membrane,lymphocyte homeostasis,plasma membrane organization,porphyrin-containing compound biosynthetic process,positive regulation of T cell proliferation,positive regulation of protein binding,protein binding,protein heterodimerization activity,regulation of cell shape,spectrin,spectrin-associated cytoskeleton,structural constituent of cytoskeletonAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Elliptocytosis, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Spherocytosis, HereditaryBenign/Likely benignT=0, C=135 T=0.0, C=1.0 0.00001 2238.23 135 T=0/0, C=58/77

chr16:4016676 G/G A G SNV ADCY9 ADCY9:exonic:NM_001116.3 1 100 11 synonymous NM_001116.3c.3162T>C p.(=) -1.37 0.03(COSM4129058)Adenylate and Guanylate cyclase catalytic domain,zinc-finger of a C2HC-typers2230742 0.143 YES 8.45E-1;0.0 (pos.4016676)neoplasm Adenylate cyclase-9ATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-activating adrenergic receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,axon,cAMP biosynthetic process,cGMP biosynthetic process,cellular response to glucagon stimulus,cyclic nucleotide biosynthetic process,dendrite,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,metal ion binding,phosphorus-oxygen lyase activity,plasma membrane,renal water homeostasis,signal transductionBrain Diseases;Central Nervous System Diseases;Epilepsies, Partial;Epilepsy;Nervous System Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=32 A=0.0, G=1.0 0.00001 485.137 32 A=0/0, G=19/13

chr1:159002557 G/G A G SNV IFI16 IFI16:intronic:NM_001206567.1 1 100 intronic NM_001206567.1c.1161+76A>Gp.? -0.1 HIN-200/IF120x domain,PAAD/DAPIN/Pyrin domainrs1633256,rs763811747 YES Interferon, gamma-inducible protein 16RNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,activation of cysteine-type endopeptidase activity,activation of innate immune response,autophagy,cell proliferation,cellular response to glucose starvation,cellular response to ionizing radiation,core promoter binding,cytosol,defense response to virus,double-stranded DNA binding,hemopoiesis,identical protein binding,inflammatory response,innate immune response,intrinsic apoptotic signaling pathway by p53 class mediator,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,membrane,monocyte differentiation,myeloid cell differentiation,negative regulation of DNA binding,negative regulation of cysteine-type endopeptidase activity,negative regulation of innate immune response,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,negative regulation of viral genome replication,nuclear speck,nucleolus,nucleoplasm,nucleus,positivNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=69 A=0.0, G=1.0 0.00001 1072.78 69 A=0/0, G=31/38

chr1:159002577 T/T TGGATTG T INDEL IFI16 IFI16:intronic:NM_001206567.1 6 100 intronic NM_001206567.1c.1161+96TGGATTG>Tp.? 0.15, 0.17, 0.0, 0.0, 0.0, 0.0, 0.0 HIN-200/IF120x domain,PAAD/DAPIN/Pyrin domainrs147007436,rs200604720,rs201694401,rs58508050,rs748819623YES Interferon, gamma-inducible protein 16RNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,activation of cysteine-type endopeptidase activity,activation of innate immune response,autophagy,cell proliferation,cellular response to glucose starvation,cellular response to ionizing radiation,core promoter binding,cytosol,defense response to virus,double-stranded DNA binding,hemopoiesis,identical protein binding,inflammatory response,innate immune response,intrinsic apoptotic signaling pathway by p53 class mediator,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,membrane,monocyte differentiation,myeloid cell differentiation,negative regulation of DNA binding,negative regulation of cysteine-type endopeptidase activity,negative regulation of innate immune response,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,negative regulation of viral genome replication,nuclear speck,nucleolus,nucleoplasm,nucleus,positivNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionTGGATTG=0, T=66TGGATTG=0.0, T=1.0 0.00001 1012.99 66 TGGATTG=0/0, T=28/38

chr16:4016377 T/C T C SNV ADCY9 ADCY9:exonic:NM_001116.3 1 50 11 missense NM_001116.3c.3461A>G p.Asn1154Ser 2.62 0.08 46 0.001 Adenylate and Guanylate cyclase catalytic domain,zinc-finger of a C2HC-typers61731445 0.0616 YES 1.156E-4 (pos.4016377) Adenylate cyclase-9ATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-activating adrenergic receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,axon,cAMP biosynthetic process,cGMP biosynthetic process,cellular response to glucagon stimulus,cyclic nucleotide biosynthetic process,dendrite,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,metal ion binding,phosphorus-oxygen lyase activity,plasma membrane,renal water homeostasis,signal transductionBrain Diseases;Central Nervous System Diseases;Epilepsies, Partial;Epilepsy;Nervous System Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=13, C=13 T=0.5, C=0.5 0.00001 119.144 26 T=8/5, C=8/5

chr1:15909895 G/G A G SNV AGMAT AGMAT:intronic:NM_024758.4 1 100 intronic NM_024758.4c.273-5T>C p.? 0.72 0.11(COSM5458240)Arginase familyrs6429758 0.4491 YES 6.399E-1 (pos.15909895) adenocarcinoma agmatinase activity,agmatine biosynthetic process,extracellular exosome,metal ion binding,mitochondrion,putrescine biosynthetic process from arginine,spermidine biosynthetic processA=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=8/18

chr18:907710 G/G A G SNV ADCYAP1 ADCYAP1:exonic:NM_001117.4 1 100 2 missense NM_001117.4c.161A>G p.Asp54Gly 1.32 0.08 94 0.002 0.76(COSM3756233)Peptide hormoners2856966 0.2143 YES 8.291E-2 (pos.907710) adenocarcinoma,primitive_neuroectodermal_tumour-medulloblastomaAdenylate cyclase activating polypeptide-1 (pituitary)ATP metabolic process,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,behavioral fear response,cAMP-mediated signaling,cell-cell signaling,cellular response to glucocorticoid stimulus,extracellular region,extracellular space,female pregnancy,histamine secretion,insulin secretion,intracellular,negative regulation of GTPase activity,negative regulation of acute inflammatory response to antigenic stimulus,negative regulation of acute inflammatory response to non-antigenic stimulus,negative regulation of cell cycle,negative regulation of glial cell proliferation,negative regulation of muscle cell apoptotic process,negative regulation of potassium ion transport,neuron projection development,neuropeptide hormone activity,neuropeptide signaling pathway,ovarian follicle development,peptide hormone receptor binding,pituitary adenylate cyclase activating polypeptide activity,pituitary adenylate cyclase-activating polypeptide receptor binding,pituitary gland development,positive regCarcinoma;Carcinoma, Squamous Cell;Cardiomyopathies;Cardiovascular Diseases;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Esophageal Diseases;Esophageal Neoplasms;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Heart Diseases;Hyperemia;Male Urogenital Diseases;Miosis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Psychomotor Agitation;Psychomotor Disorders;Pupil Disorders;Urinary Bladder Diseases;Urinary Bladder, Overactive;Urologic Diseases;Vascular Diseases2,6-Diamino-Hexanoic Acid AmideA=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=21/8

chr7:31146455 G/G A G SNV ADCYAP1R1 ADCYAP1R1:utr_3:NM_001199635.1 1
100

17 utr_3 NM_001199635.1c.1648A>G p.? -1.05 7 transmembrane receptor (Secretin family),Hormone receptor domainrs2302476 YES Adenylate cyclase activating polypeptide-1 (pituitary) receptor type 1ADP-ribosylation factor binding,G-protein coupled receptor signaling pathway,activation of phospholipase C activity,adenylate cyclase binding,bicellular tight junction,cAMP-mediated signaling,caveola,cell differentiation,cell surface,cell surface receptor signaling pathway,development of primary female sexual characteristics,endosome,integral component of membrane,integral component of plasma membrane,membrane,multicellular organismal response to stress,negative regulation of cell death,neuron projection,neuropeptide binding,plasma membrane,positive regulation of cAMP biosynthetic process,positive regulation of calcium ion transport into cytosol,positive regulation of inositol phosphate biosynthetic process,positive regulation of small GTPase mediated signal transduction,protein binding,receptor activity,receptor complex,response to drug,response to estradiol,response to ethanol,rough endoplasmic reticulum,spermatogenesis,vasoactive intestinal polypeptide receptor activityAsthma;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Respiratory Hypersensitivity;Respiratory Tract DiseasesA=0, G=34 A=0.0, G=1.0 0.00001 523.776 34 A=0/0, G=3/31

chr10:111886249 T/A T A SNV ADD3 ADD3:exonic:NM_016824.4 1 52.38 12 missense NM_016824.4c.1596T>A p.Asp532Glu 0.84 0.29 45 0.391 Class II Aldolase and Adducin N-terminal domainrs143966199 0.0013 0.0 (pos.111886249) Adducin-3, gammaactin binding,brush border,calmodulin binding,cell cortex,cell-cell junction,condensed nuclear chromosome,cytoskeleton,cytoskeleton organization,cytosol,membrane,nucleoplasm,plasma membrane,postsynaptic density,structural constituent of cytoskeleton,transmembrane transportBrain Diseases;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Nervous System Diseases;Neurotoxicity Syndromes;Vascular DiseasesT=10, A=11 T=0.4762, A=0.5238 0.00001 95.3003 21 T=4/6, A=5/6

chr10:134902314 G/G A G SNV ADGRA1 ADGRA1:utr_5:NM_001083909.2 1 100 2 utr_5 NM_001083909.2c.-100A>G p.? -0.33 7 transmembrane receptor (Secretin family)rs10745302 YES Adhesion G protein-coupled receptor A1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membrane,signal transductionA=0, G=33 A=0.0, G=1.0 0.00001 504.574 33 A=0/0, G=22/11

chr1:159854392 A/A C A SNV CFAP45 CFAP45:intronic:NM_012337.2 1 100 intronic NM_012337.2c.768-37G>Tp.? -0.57 Trichohyalin-plectin-homology domainrs2501325 0.2341 YES 8.376E-1;0.0 (pos.159854392) cilium,nucleoplasm,nucleus C=0, A=132 C=0.0, A=1.0 0.00001 2164.44 132 C=0/0, A=49/83

chr8:143603418 C/C G C SNV ADGRB1 ADGRB1:exonic:NM_001702.2 1 100 20 synonymous NM_001702.2c.3117G>C p.(=) -3.47 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Hormone receptor domain,Thrombospondin type 1 domainrs7460600 0.0236 YES 9.503E-1;1.165E-4 (pos.143603418) Adhesion G protein-coupled receptor B1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,PDZ domain binding,apoptotic cell clearance,axonogenesis,cell adhesion,cell surface receptor signaling pathway,cell-cell junction,defense response to Gram-negative bacterium,dendrite,dendritic spine,engulfment of apoptotic cell,extracellular space,focal adhesion,innate immune response,integral component of membrane,integral component of plasma membrane,lipopolysaccharide binding,muscle organ development,negative regulation of angiogenesis,negative regulation of cell proliferation,negative regulation of endothelial cell migration,negative regulation of protein catabolic process,negative regulation of protein ubiquitination,perinuclear region of cytoplasm,peripheral nervous system development,phagocytic cup,phagocytosis, recognition,phosphatidylserine binding,plasma membrane,positive regulation of myoblast fusion,positive regulation of reactive oxygen species biosynthetic process,positive regulation of synapse assembly,postsynapticG=0, C=42 G=0.0, C=1.0 0.00001 676.327 42 G=0/0, C=5/37

chr1:159906156 G/G A G SNV IGSF9 IGSF9:intronic:NM_001135050.1 1 100 intronic NM_001135050.1c.673+33T>Cp.? -0.83 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs10908750 0.3537 YES 4.693E-1 (pos.159906156) Immunoglobulin superfamily, member 9axon,cell junction,cell-cell adhesion mediator activity,dendrite,dendrite development,homophilic cell adhesion via plasma membrane adhesion molecules,inhibitory synapse,integral component of membrane,plasma membrane,regulation of synapse organizationA=0, G=50 A=0.0, G=1.0 0.00001 852.697 50 A=0/0, G=41/9

chr1:160093222 C/T C T SNV ATP1A2 ATP1A2:intronic:NM_000702.3 1 53.13 intronic NM_000702.3c.381+16C>Tp.? -0.54 Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,Cation transporting ATPase, C-terminus,E1-E2 ATPase,haloacid dehalogenase-like hydrolasers2820581 9.00E-04 YES 1.0 (pos.160093222) ATPase, Na+K+ transporting, alpha-2 polypeptideATP binding,ATP hydrolysis coupled proton transport,ATP hydrolysis coupled transmembrane transport,ATP metabolic process,ATPase activity,T-tubule,adult locomotory behavior,cardiac muscle contraction,caveola,cell communication by electrical coupling involved in cardiac conduction,cellular potassium ion homeostasis,cellular response to mechanical stimulus,cellular response to steroid hormone stimulus,cellular sodium ion homeostasis,chaperone binding,cytoplasm,dendritic spine,drug binding,endosome,establishment or maintenance of transmembrane electrochemical gradient,extracellular vesicle,integral component of membrane,intercalated disc,ion transmembrane transport,locomotion,membrane,membrane depolarization during cardiac muscle cell action potential,membrane repolarization,metal ion binding,myelin sheath,negative regulation of calcium ion transmembrane transport,negative regulation of calcium:sodium antiporter activity,negative regulation of cytosolic calcium ion concentration,negative regulation of heart contrBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Headache Disorders;Headache Disorders, Primary;Hemiplegia;Hypertension;Migraine Disorders;Migraine with Aura;Nervous System Diseases;Neurologic Manifestations;Paralysis;Vascular DiseasesRubidium chloride Rb-82Benign C=15, T=17 C=0.4688, T=0.5313 0.00001 173.56 32 C=9/6, T=10/7

chr12:131466562 C/C T C SNV ADGRD1 ADGRD1:exonic:NM_198827.4 1 100 5 synonymous NM_198827.4c.444T>C p.(=) 0.39 7 transmembrane receptor (Secretin family),Concanavalin A-like lectin/glucanases superfamily,GPCR proteolysis site, GPS, motif,Slime mold cyclic AMP receptorrs4759534 0.0047 YES 9.97E-1 (pos.131466562) Adhesion G protein-coupled receptor D1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membrane,intracellular,plasma membrane,positive regulation of adenylate cyclase activity involved in G-protein coupled receptor signaling pathwayT=0, C=76 T=0.0, C=1.0 0.00001 1209.6 76 T=0/0, C=50/26

chr1:160251792 G/G A G SNV PEX19 PEX19:intronic:NM_002857.3 1 100 intronic NM_002857.3c.594+37T>Cp.? -1.59 rs2795067 0.4472 YES 4.852E-1 (pos.160251792) Peroxisome biogenesis factor 19 (peroxisomal farnesylated protein)ATPase binding,brush border membrane,chaperone-mediated protein folding,chaperone-mediated protein transport,cytoplasm,cytosol,establishment of protein localization to peroxisome,integral component of membrane,negative regulation of lipid binding,nucleoplasm,nucleus,peroxisomal membrane,peroxisome,peroxisome fission,peroxisome membrane biogenesis,peroxisome membrane class-1 targeting sequence binding,peroxisome organization,protein N-terminus binding,protein binding,protein complex,protein import into peroxisome membrane,protein stabilization,protein targeting to peroxisome,transmembrane transportAbnormalities, Multiple;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Peroxisomal Disorders;Refsum Disease, Infantile;Urologic Diseases;Zellweger SyndromeA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=13/9

chr1:160263124 T/T C T SNV COPA COPA:intronic:NM_001098398.1 1 100 intronic NM_001098398.1c.2781+52G>Ap.? -0.96 Anaphase-promoting complex subunit 4 WD40 domain,Coatomer (COPI) alpha subunit C-terminus,Coatomer WD associated region,WD domain, G-beta repeatrs1317944 0.4499 YES Coatomer protein complex, subunit alphaCOPI vesicle coat,ER to Golgi vesicle-mediated transport,Golgi membrane,cytoplasm,cytosol,endoplasmic reticulum membrane,extracellular exosome,extracellular space,hormone activity,intra-Golgi vesicle-mediated transport,intracellular protein transport,membrane,pancreatic juice secretion,regulation of receptor activity,retrograde vesicle-mediated transport, Golgi to ER,structural molecule activity,transport vesicleArthritis;Autoimmune Diseases;Immune System Diseases;Joint Diseases;Lung Diseases;Lung Diseases, Interstitial;Musculoskeletal Diseases;Respiratory Tract DiseasesC=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=12/15

chr1:160318940 G/G A G SNV NCSTN NCSTN:intronic:NM_015331.2 1 100 intronic NM_015331.2c.314+28A>Gp.? 0.31 Nicastrin,Peptidase family M28rs6669689 0.4957 YES 4.929E-1 (pos.160318940) Nicastrin Golgi apparatus,Notch receptor processing,Notch signaling pathway,T cell proliferation,amyloid precursor protein catabolic process,amyloid precursor protein metabolic process,amyloid-beta formation,azurophil granule membrane,endopeptidase activity,endoplasmic reticulum,ephrin receptor signaling pathway,epithelial cell proliferation,extracellular exosome,focal adhesion,gamma-secretase complex,integral component of membrane,integral component of plasma membrane,lysosomal membrane,melanosome,membrane,membrane protein ectodomain proteolysis,membrane protein intracellular domain proteolysis,myeloid cell homeostasis,neutrophil degranulation,plasma membrane,positive regulation of apoptotic process,positive regulation of catalytic activity,protein binding,protein processing,proteolysisAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Hidradenitis;Hidradenitis Suppurativa;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Skin Diseases;Skin Diseases, Bacterial;Skin Diseases, Infectious;Skin and Connective Tissue Diseases;Sweat Gland Diseases;TauopathiesA=0, G=31 A=0.0, G=1.0 0.00001 465.819 31 A=0/0, G=13/18

chr1:16055732 T/T C T SNV PLEKHM2 PLEKHM2:intronic:NM_015164.3 1 100 intronic NM_015164.3c.2075+47C>Tp.? -0.15 PH domain,RUN domainrs6429772 0.2305 YES 9.239E-2 (pos.16055732) Pleckstrin homology domain-containing protein, family M, member 2Golgi organization,endosome membrane,kinesin binding,lysosome localization,positive regulation of membrane tubulation,protein binding,regulation of protein localizationC=0, T=40 C=0.0, T=1.0 0.00001 644.25 40 C=0/0, T=21/19

chr19:6919624 C/C A C SNV ADGRE1 ADGRE1:exonic:NM_001974.4 1 100 13 missense NM_001974.4c.1486A>C p.Lys496Gln -1.02 0.62 53 0 0(COSM5425287)7 transmembrane receptor (Secretin family),Calcium-binding EGF domain,Complement Clr-like EGF-like,GPCR proteolysis site, GPS, motif,Human growth factor-like EGF,MSP1 EGF domain 1rs373533 0.2102 YES 7.859E-1 (pos.6919624) acute_myeloid_leukaemiaAdhesion G protein-coupled receptor E1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,adaptive immune response,calcium ion binding,cell adhesion,cell surface receptor signaling pathway,external side of plasma membrane,integral component of plasma membraneA=0, C=115 A=0.0, C=1.0 0.00001 1834.69 115 A=0/0, C=63/52

chr19:14862430 G/G C G SNV ADGRE2 ADGRE2:exonic:NM_013447.3 1 100 16 missense NM_013447.3c.1842G>C p.Leu614Phe 1.82 1 22 0 7 transmembrane receptor (Secretin family),Calcium-binding EGF domain,Complement Clr-like EGF-like,EGF-like domain,GPCR proteolysis site, GPS, motif,Human growth factor-like EGFrs2524383 0.2976 YES 7.955E-1 (pos.14862430) Adhesion G protein-coupled receptor E2G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell adhesion,cell migration,cell surface receptor signaling pathway,chondroitin sulfate binding,granulocyte chemotaxis,inflammatory response,integral component of membrane,leading edge membrane,plasma membrane,regulation of mast cell degranulation,ruffle membraneC=0, G=60 C=0.0, G=1.0 0.00001 903.531 60 C=0/0, G=38/22

chr1:160722064 A/G A G SNV SLAMF7 SLAMF7:intronic:NM_021181.4 1 50 intronic NM_021181.4c.936+26A>Gp.? 0.01 rs527342 0.0255 YES 9.722E-1 (pos.160722064) SLAM family, member 7adaptive immune response,cell adhesion,endoplasmic reticulum,identical protein binding,integral component of membrane,natural killer cell activation,natural killer cell mediated cytotoxicity,plasma membrane,regulation of immune responseElotuzumab A=12, G=12 A=0.5, G=0.5 0.00001 106.709 24 A=6/6, G=5/7

chr1:160786670 G/G A G SNV LY9 LY9:intronic:NM_002348.3 1 100 intronic NM_002348.3c.1342+17A>Gp.? -0.42 rs560681 0.3087 YES 3.591E-1 (pos.160786670) T-lymphocyte surface antigen Ly-9T-helper 17 cell lineage commitment,cell adhesion,cell surface,innate immune response,integral component of membrane,molecular_function,plasma membrane,positive regulation of interleukin-17 productionA=0, G=43 A=0.0, G=1.0 0.00001 705.844 43 A=0/0, G=30/13

chr1:160920813 G/G A G SNV ITLN2 ITLN2:intronic:NM_080878.2 1 100 intronic NM_080878.2c.441+20T>Cp.? 0.06 rs790059 0.0058 1.0 (pos.160920813) Intelectin 2 carbohydrate binding,extracellular region,metal ion bindingA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=16/4

chr19:14752325 T/T C T SNV ADGRE3 ADGRE3:exonic:NM_032571.4 1 100 10 missense NM_032571.4c.1154G>A p.Arg385Gln 0.73 1 43 0.01 0.06(COSM5654365)7 transmembrane receptor (Secretin family),Calcium-binding EGF domain,GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domainrs45508602 0.1427 YES 8.711E-1 (pos.14752325) diffuse_large_B_cell_lymphomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell surface receptor signaling pathway,extracellular region,ficolin-1-rich granule membrane,integral component of membrane,neutrophil degranulation,plasma membrane,secretory granule membraneC=0, T=58 C=0.0, T=1.0 0.00001 867.386 58 C=0/0, T=16/42

chr1:161136843 G/G C G SNV PPOX PPOX:intronic:NM_000309.4 1 100 intronic NM_000309.4c.88-47C>Gp.? -0.37 Flavin containing amine oxidoreductase,NAD(P)-binding Rossmann-like domainrs2301287 0.3776 YES 4.288E-1;0.0 (pos.161136843) Protoporphyrinogen oxidaseflavin adenine dinucleotide binding,heme biosynthetic process,integral component of mitochondrial inner membrane,intrinsic component of mitochondrial inner membrane,mitochondrial intermembrane space,mitochondrial membrane,oxidation-reduction process,oxidoreductase activity,oxygen-dependent protoporphyrinogen oxidase activity,porphyrin-containing compound biosynthetic process,protoporphyrinogen IX biosynthetic process,response to drugCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Genetic Diseases, Inborn;Liver Diseases;Metabolic Diseases;Nutritional and Metabolic Diseases;Porphyria, Variegate;Porphyrias;Porphyrias, Hepatic;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesC=0, G=33 C=0.0, G=1.0 0.00001 504.593 33 C=0/0, G=12/21

chr19:14769339 C/G C G SNV ADGRE3 ADGRE3:exonic:NM_032571.4 1 98.72 5 missense NM_032571.4c.379G>C p.Glu127Gln -0.76 0.61 29 0.006 7 transmembrane receptor (Secretin family),Calcium-binding EGF domain,GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domainrs4606855 0.2763 YES 8.653E-1 (pos.14769339) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell surface receptor signaling pathway,extracellular region,ficolin-1-rich granule membrane,integral component of membrane,neutrophil degranulation,plasma membrane,secretory granule membraneC=1, G=77 C=0.0128, G=0.9872 0.00001 1217.89 78 C=0/1, G=49/28

chr6:47646842 G/G A G SNV ADGRF2 ADGRF2:exonic:NM_153839.6 1 100 5 missense NM_153839.6c.239A>G p.Gln80Arg 0.16 0.9 43 0 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs6907125 0.3535 YES 2.978E-1 (pos.47646842) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membraneA=0, G=36 A=0.0, G=1.0 0.00001 559.512 36 A=0/0, G=20/16

chr1:161822959 C/T C T SNV ATF6 ATF6:intronic:NM_007348.3 1 100 intronic NM_007348.3c.1434-55C>Tp.? 0.47 Basic region leucine zipper,bZIP transcription factorrs2340717 YES Activating transcription factor-6ATF6-mediated unfolded protein response,DNA binding transcription factor activity,Golgi apparatus,Golgi membrane,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,cAMP response element binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum unfolded protein response,eye development,identical protein binding,integral component of endoplasmic reticulum membrane,membrane,nuclear envelope,nucleoplasm,nucleus,positive regulation of apoptotic process,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase II promoter in response to endoplasmic reticulum stress,positive regulation of transcription from RNA polymerase II promoter involved in unfolded protein response,protein binding,protein folding,protein heterodimerization activity,regulation of transcription from RNA polymerase II promoter,response to stress,sequence-sAsbestosis;Brain Diseases;Central Nervous System Diseases;Central Nervous System Infections;Color Vision Defects;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Creutzfeldt-Jakob Syndrome;Dementia;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Infant, Newborn, Diseases;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nystagmus, Congenital;Nystagmus, Pathologic;Ocular Motility Disorders;Photophobia;Pneumoconiosis;Prion Diseases;Respiratory Tract Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Scrapie;Sensation Disorders;Vision DisordersPseudoephedrine C=0, T=45 C=0.0, T=1.0 0.00001 645.292 45 C=0/0, T=37/8

chr1:161823011 A/A T A SNV ATF6 ATF6:intronic:NM_007348.3 1 100 intronic NM_007348.3c.1434-3T>Ap.? 0.52 0.93(COSM146670)Basic region leucine zipper,bZIP transcription factorrs2257107 0.3356 YES 4.452E-1 (pos.161823011)adenocarcinoma,neoplasmActivating transcription factor-6ATF6-mediated unfolded protein response,DNA binding transcription factor activity,Golgi apparatus,Golgi membrane,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,cAMP response element binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum unfolded protein response,eye development,identical protein binding,integral component of endoplasmic reticulum membrane,membrane,nuclear envelope,nucleoplasm,nucleus,positive regulation of apoptotic process,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase II promoter in response to endoplasmic reticulum stress,positive regulation of transcription from RNA polymerase II promoter involved in unfolded protein response,protein binding,protein folding,protein heterodimerization activity,regulation of transcription from RNA polymerase II promoter,response to stress,sequence-sAsbestosis;Brain Diseases;Central Nervous System Diseases;Central Nervous System Infections;Color Vision Defects;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Creutzfeldt-Jakob Syndrome;Dementia;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Infant, Newborn, Diseases;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nystagmus, Congenital;Nystagmus, Pathologic;Ocular Motility Disorders;Photophobia;Pneumoconiosis;Prion Diseases;Respiratory Tract Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Scrapie;Sensation Disorders;Vision DisordersPseudoephedrine T=0, A=73 T=0.0, A=1.0 0.00001 1150.51 73 T=0/0, A=31/42

chr6:47649572 GT/GT G GT INDEL ADGRF2 ADGRF2:exonic:NM_153839.6 1 100 7 frameshiftInsertion NM_153839.6c.1073_1074insTp.Lys359fs -0.05 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs71538333,rs759858870,rs879737514 1.161E-4 (pos.47649572) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membraneG=0, GT=48 G=0.0, GT=1.0 0.00001 305.139 48 G=0/0, GT=29/19

chr6:47649694 G/G A G SNV ADGRF2 ADGRF2:exonic:NM_153839.6 1 100 7 missense NM_153839.6c.1195A>G p.Ile399Val 6.08 0.47 29 0.923 0.97(COSM4161262),0.97(COSM4161263)7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs9381594 0.3526 YES 2.986E-1 (pos.47649694) neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membraneA=0, G=52 A=0.0, G=1.0 0.00001 767.013 52 A=0/0, G=28/24

chr1:162743418 T/T G T SNV DDR2 DDR2:intronic:NM_006182.2 1 100 intronic NM_006182.2c.1856+32G>Tp.? 2.23 F5/8 type C domain,Protein kinase domain,Protein tyrosine kinasers1355287 0 1.0;0.0 (pos.162743418) Discoidin domain receptor family, member 2ATP binding,actin cytoskeleton,apical plasma membrane,biomineral tissue development,cell adhesion,chondrocyte proliferation,collagen binding,collagen fibril organization,collagen-activated tyrosine kinase receptor signaling pathway,endochondral bone growth,extracellular exosome,extracellular matrix organization,focal adhesion,integral component of plasma membrane,ossification,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of DNA binding transcription factor activity,positive regulation of extracellular matrix disassembly,positive regulation of fibroblast migration,positive regulation of fibroblast proliferation,positive regulation of osteoblast differentiation,positive regulation of protein kinase activity,protein autophosphorylation,protein binding,protein tyrosine kinase collagen receptor activity,regulation of bone mineralization,regulation of extracellular matrix disassembly,signal transduction,transmembrane receptor protein tyrosine kinase activityAdenocarcinoma;Bone Diseases;Bone Diseases, Developmental;Carcinoma;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Lung Diseases;Lung Neoplasms;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Osteochondrodysplasias;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsRegorafenibBenign G=0, T=58 G=0.0, T=1.0 0.00001 867.365 58 G=0/0, T=25/33

chr1:163038853 A/A G A SNV RGS4 RGS4:intronic:NM_001102445.2 1 100 intronic NM_001102445.2c.58+71G>Ap.? -0.12 Regulator of G protein signaling domainrs10917671 0.4154 YES Regulator of G protein signaling 4G-protein alpha-subunit binding,G-protein coupled receptor signaling pathway,GTPase activator activity,calmodulin binding,cytoplasm,cytosol,inactivation of MAPK activity,negative regulation of G-protein coupled receptor protein signaling pathway,nucleus,plasma membrane,positive regulation of GTPase activity,protein complex,regulation of G-protein coupled receptor protein signaling pathwayAutoimmune Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephritis;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Urologic DiseasesG=0, A=36 G=0.0, A=1.0 0.00001 563.735 36 G=0/0, A=18/18

chr1:163122528 C/C G C SNV RGS5 RGS5:intronic:NM_001254749.1 1 100 intronic NM_001254749.1c.218-22C>Gp.? -0.06 Regulator of G protein signaling domainrs1354939 0.3754 YES 6.32E-1 (pos.163122528) Regulator of G protein signaling-5GTPase activator activity,cytoplasm,cytosol,negative regulation of signal transduction,plasma membrane,positive regulation of GTPase activity,regulation of G-protein coupled receptor protein signaling pathwayCardiovascular Diseases;Hypertension;Vascular DiseasesG=0, C=36 G=0.0, C=1.0 0.00001 563.743 36 G=0/0, C=7/29

chr1:163315350 C/C G C SNV NUF2 NUF2:intronic:NM_031423.3 1 100 intronic NM_031423.3c.808-118G>Cp.? -0.3 Nuf2 family rs10753611 YES NUF2, S. cerevisiae, homolog ofNdc80 complex,cell division,chromosome segregation,chromosome, centromeric region,condensed chromosome kinetochore,cytosol,membrane,mitotic cell cycle,molecular_function,nucleus,protein binding,sister chromatid cohesionG=0, C=96 G=0.0, C=1.0 0.00001 1605.7 96 G=0/0, C=52/44

chr1:16359052 G/G A G SNV CLCNKA CLCNKA:intronic:NM_004070.3 1 100 intronic NM_004070.3c.1929+31A>Gp.? 0.77 CBS domain,Voltage gated chloride channelrs10927893,rs71493532,rs750611296,rs8799358480.1531 YES 9.998E-1;0.0 (pos.16359052) Chloride channel, kidney, Achloride channel complex,chloride transmembrane transport,excretion,identical protein binding,integral component of plasma membrane,ion transmembrane transport,metal ion binding,plasma membrane,regulation of anion transmembrane transport,transport,voltage-gated chloride channel activityAdrenal Gland Diseases;Adrenocortical Hyperfunction;Bartter Syndrome;Cardiovascular Diseases;Ear Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hyperaldosteronism;Hypertension;Kidney Diseases;Male Urogenital Diseases;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Renal Tubular Transport, Inborn Errors;Sensation Disorders;Urologic Diseases;Vascular DiseasesNiflumic Acid A=0, G=32 A=0.0, G=1.0 0.00001 485.141 32 A=0/0, G=3/29

chr1:16370899 G/A G A SNV CLCNKB CLCNKB:intronic:NM_000085.4 1 52.38 intronic NM_000085.4c.-6-82G>A p.? 0.11 rs945394 YES Chloride channel, kidney, Bcatalytic activity,chloride channel complex,chloride transmembrane transport,chloride transport,excretion,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,metal ion binding,plasma membrane,regulation of anion transmembrane transport,transport,voltage-gated chloride channel activityAdrenal Gland Diseases;Adrenocortical Hyperfunction;Bartter Syndrome;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gitelman Syndrome;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hyperaldosteronism;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Renal Tubular Transport, Inborn Errors;Sensation Disorders;Urologic DiseasesG=9, A=11 G=0.45, A=0.55 0.00001 102.503 21 G=7/2, A=4/7

chr1:16372003 G/C G C SNV CLCNKB CLCNKB:intronic:NM_000085.4 1 50 intronic NM_000085.4c.101-50G>Cp.? 0.68 rs6604910 0.3571 YES 6.876E-1 (pos.16372003) Chloride channel, kidney, Bcatalytic activity,chloride channel complex,chloride transmembrane transport,chloride transport,excretion,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,metal ion binding,plasma membrane,regulation of anion transmembrane transport,transport,voltage-gated chloride channel activityAdrenal Gland Diseases;Adrenocortical Hyperfunction;Bartter Syndrome;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gitelman Syndrome;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hyperaldosteronism;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Renal Tubular Transport, Inborn Errors;Sensation Disorders;Urologic DiseasesG=20, C=20 G=0.5, C=0.5 0.00001 214.237 40 G=8/12, C=4/16

chr6:47654742 T/T A T SNV ADGRF2 ADGRF2:exonic:NM_153839.6 1 100 8 synonymous NM_153839.6c.1878A>T p.(=) 0.97 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs9296573 0.3537 YES 2.975E-1 (pos.47654742) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membraneA=0, T=176 A=0.0, T=1.0 0.00001 2901.45 176 A=0/0, T=96/80

chr1:16375354 T/T C T SNV CLCNKB CLCNKB:intronic:NM_000085.4 1 100 intronic NM_000085.4c.656-261C>Tp.? -0.12 rs9442227 YES Chloride channel, kidney, Bcatalytic activity,chloride channel complex,chloride transmembrane transport,chloride transport,excretion,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,metal ion binding,plasma membrane,regulation of anion transmembrane transport,transport,voltage-gated chloride channel activityAdrenal Gland Diseases;Adrenocortical Hyperfunction;Bartter Syndrome;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gitelman Syndrome;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hyperaldosteronism;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Renal Tubular Transport, Inborn Errors;Sensation Disorders;Urologic DiseasesC=0, T=58 C=0.0, T=1.0 0.00001 867.354 58 C=0/0, T=40/18

chr6:46826508 A/A G A SNV ADGRF5 ADGRF5:exonic:NM_001098518.1 1 100 17 synonymous NM_001098518.1c.3132C>T p.(=) 1.88 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,Immunoglobulin I-set domain,Immunoglobulin domain,SEA domainrs613870 0.0679 YES 9.902E-1 (pos.46826508) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,apical part of cell,cell surface,cell surface receptor signaling pathway,cytoplasmic vesicle,energy reserve metabolic process,fat cell differentiation,glucose homeostasis,integral component of membrane,negative regulation of macrophage activation,plasma membrane,positive regulation of phospholipid biosynthetic process,surfactant homeostasisG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=11/12

chr1:16382877 G/G A G SNV CLCNKB CLCNKB:intronic:NM_000085.4 1 100 intronic NM_000085.4c.1930-40A>Gp.? -2.53 rs746580799,rs7517792 0.2093 YES 0.0 (pos.16382876),8.073E-1 (pos.16382877)Chloride channel, kidney, Bcatalytic activity,chloride channel complex,chloride transmembrane transport,chloride transport,excretion,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,metal ion binding,plasma membrane,regulation of anion transmembrane transport,transport,voltage-gated chloride channel activityAdrenal Gland Diseases;Adrenocortical Hyperfunction;Bartter Syndrome;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gitelman Syndrome;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hyperaldosteronism;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Renal Tubular Transport, Inborn Errors;Sensation Disorders;Urologic DiseasesA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=15/6

chr1:16382880 A/A T A SNV CLCNKB CLCNKB:intronic:NM_000085.4 1 100 intronic NM_000085.4c.1930-37T>Ap.? -0.77 rs746580799,rs7512547 0.292 YES 0.0 (pos.16382876),8.443E-3 (pos.16382880)Chloride channel, kidney, Bcatalytic activity,chloride channel complex,chloride transmembrane transport,chloride transport,excretion,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,metal ion binding,plasma membrane,regulation of anion transmembrane transport,transport,voltage-gated chloride channel activityAdrenal Gland Diseases;Adrenocortical Hyperfunction;Bartter Syndrome;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gitelman Syndrome;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hyperaldosteronism;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Renal Tubular Transport, Inborn Errors;Sensation Disorders;Urologic DiseasesT=0, A=21 T=0.0, A=1.0 0.00001 281.219 21 T=0/0, A=15/6

chr1:16385979 TA/TA T TA INDEL FAM131C FAM131C:intronic:NM_182623.2 1 100 intronic NM_182623.2c.562+10A>TAp.? -1.58 Putative cell signalling protein binding T=0, TA=20 T=0.0, TA=1.0 0.00001 232.603 20 T=0/0, TA=12/8

chr6:46827126 T/T C T SNV ADGRF5 ADGRF5:exonic:NM_001098518.1 1 100 17 synonymous NM_001098518.1c.2514G>A p.(=) -1.09 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,Immunoglobulin I-set domain,Immunoglobulin domain,SEA domainrs610856 0.068 YES 9.902E-1 (pos.46827126) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,apical part of cell,cell surface,cell surface receptor signaling pathway,cytoplasmic vesicle,energy reserve metabolic process,fat cell differentiation,glucose homeostasis,integral component of membrane,negative regulation of macrophage activation,plasma membrane,positive regulation of phospholipid biosynthetic process,surfactant homeostasisC=0, T=69 C=0.0, T=1.0 0.00001 1072.72 69 C=0/0, T=27/42

chr6:46834685 A/A G A SNV ADGRF5 ADGRF5:exonic:NM_001098518.1 1 100 13 missense NM_001098518.1c.1811C>T p.Thr604Met -0.3 0.19 81 0.002 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,Immunoglobulin I-set domain,Immunoglobulin domain,SEA domainrs586024 0.068 YES 9.902E-1 (pos.46834685) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,apical part of cell,cell surface,cell surface receptor signaling pathway,cytoplasmic vesicle,energy reserve metabolic process,fat cell differentiation,glucose homeostasis,integral component of membrane,negative regulation of macrophage activation,plasma membrane,positive regulation of phospholipid biosynthetic process,surfactant homeostasisG=0, A=113 G=0.0, A=1.0 0.00001 1795.82 113 G=0/0, A=74/39

chr1:164781110 AATATAAG/AATATAAGA AATATAAG INDEL PBX1 PBX1:intronic:NM_002585.3 7 100 intronic NM_002585.3c.838-117A>AATATAAGp.? -1.02 Homeobox KN domain,Homeobox domain,PBC domainrs11280817,rs866647485 YES Pre-B cell leukemia transcription factor-1DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription factor complex,adrenal gland development,anterior/posterior pattern specification,branching involved in ureteric bud morphogenesis,cytoplasm,embryonic hemopoiesis,embryonic limb morphogenesis,embryonic skeletal system development,negative regulation of DNA binding transcription factor activity,negative regulation of neuron differentiation,nucleoplasm,nucleus,positive regulation of G2/M transition of mitotic cell cycle,positive regulation of cell proliferation,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein heterodimerization activity,proximal/distal pattern formation,regulation of ossification,regulation of transcription, DNA-templated,sequence-specific DNA binding,sex differentiation,somatic stem cell population maintenance,spleen developBurkitt Lymphoma;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Substance-Related DisordersA=0, AATATAAG=26A=0.0, AATATAAG=1.0 0.00001 373.583 26 A=0/0, AATATAAG=19/7

chr6:46856100 A/A G A SNV ADGRF5 ADGRF5:exonic:NM_001098518.1 1 100 4 synonymous NM_001098518.1c.300C>T p.(=) -1.63 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,Immunoglobulin I-set domain,Immunoglobulin domain,SEA domainrs678312 0.1244 YES 8.567E-1 (pos.46856100) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,apical part of cell,cell surface,cell surface receptor signaling pathway,cytoplasmic vesicle,energy reserve metabolic process,fat cell differentiation,glucose homeostasis,integral component of membrane,negative regulation of macrophage activation,plasma membrane,positive regulation of phospholipid biosynthetic process,surfactant homeostasisG=0, A=26 G=0.0, A=1.0 0.00001 311.819 26 G=0/0, A=11/15

chr16:57689883 C/C T C SNV ADGRG1 ADGRG1:exonic:NM_005682.6 1 100 8 synonymous NM_005682.6c.996T>C p.(=) -0.07 0.08(COSM435430)7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs1376041 0.2941 YES 8.093E-1 (pos.57689883) diffuse_large_B_cell_lymphomaAdhesion G protein-coupled receptor G1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Rho protein signal transduction,angiogenesis,brain development,cell adhesion,cell migration,cell surface receptor signaling pathway,cell-cell signaling,cerebral cortex radial glia guided migration,cerebral cortex regionalization,collagen binding,extracellular exosome,extracellular matrix binding,glial limiting end-foot,heparin binding,integral component of membrane,integral component of plasma membrane,intracellular,layer formation in cerebral cortex,membrane raft,negative regulation of cell proliferation,negative regulation of neuron migration,positive regulation of Rho protein signal transduction,positive regulation of cell adhesion,positive regulation of neural precursor cell proliferation,protein kinase C signaling,seminiferous tubule development,vascular endothelial growth factor productionBenign/Likely benignT=0, C=24 T=0.0, C=1.0 0.00001 330.392 24 T=0/0, C=18/6

chr16:57697532 G/G T G SNV ADGRG1 ADGRG1:utr_3:NM_005682.6 1 100 15 utr_3 NM_005682.6c.2120T>G p.? -0.36 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs10852554 0.2888 YES 9.479E-1 (pos.57697532) Adhesion G protein-coupled receptor G1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Rho protein signal transduction,angiogenesis,brain development,cell adhesion,cell migration,cell surface receptor signaling pathway,cell-cell signaling,cerebral cortex radial glia guided migration,cerebral cortex regionalization,collagen binding,extracellular exosome,extracellular matrix binding,glial limiting end-foot,heparin binding,integral component of membrane,integral component of plasma membrane,intracellular,layer formation in cerebral cortex,membrane raft,negative regulation of cell proliferation,negative regulation of neuron migration,positive regulation of Rho protein signal transduction,positive regulation of cell adhesion,positive regulation of neural precursor cell proliferation,protein kinase C signaling,seminiferous tubule development,vascular endothelial growth factor productionBenign T=0, G=77 T=0.0, G=1.0 0.00001 1229.42 77 T=0/0, G=46/31

chr1:16529117 C/C T C SNV ARHGEF19 ARHGEF19:intronic:NM_153213.4 1 100 intronic NM_153213.4c.1908-48A>Gp.? -1.71 RhoGEF domain,SH3 domain,Variant SH3 domainrs221039 0.2573 YES 1.256E-1 (pos.16529117) RHO guanine nucleotide exchange factor 19G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,Wnt signaling pathway, planar cell polarity pathway,cytosol,guanyl-nucleotide exchange factor activity,positive regulation of GTPase activity,positive regulation of apoptotic process,protein binding,regulation of Rho protein signal transduction,regulation of actin cytoskeleton organization,regulation of molecular function,regulation of small GTPase mediated signal transduction,wound healingT=0, C=23 T=0.0, C=1.0 0.00001 316.733 23 T=0/0, C=6/17

chr1:1653028 T/T C T SNV

CDK11A,CD

K11B CDK11A:intronic:NM_001313896.1, CDK11B:intronic:NM_033486.2 1
100

intronic NM_033486.2, NM_001313896.1c.227+7G>A, c.227+7G>Ap.?, p.? -1.14 Protein kinase domain,Protein tyrosine kinasers16825265,rs7962633310.0702 YES 7.701E-1 (pos.1653028) Cyclin-dependent kinase 11A,Cyclin-dependent kinase 11BATP binding,apoptotic process,cyclin-dependent protein serine/threonine kinase activity,cytoplasm,mitotic cell cycle,nucleus,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of cell growth,regulation of mRNA processing,regulation of mitotic cell cycle,regulation of transcription, DNA-templatedC=0, T=34 C=0.0, T=1.0 0.00001 524.186 34 C=0/0, T=18/16

chrX:135426968 A/A C A SNV ADGRG4 ADGRG4:exonic:NM_153834.3 1 100 6 missense NM_153834.3c.1103C>A p.Pro368His 0.3 0 77 0.875 0.03(COSM240006),0.03(COSM3759367)7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,Pentaxin familyrs5930931 0.4756 YES 2.666E-1 (pos.135426968)adenocarcinoma,carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membraneC=0, A=36 C=0.0, A=1.0 0.00001 563.743 36 C=0/0, A=23/13

chr1:16532848 G/G A G SNV ARHGEF19 ARHGEF19:intronic:NM_153213.4 1 100 intronic NM_153213.4c.1138-13T>Cp.? 0.1 RhoGEF domain,SH3 domain,Variant SH3 domainrs221051 0.2513 YES 1.443E-1;0.0 (pos.16532848) RHO guanine nucleotide exchange factor 19G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,Wnt signaling pathway, planar cell polarity pathway,cytosol,guanyl-nucleotide exchange factor activity,positive regulation of GTPase activity,positive regulation of apoptotic process,protein binding,regulation of Rho protein signal transduction,regulation of actin cytoskeleton organization,regulation of molecular function,regulation of small GTPase mediated signal transduction,wound healingA=0, G=139 A=0.0, G=1.0 0.00001 2321.01 139 A=0/0, G=64/75

chr1:16533817 C/C T C SNV ARHGEF19 ARHGEF19:intronic:NM_153213.4 1 100 intronic NM_153213.4c.875-112A>Gp.? 0.26 RhoGEF domain,SH3 domain,Variant SH3 domainrs170234 YES RHO guanine nucleotide exchange factor 19G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,Wnt signaling pathway, planar cell polarity pathway,cytosol,guanyl-nucleotide exchange factor activity,positive regulation of GTPase activity,positive regulation of apoptotic process,protein binding,regulation of Rho protein signal transduction,regulation of actin cytoskeleton organization,regulation of molecular function,regulation of small GTPase mediated signal transduction,wound healingT=0, C=92 T=0.0, C=1.0 0.00001 1534.54 92 T=0/0, C=44/48

chr1:16533830 A/A AATTC A INDEL ARHGEF19 ARHGEF19:intronic:NM_153213.4 4 100 intronic NM_153213.4c.875-125GAATT>Tp.? 0.04, 0.64, 0.06, 1.58, 0.43 RhoGEF domain,SH3 domain,Variant SH3 domainrs149715516,rs199861124,rs3832000,rs397840700,rs71574166,rs768537925,rs959711048YES RHO guanine nucleotide exchange factor 19G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,Wnt signaling pathway, planar cell polarity pathway,cytosol,guanyl-nucleotide exchange factor activity,positive regulation of GTPase activity,positive regulation of apoptotic process,protein binding,regulation of Rho protein signal transduction,regulation of actin cytoskeleton organization,regulation of molecular function,regulation of small GTPase mediated signal transduction,wound healingAATTC=0, A=86AATTC=0.0, A=1.0 0.00001 1419.13 86 AATTC=0/0, A=39/47

chrX:135429503 A/A C A SNV ADGRG4 ADGRG4:exonic:NM_153834.3 1 100 6 missense NM_153834.3c.3638C>A p.Thr1213Asn -0.31 0 65 0.001 0.01(COSM4002260)7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,Pentaxin familyrs4829830 0.4786 YES 3.254E-1 (pos.135429503)acute_myeloid_leukaemia,carcinoma,ductal_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membraneC=0, A=86 C=0.0, A=1.0 0.00001 1410.91 86 C=0/0, A=33/53

chrX:135430044 C/C T C SNV ADGRG4 ADGRG4:exonic:NM_153834.3 1 100 6 synonymous NM_153834.3c.4179T>C p.(=) 0.15 0.03(COSM3759368)7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,Pentaxin familyrs877761 0.4802 YES 3.45E-1 (pos.135430044) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membraneT=0, C=30 T=0.0, C=1.0 0.00001 446.639 30 T=0/0, C=13/17

chr1:165376043 C/C T C SNV RXRG RXRG:intronic:NM_006917.4 1 100 intronic NM_006917.4c.1244+6A>Gp.? -0.77 Ligand-binding domain of nuclear hormone receptor,Nuclear/hormone receptor activator site AF-1,Zinc finger, C4 type (two domains)rs283696 0.2197 YES 9.255E-1 (pos.165376043) Retinoid X receptor, gamma9-cis retinoic acid receptor activity,DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter involved in cellular response to chemical stimulus,protein binding,protein homotetramerization,regulation of transcription, DNA-templated,retinoic acid receptor signaling pathway,sequence-specific DNA binding,steroid hormone mediated signaling pathway,steroid hormone receptor activity,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,zinc ion bindingBipolar Disorder;Bipolar and Related Disorders;Cardiovascular Diseases;Heart Diseases;Mental Disorders;Myocardial Ischemia;Vascular DiseasesAcitretin,Adapalene,Alitretinoin,Bexarotene,Doconexent,Etretinate,TretinoinT=0, C=39 T=0.0, C=1.0 0.00001 623.975 39 T=0/0, C=18/21

chr1:165377389 C/C T C SNV RXRG RXRG:intronic:NM_006917.4 1 100 intronic NM_006917.4c.1138+75A>Gp.? -1.11 Ligand-binding domain of nuclear hormone receptor,Nuclear/hormone receptor activator site AF-1,Zinc finger, C4 type (two domains)rs283692 Retinoid X receptor, gamma9-cis retinoic acid receptor activity,DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter involved in cellular response to chemical stimulus,protein binding,protein homotetramerization,regulation of transcription, DNA-templated,retinoic acid receptor signaling pathway,sequence-specific DNA binding,steroid hormone mediated signaling pathway,steroid hormone receptor activity,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,zinc ion bindingBipolar Disorder;Bipolar and Related Disorders;Cardiovascular Diseases;Heart Diseases;Mental Disorders;Myocardial Ischemia;Vascular DiseasesAcitretin,Adapalene,Alitretinoin,Bexarotene,Doconexent,Etretinate,TretinoinT=0, C=27 T=0.0, C=1.0 0.00001 389.986 27 T=0/0, C=16/11

chr1:165859630 G/G C G SNV UCK2 UCK2:intronic:NM_012474.4 1 100 intronic NM_012474.4c.259+30C>Gp.? -0.01 Dephospho-CoA kinase,Phosphoribulokinase / Uridine kinase familyrs477033,rs753780993,rs777413066 0.0 (pos.165859627),0.0 (pos.165859629),1.0 (pos.165859630)Uridine/cytidine kinase 2ATP binding,CMP salvage,CTP salvage,UMP salvage,cellular_component,cytosol,nucleoside kinase activity,phosphorylation,pyrimidine nucleobase metabolic process,pyrimidine nucleoside salvage,uridine kinase activityEndocrine Gland Neoplasms;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Prostatic Diseases;Prostatic Neoplasms;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsCitric Acid,Cytidine,Cytidine-5'-Monophosphate,Cytidine-5'-Triphosphate,Uridine 5'-triphosphateC=0, G=54 C=0.0, G=1.0 0.00001 798.148 54 C=0/0, G=22/32

chr1:1664019 C/C T C SNV SLC35E2 SLC35E2:intronic:NM_182838.2 1 100 intronic NM_182838.2c.733-57A>Gp.? -0.98 Triose-phosphate Transporter familyrs2294488 0.0733 YES integral component of membrane T=0, C=20 T=0.0, C=1.0 0.00001 263.784 20 T=0/0, C=5/15

chr1:166831404 A/C A C SNV TADA1 TADA1:intronic:NM_053053.3 1 56 intronic NM_053053.3c.540+36T>Gp.? 0.53 Transcriptional regulator of RNA polII, SAGA, subunitrs2075947 0.3777 YES 2.939E-1;0.0 (pos.166831404) SAGA complex,STAGA complex,cytosol,focal adhesion,histone H3 acetylation,histone acetyltransferase activity,nucleoplasm,nucleus,regulation of transcription from RNA polymerase II promoter,transcription coactivator activity,transcription, DNA-templatedA=11, C=14 A=0.44, C=0.56 0.00001 134.349 25 A=3/8, C=6/8

chrX:135496398 A/A G A SNV ADGRG4 ADGRG4:exonic:NM_153834.3 1 100 25 synonymous NM_153834.3c.9117G>A p.(=) 0.03 0(COSM6351097)7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,Pentaxin familyrs5930942 0.3936 YES 9.068E-1 (pos.135496398)carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membraneG=0, A=52 G=0.0, A=1.0 0.00001 767.015 52 G=0/0, A=31/21

chr6:142758631 G/G A G SNV ADGRG6 ADGRG6:exonic:NM_198569.2 1 100 23 missense NM_198569.2c.3380A>G p.Gln1127Arg 3.59 1 43 0 7 transmembrane receptor (Secretin family),CUB domain,GPCR proteolysis site, GPS, motif,Pentaxin familyrs1262686 0.0023 1.0;0.0 (pos.142758631) Adhesion G protein-coupled receptor G6G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Schwann cell differentiation,cAMP-mediated signaling,cell surface receptor signaling pathway,collagen binding,extracellular matrix binding,heart trabecula formation,integral component of membrane,intracellular,laminin binding,mitochondrion organization,myelination,myelination in peripheral nervous system,plasma membrane,positive regulation of adenylate cyclase activity involved in G-protein coupled receptor signaling pathwayA=0, G=78 A=0.0, G=1.0 0.00001 1249.35 78 A=0/0, G=27/51

chr4:62598689 T/T C T SNV ADGRL3 ADGRL3:exonic:NM_015236.5 1 100 7 synonymous NM_015236.5c.612C>T p.(=) -0.36 0.15(COSM1131096),0.15(COSM1131097),0.15(COSM1131098),0.15(COSM5019164)7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Galactose binding lectin domain,Hormone receptor domain,Latrophilin Cytoplasmic C-terminal region,Olfactomedin-like domainrs10434219 0.3956 YES 9.387E-1 (pos.62598689) adenocarcinoma,haemangioblastomaAdhesion G protein-coupled receptor L3G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,axon,calcium ion binding,carbohydrate binding,cell surface receptor signaling pathway,cell-cell adhesion via plasma-membrane adhesion molecules,cell-cell junction,integral component of membrane,integral component of plasma membrane,locomotion involved in locomotory behavior,neuron migration,positive regulation of synapse assembly,protein binding,response to cocaine,synapse assemblyC=0, T=39 C=0.0, T=1.0 0.00001 623.979 39 C=0/0, T=25/14

chr1:169494196 T/T C T SNV F5 F5:intronic:NM_000130.4 1 100 intronic NM_000130.4c.5717-50G>Ap.? 0.01 Coagulation Factor V LSPD Repeat,F5/8 type C domain,Multicopper oxidasers2301515 0.3179 YES 8.694E-1 (pos.169494196) Coagulation factor V (proaccelerin, labile factor)COPII vesicle coating,COPII-coated ER to Golgi transport vesicle,ER to Golgi vesicle-mediated transport,Golgi membrane,blood circulation,blood coagulation,cellular protein metabolic process,copper ion binding,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment membrane,extracellular region,extracellular space,extracellular vesicle,membrane,plasma membrane,platelet alpha granule lumen,platelet degranulation,post-translational protein modification,protein binding,response to vitamin KAbortion, Habitual;Abortion, Spontaneous;Activated Protein C Resistance;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Brain Diseases;Brain Infarction;Brain Ischemia;Budd-Chiari Syndrome;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Infarction;Cerebrovascular Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Embolism and Thrombosis;Eye Diseases;Factor V Deficiency;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypertension, Pregnancy-Induced;Intracranial Embolism and Thrombosis;Intracranial Thrombosis;Liver Cirrhosis;Liver Diseases;Myocardial Infarction;Myocardial Ischemia;Nervous System Diseases;Pregnancy Complications;Retinal Diseases;Retinal Vein Occlusion;Sagittal Sinus Thrombosis;Sinus Thrombosis, Intracranial;Stroke;Thromboembolism;Thrombophilia;Thrombosis;Vascular DisAnti-inhibitor coagulant complex,Copper,Drotrecogin alfa,Protein S human,Thrombomodulin AlfaC=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=16/10

chr1:169498834 C/C T C SNV F5 F5:intronic:NM_000130.4 1 100 intronic NM_000130.4c.5419+12A>Gp.? 0.34 Coagulation Factor V LSPD Repeat,F5/8 type C domain,Multicopper oxidasers386636637,rs6009,rs8796762840.0744 YES 9.999E-1 (pos.169498834) Coagulation factor V (proaccelerin, labile factor)COPII vesicle coating,COPII-coated ER to Golgi transport vesicle,ER to Golgi vesicle-mediated transport,Golgi membrane,blood circulation,blood coagulation,cellular protein metabolic process,copper ion binding,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment membrane,extracellular region,extracellular space,extracellular vesicle,membrane,plasma membrane,platelet alpha granule lumen,platelet degranulation,post-translational protein modification,protein binding,response to vitamin KAbortion, Habitual;Abortion, Spontaneous;Activated Protein C Resistance;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Brain Diseases;Brain Infarction;Brain Ischemia;Budd-Chiari Syndrome;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Infarction;Cerebrovascular Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Embolism and Thrombosis;Eye Diseases;Factor V Deficiency;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypertension, Pregnancy-Induced;Intracranial Embolism and Thrombosis;Intracranial Thrombosis;Liver Cirrhosis;Liver Diseases;Myocardial Infarction;Myocardial Ischemia;Nervous System Diseases;Pregnancy Complications;Retinal Diseases;Retinal Vein Occlusion;Sagittal Sinus Thrombosis;Sinus Thrombosis, Intracranial;Stroke;Thromboembolism;Thrombophilia;Thrombosis;Vascular DisAnti-inhibitor coagulant complex,Copper,Drotrecogin alfa,Protein S human,Thrombomodulin AlfaBenign/Likely benignT=0, C=116 T=0.0, C=1.0 0.00001 1852.92 116 T=0/0, C=16/100

chr4:62845388 G/C G C SNV ADGRL3 ADGRL3:exonic:NM_015236.5 1 53.33 17 synonymous NM_015236.5c.2709G>C p.(=) -2.48 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Galactose binding lectin domain,Hormone receptor domain,Latrophilin Cytoplasmic C-terminal region,Olfactomedin-like domainrs1397547 0.0538 YES 8.128E-1;4.64E-4 (pos.62845388) Adhesion G protein-coupled receptor L3G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,axon,calcium ion binding,carbohydrate binding,cell surface receptor signaling pathway,cell-cell adhesion via plasma-membrane adhesion molecules,cell-cell junction,integral component of membrane,integral component of plasma membrane,locomotion involved in locomotory behavior,neuron migration,positive regulation of synapse assembly,protein binding,response to cocaine,synapse assemblyG=35, C=40 G=0.4667, C=0.5333 0.00001 433.78 75 G=16/19, C=21/19

chr1:79392756 A/A C A SNV ADGRL4 ADGRL4:exonic:NM_022159.3 1 100 8 missense NM_022159.3c.898G>T p.Val300Leu 1.54 1 32 0 0.2(COSM3751404)7 transmembrane receptor (Secretin family),Calcium-binding EGF domain,GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domainrs12754818 0.3604 YES 6.999E-1 (pos.79392756) adenocarcinomaAdhesion G protein-coupled receptor L4G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell surface receptor signaling pathway,cytoplasmic vesicle,integral component of membrane,plasma membrane,protein dimerization activityC=0, A=121 C=0.0, A=1.0 0.00001 1939.85 121 C=0/0, A=43/78

chr1:169513436 A/A C A SNV F5 F5:intronic:NM_000130.4 1 100 intronic NM_000130.4c.1975+98G>Tp.? 0.09 Coagulation Factor V LSPD Repeat,F5/8 type C domain,Multicopper oxidasers9287092 YES Coagulation factor V (proaccelerin, labile factor)COPII vesicle coating,COPII-coated ER to Golgi transport vesicle,ER to Golgi vesicle-mediated transport,Golgi membrane,blood circulation,blood coagulation,cellular protein metabolic process,copper ion binding,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment membrane,extracellular region,extracellular space,extracellular vesicle,membrane,plasma membrane,platelet alpha granule lumen,platelet degranulation,post-translational protein modification,protein binding,response to vitamin KAbortion, Habitual;Abortion, Spontaneous;Activated Protein C Resistance;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Brain Diseases;Brain Infarction;Brain Ischemia;Budd-Chiari Syndrome;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Infarction;Cerebrovascular Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Embolism and Thrombosis;Eye Diseases;Factor V Deficiency;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypertension, Pregnancy-Induced;Intracranial Embolism and Thrombosis;Intracranial Thrombosis;Liver Cirrhosis;Liver Diseases;Myocardial Infarction;Myocardial Ischemia;Nervous System Diseases;Pregnancy Complications;Retinal Diseases;Retinal Vein Occlusion;Sagittal Sinus Thrombosis;Sinus Thrombosis, Intracranial;Stroke;Thromboembolism;Thrombophilia;Thrombosis;Vascular DisAnti-inhibitor coagulant complex,Copper,Drotrecogin alfa,Protein S human,Thrombomodulin AlfaC=0, A=42 C=0.0, A=1.0 0.00001 685.22 42 C=0/0, A=16/26

chr5:89979589 A/A G A SNV ADGRV1 ADGRV1:exonic:NM_032119.3 1 100 28 missense NM_032119.3c.5851G>A p.Val1951Ile 0.57 0.55 29 0 0.05(COSM3736391)7 transmembrane receptor (Secretin family),Calx-beta domain,Concanavalin A-like lectin/glucanases superfamily,EPTP domainrs4916684 0.3552 YES 8.022E-1 (pos.89979589) basal_cell_carcinoma,carcinoma,ductal_carcinoma,malignant_melanomaAdhesion G protein-coupled receptor V1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell communication,cell surface,cell surface receptor signaling pathway,cell-cell adhesion,cytoplasm,extracellular exosome,integral component of membrane,maintenance of animal organ identity,membrane,nervous system development,nervous system process,photoreceptor cell maintenance,plasma membrane,protein binding,receptor complex,sensory perception of light stimulus,sensory perception of sound,stereocilium,synapse,visual perceptionBenign/Likely benignG=0, A=103 G=0.0, A=1.0 0.00001 1609.48 103 G=0/0, A=50/53

chr1:169665632 C/C T C SNV SELL SELL:intronic:NM_000655.4 1 100 intronic NM_000655.4c.1139+44A>Gp.? -1.3 Human growth factor-like EGF,Lectin C-type domain,Sushi repeat (SCR repeat)rs2223286 0.3066 YES 1.351E-1 (pos.169665632) Selectin L (lymphocyte adhesion molecule 1)carbohydrate binding,cell adhesion,cell adhesion molecule binding,external side of plasma membrane,glycosphingolipid binding,heparin binding,integral component of plasma membrane,leukocyte migration,neutrophil degranulation,plasma membrane,protease binding,protein binding,regulation of immune response,response to ATP,secretory granule membraneAutoimmune Diseases;Cardiovascular Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Heart Diseases;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Myocardial Infarction;Myocardial Ischemia;Nephritis;Urologic Diseases;Vascular DiseasesT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=12/12

chr1:1696659 G/G A G SNV NADK NADK:intronic:NM_001198994.1 1 100 intronic NM_001198994.1c.179+8T>Cp.? 0.73 ATP-NAD kinasers5021859 0.0545 YES 8.054E-1 (pos.1696659) NAD kinase ATP binding,ATP metabolic process,NAD metabolic process,NAD+ kinase activity,NADP biosynthetic process,cytosol,metal ion binding,phosphorylation,protein bindingA=0, G=30 A=0.0, G=1.0 0.00001 446.612 30 A=0/0, G=21/9

chr1:169679472 G/GCT G GCT INDEL SELL SELL:intronic:NM_000655.4 2 50 intronic NM_000655.4c.124+105C>AGCp.? -0.21 Human growth factor-like EGF,Lectin C-type domain,Sushi repeat (SCR repeat)rs397815888,rs4987281 YES Selectin L (lymphocyte adhesion molecule 1)carbohydrate binding,cell adhesion,cell adhesion molecule binding,external side of plasma membrane,glycosphingolipid binding,heparin binding,integral component of plasma membrane,leukocyte migration,neutrophil degranulation,plasma membrane,protease binding,protein binding,regulation of immune response,response to ATP,secretory granule membraneAutoimmune Diseases;Cardiovascular Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Heart Diseases;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Myocardial Infarction;Myocardial Ischemia;Nephritis;Urologic Diseases;Vascular DiseasesG=57, GCT=57G=0.5, GCT=0.5 0.00001 589.199 114 G=10/47, GCT=19/38

chr1:169831993 G/G A G SNV SCYL3 SCYL3:intronic:NM_181093.3 1 100 intronic NM_181093.3c.956-55T>Cp.? -0.14 Protein kinase domain,Protein tyrosine kinasers7525259 YES SCY1-like 3, S. cerevisiae, homolog ofATP binding,Golgi apparatus,cell migration,cytoplasm,kinase activity,lamellipodium,protein binding,protein kinase activity,protein phosphorylationA=0, G=40 A=0.0, G=1.0 0.00001 644.286 40 A=0/0, G=12/28

chr1:169930049 T/T C T SNV KIFAP3 KIFAP3:intronic:NM_014970.3 1 100 intronic NM_014970.3c.2173+138G>Ap.? 0.18 Kinesin-associated protein (KAP)rs386636674,rs386636675,rs542570YES Kinesin-associated protein 3Golgi apparatus,antigen processing and presentation of exogenous peptide antigen via MHC class II,axoneme,centrosome,ciliary basal body,ciliary tip,cilium,condensed nuclear chromosome,cytosol,endoplasmic reticulum,extracellular exosome,intraciliary transport involved in cilium assembly,intraciliary transport particle,kinesin II complex,kinesin binding,microtubule cytoskeleton,microtubule-based movement,microtubule-based process,negative regulation of apoptotic process,negative regulation of cell proliferation,periciliary membrane compartment,photoreceptor connecting cilium,plus-end-directed vesicle transport along microtubule,positive regulation of calcium-dependent cell-cell adhesion,protein binding,protein complex assembly,retrograde vesicle-mediated transport, Golgi to ER,signal transduction,spindle microtubuleAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesC=0, T=62 C=0.0, T=1.0 0.00001 940.316 62 C=0/0, T=35/27

chr1:169930051 C/C T C SNV KIFAP3 KIFAP3:intronic:NM_014970.3 1 100 intronic NM_014970.3c.2173+136A>Gp.? -0.05 Kinesin-associated protein (KAP)rs386636674,rs386636675,rs615485YES Kinesin-associated protein 3Golgi apparatus,antigen processing and presentation of exogenous peptide antigen via MHC class II,axoneme,centrosome,ciliary basal body,ciliary tip,cilium,condensed nuclear chromosome,cytosol,endoplasmic reticulum,extracellular exosome,intraciliary transport involved in cilium assembly,intraciliary transport particle,kinesin II complex,kinesin binding,microtubule cytoskeleton,microtubule-based movement,microtubule-based process,negative regulation of apoptotic process,negative regulation of cell proliferation,periciliary membrane compartment,photoreceptor connecting cilium,plus-end-directed vesicle transport along microtubule,positive regulation of calcium-dependent cell-cell adhesion,protein binding,protein complex assembly,retrograde vesicle-mediated transport, Golgi to ER,signal transduction,spindle microtubuleAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesT=0, C=62 T=0.0, C=1.0 0.00001 940.32 62 T=0/0, C=35/27

chr1:169952385 T/T G T SNV KIFAP3 KIFAP3:intronic:NM_014970.3 1 100 intronic NM_014970.3c.1506+26C>Ap.? -0.02 Kinesin-associated protein (KAP)rs2057249 0.0966 YES 9.984E-1 (pos.169952385) Kinesin-associated protein 3Golgi apparatus,antigen processing and presentation of exogenous peptide antigen via MHC class II,axoneme,centrosome,ciliary basal body,ciliary tip,cilium,condensed nuclear chromosome,cytosol,endoplasmic reticulum,extracellular exosome,intraciliary transport involved in cilium assembly,intraciliary transport particle,kinesin II complex,kinesin binding,microtubule cytoskeleton,microtubule-based movement,microtubule-based process,negative regulation of apoptotic process,negative regulation of cell proliferation,periciliary membrane compartment,photoreceptor connecting cilium,plus-end-directed vesicle transport along microtubule,positive regulation of calcium-dependent cell-cell adhesion,protein binding,protein complex assembly,retrograde vesicle-mediated transport, Golgi to ER,signal transduction,spindle microtubuleAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesG=0, T=22 G=0.0, T=1.0 0.00001 298.457 22 G=0/0, T=9/13

chr5:90151589 G/A G A SNV ADGRV1 ADGRV1:exonic:NM_032119.3 1 50 82 missense NM_032119.3c.17626G>Ap.Val5876Ile 2.9 0.06 29 0.576 0.76(COSM149886)7 transmembrane receptor (Secretin family),Calx-beta domain,Concanavalin A-like lectin/glucanases superfamily,EPTP domainrs2247870 0.4528 YES 5.499E-1 (pos.90151589) adenocarcinoma,carcinoma,hepatocellular_carcinomaAdhesion G protein-coupled receptor V1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell communication,cell surface,cell surface receptor signaling pathway,cell-cell adhesion,cytoplasm,extracellular exosome,integral component of membrane,maintenance of animal organ identity,membrane,nervous system development,nervous system process,photoreceptor cell maintenance,plasma membrane,protein binding,receptor complex,sensory perception of light stimulus,sensory perception of sound,stereocilium,synapse,visual perceptionBenign/Likely benignG=22, A=22 G=0.5, A=0.5 0.00001 242.66 44 G=8/14, A=7/15

chr1:171077198 A/A G A SNV FMO3 FMO3:intronic:NM_006894.5 1 100 intronic NM_006894.5c.485-22G>Ap.? -0.07 Flavin-binding monooxygenase-like,L-lysine 6-monooxygenase (NADPH-requiring),NAD(P)-binding Rossmann-like domain,Pyridine nucleotide-disulphide oxidoreductasers1920149 0.4679 YES 4.037E-1 (pos.171077198) Flavin-containing monooxygenase 3N,N-dimethylaniline monooxygenase activity,NADP binding,endoplasmic reticulum membrane,flavin adenine dinucleotide binding,integral component of membrane,intracellular membrane-bounded organelle,monooxygenase activity,organelle membrane,oxidation-reduction process,protein binding,trimethylamine monooxygenase activity,xenobiotic metabolic processAdenoma;Adenomatous Polyposis Coli;Adenomatous Polyps;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intestinal Diseases;Intestinal Neoplasms;Intestinal Polyposis;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System DiseasesAlmotriptan,Cimetidine,Clozapine,Dapsone,Dasatinib,Olanzapine,Tamoxifen,Vandetanib,VoriconazoleBenign G=0, A=94 G=0.0, A=1.0 0.00001 1576.17 94 G=0/0, A=58/36

chr1:171162438 C/T C T SNV FMO2 FMO2:intronic:NM_001460.4 1 46.88 intronic NM_001460.4c.133-36C>Tp.? -1.91 Flavin-binding monooxygenase-like,L-lysine 6-monooxygenase (NADPH-requiring),Pyridine nucleotide-disulphide oxidoreductasers28969551 0.0479 YES 4.733E-4 (pos.171162438) Flavin-containing monooxygenase 2, pulmonaryN,N-dimethylaniline monooxygenase activity,NADP binding,NADP metabolic process,NADPH oxidation,drug metabolic process,endoplasmic reticulum membrane,flavin adenine dinucleotide binding,integral component of membrane,membrane,monooxygenase activity,organelle membrane,organic acid metabolic process,oxidation-reduction process,oxygen metabolic process,toxin metabolic process,xenobiotic metabolic processEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesC=17, T=15 C=0.5313, T=0.4688 0.00001 143.712 32 C=8/9, T=4/11

chr4:100235053 G/G A G SNV ADH1B ADH1B:exonic:NM_000668.5 1 100 6 synonymous NM_000668.5c.753T>C p.(=) -0.02 Alcohol dehydrogenase GroES-like domain,Zinc-binding dehydrogenasers1789882 0.1675 YES 9.148E-1 (pos.100235053) Alcohol dehydrogenase IB (class I), beta polypeptidealcohol dehydrogenase activity, zinc-dependent,cytosol,ethanol oxidation,nucleoplasm,oxidation-reduction process,oxidoreductase activity,plasma membrane,zinc ion bindingAlcohol-Related Disorders;Alcoholism;Brain Diseases;Brain Infarction;Brain Ischemia;Carcinoma;Carcinoma, Squamous Cell;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Infarction;Cerebrovascular Disorders;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Laryngeal Diseases;Laryngeal Neoplasms;Mental Disorders;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Overnutrition;Pharyngeal Diseases;Pharyngeal Neoplasms;Rectal Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Stomatognathic Diseases;Stroke;Substance-Related Disorders;Vascular Diseas2'-Monophosphoadenosine 5'-Diphosphoribose,4-Iodopyrazole,Cyclohexanol,Ethanol,Fomepizole,Glycerin,N-Benzylformamide,N-Heptylformamide,NADHA=0, G=73 A=0.0, G=1.0 0.00001 1145.79 73 A=0/0, G=29/44

chr4:100268188 TC/TC T TC INDEL ADH1C ADH1C:exonic:NM_000669.4 1 100 3 stoploss NM_000669.4c.233_234insGp.Ter78Trp -1.26 Alcohol dehydrogenase GroES-like domain,Zinc-binding dehydrogenase Alcohol dehydrogenase IC (class I), gamma polypeptidealcohol dehydrogenase (NAD) activity,alcohol dehydrogenase activity, zinc-dependent,cytosol,ethanol oxidation,nucleoplasm,oxidation-reduction process,oxidoreductase activity,plasma membrane,retinol dehydrogenase activity,zinc ion bindingAlcohol-Related Disorders;Alcoholism;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Head and Neck Neoplasms;Mental Disorders;Metabolic Diseases;Mitochondrial Diseases;Mouth Diseases;Mouth Neoplasms;Movement Disorders;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;Parkinson Disease;Parkinsonian Disorders;Stomatognathic Diseases;Substance-Related Disorders(R)-N-(1-Methyl-Hexyl)-Formamide,2,3,4,5,6-Pentafluorobenzyl Alcohol,2,3-Difluorobenzyl Alcohol,2,4-Difluorobenzyl Alcohol 2,4-Difluoro-1-(Hydroxymethyl)Benzene,2-Ethoxyethanol,3-Butylthiolane 1-Oxide,4-Iodopyrazole,5-Beta-D-Ribofuranosylnicotinamide Adenine Dinucleotide,Cholic Acid,Cpad,Cyclohexylformamide,Ethanol,Fomepizole,N-1-Methylheptylformamide,N-Formylpiperidine,NADH,Para-Bromobenzyl Alcohol,Pyrazole,TrifluoroethanolT=0, TC=77 T=0.0, TC=1.0 0.00001 824.148 77 T=0/0, TC=40/37

chr4:100266371 A/G A G SNV ADH1C ADH1C:exonic:NM_000669.4 1 58.33 4 synonymous NM_000669.4c.312T>C p.(=) -0.04 Alcohol dehydrogenase GroES-like domain,Zinc-binding dehydrogenasers1789915 0.2933 YES 1.957E-2 (pos.100266371) Alcohol dehydrogenase IC (class I), gamma polypeptidealcohol dehydrogenase (NAD) activity,alcohol dehydrogenase activity, zinc-dependent,cytosol,ethanol oxidation,nucleoplasm,oxidation-reduction process,oxidoreductase activity,plasma membrane,retinol dehydrogenase activity,zinc ion bindingAlcohol-Related Disorders;Alcoholism;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Head and Neck Neoplasms;Mental Disorders;Metabolic Diseases;Mitochondrial Diseases;Mouth Diseases;Mouth Neoplasms;Movement Disorders;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;Parkinson Disease;Parkinsonian Disorders;Stomatognathic Diseases;Substance-Related Disorders(R)-N-(1-Methyl-Hexyl)-Formamide,2,3,4,5,6-Pentafluorobenzyl Alcohol,2,3-Difluorobenzyl Alcohol,2,4-Difluorobenzyl Alcohol 2,4-Difluoro-1-(Hydroxymethyl)Benzene,2-Ethoxyethanol,3-Butylthiolane 1-Oxide,4-Iodopyrazole,5-Beta-D-Ribofuranosylnicotinamide Adenine Dinucleotide,Cholic Acid,Cpad,Cyclohexylformamide,Ethanol,Fomepizole,N-1-Methylheptylformamide,N-Formylpiperidine,NADH,Para-Bromobenzyl Alcohol,Pyrazole,TrifluoroethanolA=20, G=28 A=0.4167, G=0.5833 0.00001 344.614 48 A=9/11, G=17/11

chr8:67380528 C/C T C SNV ADHFE1 ADHFE1:exonic:NM_144650.2 1 100 14 missense NM_144650.2c.1345T>C p.Cys449Arg 1.92 1 180 0 0.14(COSM4006948)Iron-containing alcohol dehydrogenasers1060242 0.4737 YES 4.136E-1 (pos.67380528) carcinoma,ductal_carcinoma,neoplasmAlcohol dehydrogenase, iron-containing, 12-oxoglutarate metabolic process,alcohol dehydrogenase (NAD) activity,cytosol,hydroxyacid-oxoacid transhydrogenase activity,metal ion binding,mitochondrial matrix,mitochondrion,molecular hydrogen transport,oxidation-reduction process,oxidoreductase activitySodium oxybate T=0, C=52 T=0.0, C=1.0 0.00001 767.453 52 T=0/0, C=27/25

chr2:3502709 G/G A G SNV ADI1 ADI1:utr_3:NM_018269.3 1 100 4 utr_3 NM_018269.3c.565T>C p.? -0.78 ARD/ARD' family,AraC-like ligand binding domain,Cupin domainrs10208494 0.1512 YES 1.941E-1;0.0 (pos.3502709) Acireductone dioxygenase 1L-methionine salvage from methylthioadenosine,acireductone dioxygenase iron(II)-requiring activity,cytoplasm,cytosol,metal ion binding,nucleus,oxidation-reduction process,oxidoreductase activity,plasma membrane,protein bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsIsopropyl Alcohol A=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=4/17

chr2:3504687 G/G A G SNV ADI1 ADI1:exonic:NM_018269.3 1 100 3 synonymous NM_018269.3c.318T>C p.(=) -0.46 0.08(COSM148794)ARD/ARD' family,AraC-like ligand binding domain,Cupin domainrs9950 0.3555 YES 4.316E-1 (pos.3504687) acute_myeloid_leukaemia,adenocarcinoma,squamous_cell_carcinomaAcireductone dioxygenase 1L-methionine salvage from methylthioadenosine,acireductone dioxygenase iron(II)-requiring activity,cytoplasm,cytosol,metal ion binding,nucleus,oxidation-reduction process,oxidoreductase activity,plasma membrane,protein bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsIsopropyl Alcohol A=0, G=149 A=0.0, G=1.0 0.00001 2530.58 149 A=0/0, G=66/83

chr1:112042632 G/G A G SNV

ADORA3,TM

IGD3 TMIGD3:intronic:NM_020683.6, ADORA3:exonic:NM_000677.3 1
100

2 synonymous NM_020683.6, NM_000677.3c.350+2995T>C, c.897T>Cp.?, p.(=) 1.7 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs2229155 0.1853 YES 7.683E-1 (pos.112042632) Adenosine A3 receptorG-protein coupled adenosine receptor activity,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,adenosine receptor signaling pathway,inflammatory response,integral component of membrane,integral component of plasma membrane,membrane,negative regulation of NF-kappaB transcription factor activity,negative regulation of cell migration,negative regulation of cell proliferation,plasma membrane,regulation of heart contraction,response to wounding,signal transductionAutoimmune Diseases;Cardiovascular Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Heart Diseases;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Myocardial Infarction;Myocardial Ischemia;Nephritis;Urologic Diseases;Vascular DiseasesAdenosine,Aminophylline,Enprofylline,PiclidenosonA=0, G=28 A=0.0, G=1.0 0.00001 408.699 28 A=0/0, G=22/6

chr1:173556699 T/T G T SNV SLC9C2 SLC9C2:intronic:NM_178527.3 1 100 intronic NM_178527.3c.523+105C>Ap.? -1.44 Cyclic nucleotide-binding domain,Sodium/hydrogen exchanger familyrs301698 YES hydrogen ion transmembrane transport,integral component of membrane,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activityG=0, T=53 G=0.0, T=1.0 0.00001 768.761 53 G=0/0, T=28/25



chr15:73067234 C/C T C SNV ADPGK ADPGK:exonic:NM_031284.4 1 100 2 synonymous NM_031284.4c.438A>G p.(=) -3.81 ADP-specific Phosphofructokinase/Glucokinase conserved regionrs11634630 4.00E-04 YES 9.999E-1;0.0;0.0 (pos.73067234) ADP-dependent glucokinaseADP-specific glucokinase activity,canonical glycolysis,carbohydrate metabolic process,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular region,glucose metabolic process,integral component of membrane,kinase activity,membrane,metal ion binding,phosphorylation,phosphotransferase activity, alcohol group as acceptorT=0, C=86 T=0.0, C=1.0 0.00001 1410.92 86 T=0/0, C=58/28

chr1:17402116 G/T G T SNV PADI2 PADI2:intronic:NM_007365.2 1 45.83 intronic NM_007365.2c.1455+58C>Ap.? -1.22 Protein-arginine deiminase (PAD),Protein-arginine deiminase (PAD) N-terminal domain,Protein-arginine deiminase (PAD) middle domainrs3818035 YES Peptidylarginine deiminase, type IIazurophil granule lumen,calcium ion binding,cellular response to leukemia inhibitory factor,chromatin organization,chromatin-mediated maintenance of transcription,cytoplasm,cytosol,estrogen receptor binding,extracellular exosome,extracellular region,histone H3-R26 citrullination,intracellular estrogen receptor signaling pathway,negative regulation of chemokine-mediated signaling pathway,negative regulation of lymphocyte chemotaxis,neutrophil degranulation,nucleus,protein citrullination,protein-arginine deiminase activity,regulation of chromatin disassembly,substantia nigra development,transcriptionally active chromatinL-Citrulline G=13, T=11 G=0.5417, T=0.4583 0.00001 93.1297 24 G=11/2, T=7/4

chr1:17418883 G/G A G SNV PADI2 PADI2:intronic:NM_007365.2 1 100 intronic NM_007365.2c.655+20T>Cp.? -0.4 Protein-arginine deiminase (PAD),Protein-arginine deiminase (PAD) N-terminal domain,Protein-arginine deiminase (PAD) middle domainrs2647184,rs775198716 0.0538 YES 0.0;0.0 (pos.17418878),9.984E-1 (pos.17418883)Peptidylarginine deiminase, type IIazurophil granule lumen,calcium ion binding,cellular response to leukemia inhibitory factor,chromatin organization,chromatin-mediated maintenance of transcription,cytoplasm,cytosol,estrogen receptor binding,extracellular exosome,extracellular region,histone H3-R26 citrullination,intracellular estrogen receptor signaling pathway,negative regulation of chemokine-mediated signaling pathway,negative regulation of lymphocyte chemotaxis,neutrophil degranulation,nucleus,protein citrullination,protein-arginine deiminase activity,regulation of chromatin disassembly,substantia nigra development,transcriptionally active chromatinL-Citrulline A=0, G=22 A=0.0, G=1.0 0.00001 298.878 22 A=0/0, G=18/4

chr1:175097331 G/A G A SNV TNN TNN:intronic:NM_022093.1 1 50 intronic NM_022093.1c.3178+31G>Ap.? -2.05 Fibrinogen beta and gamma chains, C-terminal globular domain,Fibronectin type III domainrs10912891 0.3785 YES 3.149E-1 (pos.175097331) Tenascin N axonogenesis,cell growth,cell migration,cell surface,cell-matrix adhesion,cellular_component,identical protein binding,integrin binding,molecular_function,negative regulation of canonical Wnt signaling pathway involved in osteoblast differentiation,negative regulation of osteoblast differentiation,negative regulation of osteoblast proliferation,osteoblast development,proteinaceous extracellular matrixG=16, A=16 G=0.5, A=0.5 0.00001 158.382 32 G=6/10, A=4/12

chr1:36553673 G/G A G SNV

ADPRHL2,TE

KT2 ADPRHL2:upstream:NM_017825.2, TEKT2:exonic:NM_014466.2 1
100

10 synonymous NM_014466.2, NM_017825.2c.1179A>G, c.-833A>Gp.(=), p.? -1.7 Tektin family rs399393 0.0816 YES 9.992E-1 (pos.36553673) ADP-ribosylhydrolase-like 2cellular response to superoxide,cilium assembly,cilium movement involved in cell motility,cytoplasm,flagellated sperm motility,inner dynein arm assembly,metal ion binding,microtubule,microtubule organizing center,mitochondrial matrix,nuclear body,nucleoplasm,nucleus,poly(ADP-ribose) glycohydrolase activity,sperm flagellumA=0, G=20 A=0.0, G=1.0 0.00001 263.78 20 A=0/0, G=8/12

chr20:4202041 A/A T A SNV ADRA1D ADRA1D:utr_3:NM_000678.3 1 100 2 utr_3 NM_000678.3c.1848A>T p.? -0.68 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srxrs2236554 YES Adrenergic, alpha-1D-, receptorDNA metabolic process,G-protein coupled receptor signaling pathway,adenylate cyclase-activating adrenergic receptor signaling pathway,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,alpha1-adrenergic receptor activity,cell proliferation,cell-cell signaling,integral component of plasma membrane,intracellular,multicellular organism development,norepinephrine-epinephrine vasoconstriction involved in regulation of systemic arterial blood pressure,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of cell proliferation,positive regulation of cytosolic calcium ion concentration,positive regulation of smooth muscle contraction,positive regulation of vasoconstriction,protein bindingAlfuzosin,Amitriptyline,Amoxapine,Amphetamine,Bromocriptine,Cabergoline,Carvedilol,Chlorpromazine,Cirazoline,Clonidine,Dapiprazole,Desipramine,Dosulepin,Doxazosin,Doxepin,Dronedarone,Droxidopa,Epicept NP-1,Epinephrine,Ergoloid mesylate,Ergotamine,Fenoldopam,Imipramine,Labetalol,Maprotiline,Mephentermine,Methotrimeprazine,Methoxamine,Mianserin,Midodrine,Mirtazapine,Nicardipine,Norepinephrine,Nortriptyline,Oxymetazoline,Pergolide,Perospirone,Phenoxybenzamine,Phenylephrine,Prazosin,Promazine,Propiomazine,Quetiapine,R450,Sertindole,Silodosin,Tamsulosin,Terazosin,Tiapride,XylometazolineT=0, A=48 T=0.0, A=1.0 0.00001 810.158 48 T=0/0, A=15/33

chr1:175336292 A/A C A SNV TNR TNR:intronic:NM_003285.2 1 100 intronic NM_003285.2c.2053+52G>Tp.? 0.3 EGF-like domain,Fibrinogen beta and gamma chains, C-terminal globular domain,Fibronectin type III domainrs1872440 0.2427 YES Tenascin R (restrictin, janusin)associative learning,axon guidance,cell adhesion,cell surface,extracellular matrix organization,extracellular region,locomotory exploration behavior,long-term synaptic potentiation,membrane raft,negative regulation of axon extension involved in regeneration,negative regulation of cell-cell adhesion,negative regulation of synaptic transmission,neuromuscular process controlling balance,neuron cell-cell adhesion,perineuronal net,positive regulation of synaptic transmission, glutamatergic,positive regulation of transmission of nerve impulse,proteinaceous extracellular matrix,regulation of neurogenesis,synapse organization,telencephalon cell migrationAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsC=0, A=63 C=0.0, A=1.0 0.00001 958.917 63 C=0/0, A=38/25

chr1:175336305 C/C G C SNV TNR TNR:intronic:NM_003285.2 1 100 intronic NM_003285.2c.2053+39C>Gp.? -1.39 EGF-like domain,Fibrinogen beta and gamma chains, C-terminal globular domain,Fibronectin type III domainrs1872439 0.2434 YES 9.08E-2 (pos.175336305) Tenascin R (restrictin, janusin)associative learning,axon guidance,cell adhesion,cell surface,extracellular matrix organization,extracellular region,locomotory exploration behavior,long-term synaptic potentiation,membrane raft,negative regulation of axon extension involved in regeneration,negative regulation of cell-cell adhesion,negative regulation of synaptic transmission,neuromuscular process controlling balance,neuron cell-cell adhesion,perineuronal net,positive regulation of synaptic transmission, glutamatergic,positive regulation of transmission of nerve impulse,proteinaceous extracellular matrix,regulation of neurogenesis,synapse organization,telencephalon cell migrationAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsG=0, C=63 G=0.0, C=1.0 0.00001 958.805 63 G=0/0, C=38/25

chr1:17550225 T/C T C SNV PADI1 PADI1:intronic:NM_013358.2 1 95.45 intronic NM_013358.2c.346+37T>Cp.? -0.83 Protein-arginine deiminase (PAD),Protein-arginine deiminase (PAD) N-terminal domain,Protein-arginine deiminase (PAD) middle domainrs3003481 2.00E-04 1.0 (pos.17550225) Peptidylarginine deiminase, type Icalcium ion binding,chromatin organization,cytoplasm,cytosol,extracellular exosome,histone citrullination,nucleoplasm,nucleus,protein-arginine deiminase activityL-Citrulline T=3, C=63 T=0.0455, C=0.9545 0.00001 922.715 66 T=2/1, C=19/44

chr1:176012807 A/A G A SNV RFWD2 RFWD2:intronic:NM_022457.6 1 100 intronic NM_022457.6c.1530+39C>Tp.? 0.23 RING-type zinc-finger,Ring finger domain,WD domain, G-beta repeat,Zinc finger, C3HC4 type (RING finger),zinc-RING finger domainrs4233165 0.0099 YES 1.0 (pos.176012807) Ring finger- and WD repeat domain-containing protein 2Cul4A-RING E3 ubiquitin ligase complex,Golgi membrane,cytosol,integral component of membrane,metal ion binding,nuclear speck,nucleoplasm,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,post-translational protein modification,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitination,response to ionizing radiation,ubiquitin protein ligase activity,ubiquitin-protein transferase activityAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersG=0, A=22 G=0.0, A=1.0 0.00001 298.889 22 G=0/0, A=19/3

chr1:176153658 T/C T C SNV RFWD2 RFWD2:intronic:NM_022457.6 1 97.5 intronic NM_022457.6c.467+111A>Gp.? -0.04 RING-type zinc-finger,Ring finger domain,WD domain, G-beta repeat,Zinc finger, C3HC4 type (RING finger),zinc-RING finger domainrs791744 YES Ring finger- and WD repeat domain-containing protein 2Cul4A-RING E3 ubiquitin ligase complex,Golgi membrane,cytosol,integral component of membrane,metal ion binding,nuclear speck,nucleoplasm,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,post-translational protein modification,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitination,response to ionizing radiation,ubiquitin protein ligase activity,ubiquitin-protein transferase activityAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersT=1, C=39 T=0.025, C=0.975 0.00001 611.635 40 T=1/0, C=29/10

chr1:176857347 G/G A G SNV ASTN1 ASTN1:intronic:NM_004319.2 1 100 intronic NM_004319.2c.2941-7T>Cp.? 0.57 0.01(COSM5460186),0.01(COSM5460187)Coagulation Factor Xa inhibitory siters2072935 0.1664 YES 7.902E-1 (pos.176857347)adenocarcinomaAstrotactin 1 A=0, G=37 A=0.0, G=1.0 0.00001 583.707 37 A=0/0, G=18/19

chr1:17723476 CCA/CCA C CCA INDEL PADI6 PADI6:intronic:NM_207421.4 2 100 intronic NM_207421.4c.1619-91C>CCAp.? -0.33 Protein-arginine deiminase (PAD),Protein-arginine deiminase (PAD) N-terminal domain,Protein-arginine deiminase (PAD) middle domainrs61476146 YES Peptidylarginine deiminase, type VIcalcium ion binding,cytoplasm,cytoplasm organization,cytoskeleton organization,histone citrullination,intermediate filament cytoskeleton,nucleus,protein-arginine deiminase activity,regulation of translation by machinery localizationCarcinoma;Carcinoma, Basal Cell;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Basal Cell;Neoplasms, Glandular and EpithelialL-Citrulline C=0, CCA=32C=0.0, CCA=1.0 0.00001 485.141 32 C=0/0, CCA=18/14

chr1:17725358 G/G C G SNV PADI6 PADI6:intronic:NM_207421.4 1 100 intronic NM_207421.4c.1851+15C>Gp.? 0.27 Protein-arginine deiminase (PAD),Protein-arginine deiminase (PAD) N-terminal domain,Protein-arginine deiminase (PAD) middle domainrs2244936 0.3501 YES 5.278E-1 (pos.17725358) Peptidylarginine deiminase, type VIcalcium ion binding,cytoplasm,cytoplasm organization,cytoskeleton organization,histone citrullination,intermediate filament cytoskeleton,nucleus,protein-arginine deiminase activity,regulation of translation by machinery localizationCarcinoma;Carcinoma, Basal Cell;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Basal Cell;Neoplasms, Glandular and EpithelialL-Citrulline C=0, G=22 C=0.0, G=1.0 0.00001 298.892 22 C=0/0, G=15/7

chr2:96780716 G/G T G SNV ADRA2B ADRA2B:exonic:NM_000682.6 1 100 2 synonymous NM_000682.6c.1173A>C p.(=) -1.9 0.09(COSM5619262),0.09(COSM5619263)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srxrs2229169 0.3174 YES 5.587E-1;0.0 (pos.96780716)carcinoma,ductal_carcinomaAdrenergic, alpha-2B-, receptorG-protein coupled receptor signaling pathway,activation of MAPK activity,activation of protein kinase B activity,adenylate cyclase-activating adrenergic receptor signaling pathway,adrenergic receptor signaling pathway,alpha2-adrenergic receptor activity,cell-cell signaling,epidermal growth factor-activated receptor transactivation by G-protein coupled receptor signaling pathway,epinephrine binding,female pregnancy,integral component of plasma membrane,intracellular,negative regulation of epinephrine secretion,negative regulation of norepinephrine secretion,plasma membrane,platelet activation,positive regulation of MAPK cascade,positive regulation of blood pressure,positive regulation of neuron differentiation,positive regulation of uterine smooth muscle contraction,protein binding,regulation of vascular smooth muscle contractionBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Epilepsies, Myoclonic;Epilepsy;Hypertension;Intellectual Disability;Lung Diseases;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Respiratory Tract Diseases;Vascular DiseasesAmoxapine,Amphetamine,Apomorphine,Apraclonidine,Aripiprazole,Asenapine,Bethanidine,Brimonidine,Bromocriptine,Cabergoline,Carvedilol,Chlorpromazine,Cirazoline,Clonidine,Clozapine,Desipramine,Dosulepin,Doxepin,Dronedarone,Droxidopa,Ephedra,Epicept NP-1,Epinephrine,Ergoloid mesylate,Ergotamine,Esmirtazapine,Etomidate,Fenoldopam,Guanabenz,Guanfacine,Levonordefrin,Lisuride,Loxapine,Maprotiline,Mephentermine,Methamphetamine,Methotrimeprazine,Mianserin,Norepinephrine,Nortriptyline,OPC-28326,Olanzapine,Oxymetazoline,Paliperidone,Pergolide,Phenoxybenzamine,Pramipexole,Prazosin,Quetiapine,Risperidone,Ropinirole,Rotigotine,Setiptiline,Tiapride,Tizanidine,Tolazoline,Trimipramine,Xylometazoline,Yohimbine,ZiprasidoneT=0, G=31 T=0.0, G=1.0 0.00001 465.818 31 T=0/0, G=20/11

chr1:178780648 A/AG A AG INDEL RALGPS2 RALGPS2:intronic:NM_152663.4 1 100 intronic NM_152663.4c.387+109A>AGp.? 0.54 PH domain,RasGEF domain cytoplasm,guanyl-nucleotide exchange factor activity,intracellular,plasma membrane,regulation of Ral protein signal transduction,regulation of molecular function,small GTPase mediated signal transductionA=0, AG=38 A=0.0, AG=1.0 0.00001 217.41 38 A=0/0, AG=22/16

chr1:178854162 T/T C T SNV RALGPS2 RALGPS2:intronic:NM_152663.4 1 100 intronic NM_152663.4c.905-49C>Tp.? 0.04 PH domain,RasGEF domainrs6425503 0.4215 YES 5.292E-1 (pos.178854162) cytoplasm,guanyl-nucleotide exchange factor activity,intracellular,plasma membrane,regulation of Ral protein signal transduction,regulation of molecular function,small GTPase mediated signal transductionC=0, T=22 C=0.0, T=1.0 0.00001 298.891 22 C=0/0, T=19/3

chr20:60881330 A/A G A SNV ADRM1 ADRM1:exonic:NM_175573.2 1 100 4 synonymous NM_175573.2c.408G>A p.(=) -1.58 Proteasome complex subunit Rpn13 ubiquitin receptor,UCH-binding domainrs2427273 0.072 YES 9.816E-1 (pos.60881330) cytoplasm,cytosol,endopeptidase activator activity,integral component of plasma membrane,membrane,nucleoplasm,nucleus,plasma membrane,positive regulation of endopeptidase activity,protease binding,proteasome assembly,proteasome binding,proteasome complex,proteasome regulatory particle, lid subcomplex,protein binding,protein deubiquitination,transcription elongation from RNA polymerase II promoter,ubiquitin binding,ubiquitin-dependent protein catabolic processG=0, A=20 G=0.0, A=1.0 0.00001 263.778 20 G=0/0, A=11/9

chr1:179503698 G/A G A SNV AXDND1 AXDND1:intronic:NM_144696.5 1 50 intronic NM_144696.5c.2799-167G>Ap.? -0.12 Axonemal dynein light chainrs6425571 YES G=10, A=10 G=0.5, A=0.5 0.00001 82.886 20 G=1/9, A=7/3

chr14:105196365 C/C T C SNV ADSSL1 ADSSL1:exonic:NM_199165.2 1 100 1 synonymous NM_199165.2c.136T>C p.(=) 0.45 0(COSM3753819)Adenylosuccinate synthetasers33958252 0.4558 YES 6.665E-1 (pos.105196365)adenocarcinoma,hepatocellular_carcinoma,neoplasm'de novo' AMP biosynthetic process,AMP biosynthetic process,GTP binding,GTPase activity,IMP metabolic process,actin filament binding,adenylosuccinate synthase activity,aspartate metabolic process,cellular response to drug,cellular response to electrical stimulus,cytoplasm,cytosol,glutamine metabolic process,immune system process,integral component of membrane,metal ion binding,phosphate ion binding,protein homodimerization activity,purine nucleotide biosynthetic process,purine ribonucleoside monophosphate biosynthetic process,response to muscle activity,response to starvation6-O-Phosphoryl Inosine Monophosphate,Adenylosuccinic Acid,Guanosine-5'-Diphosphate,Guanosine-5'-Triphosphate,Hadacidin,Inosinic Acid,L-Aspartic AcidT=0, C=22 T=0.0, C=1.0 0.00001 298.89 22 T=0/0, C=13/9

chr14:105213343 G/G A G SNV ADSSL1 ADSSL1:utr_3:NM_199165.2 1 100 13 utr_3 NM_199165.2c.1506A>G p.? -2.15 Adenylosuccinate synthetasers6644 0.4583 YES 6.336E-1 (pos.105213343) 'de novo' AMP biosynthetic process,AMP biosynthetic process,GTP binding,GTPase activity,IMP metabolic process,actin filament binding,adenylosuccinate synthase activity,aspartate metabolic process,cellular response to drug,cellular response to electrical stimulus,cytoplasm,cytosol,glutamine metabolic process,immune system process,integral component of membrane,metal ion binding,phosphate ion binding,protein homodimerization activity,purine nucleotide biosynthetic process,purine ribonucleoside monophosphate biosynthetic process,response to muscle activity,response to starvation6-O-Phosphoryl Inosine Monophosphate,Adenylosuccinic Acid,Guanosine-5'-Diphosphate,Guanosine-5'-Triphosphate,Hadacidin,Inosinic Acid,L-Aspartic AcidA=0, G=35 A=0.0, G=1.0 0.00001 543.882 35 A=0/0, G=15/20

chr7:44148553 G/G A G SNV AEBP1 AEBP1:exonic:NM_001129.4 1 100 7 synonymous NM_001129.4c.996A>G p.(=) -0.66 0.02(COSM4162221)Carboxypeptidase regulatory-like domain,F5/8 type C domain,Zinc carboxypeptidasers2595701 0.3179 YES 8.591E-1 (pos.44148553) hepatocellular_carcinoma,neoplasmDNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,calmodulin binding,carboxypeptidase activity,cytoplasm,extracellular exosome,extracellular matrix,extracellular region,extracellular space,metallocarboxypeptidase activity,muscle organ development,negative regulation of transcription from RNA polymerase II promoter,nucleus,peptide metabolic process,protein processing,proteolysis,serine-type carboxypeptidase activity,skeletal system development,transcription corepressor activity,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,zinc ion bindingA=0, G=26 A=0.0, G=1.0 0.00001 371.364 26 A=0/0, G=15/11

chr1:180022760 T/T A T SNV CEP350 CEP350:intronic:NM_014810.4 1 100 intronic NM_014810.4c.4990-125A>Tp.? 0.79 CAP-Gly domainrs2040083 YES cell projection,centriole,centrosome,membrane,microtubule anchoring,microtubule binding,nucleus,protein binding,spindleA=0, T=95 A=0.0, T=1.0 0.00001 1597.02 95 A=0/0, T=61/34

chr1:180067988 G/A G A SNV CEP350 CEP350:intronic:NM_014810.4 1 50 intronic NM_014810.4c.9067-10G>Ap.? -0.8 CAP-Gly domainrs12121845 0.139 YES 7.277E-2 (pos.180067988) cell projection,centriole,centrosome,membrane,microtubule anchoring,microtubule binding,nucleus,protein binding,spindleG=10, A=10 G=0.5, A=0.5 0.00001 83.006 20 G=5/5, A=5/5

chr15:89169858 G/G A G SNV AEN AEN:exonic:NM_022767.3 1 100 2 missense NM_022767.3c.418A>G p.Asn140Asp 2.02 1 23 0 0.16(COSM4880641),0.16(COSM4880642)Exonuclease rs8027765 0.0669 YES 7.933E-1 (pos.89169858) adenocarcinomaInterferon-stimulated exonuclease gene 20kD-like 1exonuclease activity,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,nuclear membrane,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleolus,nucleoplasm,nucleus,protein binding,response to ionizing radiationA=0, G=70 A=0.0, G=1.0 0.00001 1092.06 70 A=0/0, G=44/26

chr1:180257692 C/C A C SNV ACBD6 ACBD6:intronic:NM_032360.3 1 100 intronic NM_032360.3c.695-40T>Gp.? -3.34 Acyl CoA binding protein,Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs2254465 0.0612 YES 9.846E-1;0.0 (pos.180257692) Acyl-CoA-binding domain-containing protein 6acyl-CoA metabolic process,cytosol,fatty-acyl-CoA binding,lipid bindingIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsA=0, C=24 A=0.0, C=1.0 0.00001 334.791 24 A=0/0, C=5/19

chr1:180803922 T/C T C SNV XPR1 XPR1:intronic:NM_004736.3 1 56 intronic NM_004736.3c.1135-88T>Cp.? 0.45 EXS family,SPX domainrs2271669 YES Xenotropic and polytropic retrovirus receptorG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cellular phosphate ion homeostasis,cytoplasm,efflux transmembrane transporter activity,inositol hexakisphosphate binding,integral component of membrane,intrinsic component of plasma membrane,phosphate ion transmembrane transport,phosphate ion transmembrane transporter activity,receptor activity,response to virus,transmembrane signaling receptor activity,viral entry into host cell,virus receptor activityBasal Ganglia Diseases;Brain Diseases;Calcinosis;Calcium Metabolism Disorders;Central Nervous System Diseases;Metabolic Diseases;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic DiseasesT=22, C=28 T=0.44, C=0.56 0.00001 341.073 50 T=14/8, C=21/7

chr1:180897521 T/T C T SNV KIAA1614 KIAA1614:intronic:NM_020950.1 1 100 intronic NM_020950.1c.1062-45C>Tp.? 1.8 Domain of unknown function (DUF4685)rs7544551 0.0013 YES 1.0 (pos.180897521) C=0, T=40 C=0.0, T=1.0 0.00001 644.247 40 C=0/0, T=21/19

chr15:89172558 C/C G C SNV AEN AEN:exonic:NM_022767.3 1 100 3 synonymous NM_022767.3c.642G>C p.(=) -0.05 0.02(COSM4128524),0.02(COSM4128525)Exonuclease rs3743475 0.0771 YES 7.928E-1;0.0 (pos.89172558)neoplasm Interferon-stimulated exonuclease gene 20kD-like 1exonuclease activity,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,nuclear membrane,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleolus,nucleoplasm,nucleus,protein binding,response to ionizing radiationG=0, C=88 G=0.0, C=1.0 0.00001 1448.76 88 G=0/0, C=65/23

chr15:89173657 T/T A T SNV AEN AEN:utr_3:NM_022767.3 1 100 4 utr_3 NM_022767.3c.1110A>T p.? -3.33 Exonuclease rs3826038 YES 7.398E-1;0.0 (pos.89173657) Interferon-stimulated exonuclease gene 20kD-like 1exonuclease activity,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,nuclear membrane,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleolus,nucleoplasm,nucleus,protein binding,response to ionizing radiationA=0, T=32 A=0.0, T=1.0 0.00001 485.13 32 A=0/0, T=10/22

chr1:182501933 A/A C A SNV RGSL1 RGSL1:intronic:NM_001137669.1 1 100 intronic NM_001137669.1c.2494+7C>Ap.? 0.17 0.03(COSM4415366),0.03(COSM4415367)Regulator of G protein signaling domainrs266534 0.3253 YES 5.077E-1 (pos.182501933)acute_myeloid_leukaemiaRegulator of G protein signaling-like 1GTPase activator activity,cytoplasm,integral component of membrane,plasma membrane,positive regulation of GTPase activityC=0, A=56 C=0.0, A=1.0 0.00001 832.096 56 C=0/0, A=27/29

chr1:182509269 A/A G A SNV RGSL1 RGSL1:intronic:NM_001137669.1 1 100 intronic NM_001137669.1c.2495-113G>Ap.? -0.89 Regulator of G protein signaling domainrs266531 YES Regulator of G protein signaling-like 1GTPase activator activity,cytoplasm,integral component of membrane,plasma membrane,positive regulation of GTPase activityG=0, A=21 G=0.0, A=1.0 0.00001 281.231 21 G=0/0, A=15/6

chr1:182509292 G/G A G SNV RGSL1 RGSL1:intronic:NM_001137669.1 1 100 intronic NM_001137669.1c.2495-90A>Gp.? 0.55 Regulator of G protein signaling domainrs3856115 YES Regulator of G protein signaling-like 1GTPase activator activity,cytoplasm,integral component of membrane,plasma membrane,positive regulation of GTPase activityA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=15/6

chr1:182509617 A/A C A SNV RGSL1 RGSL1:intronic:NM_001137669.1 1 100 intronic NM_001137669.1c.2669+61C>Ap.? -0.06 Regulator of G protein signaling domainrs386637388,rs3911280 YES Regulator of G protein signaling-like 1GTPase activator activity,cytoplasm,integral component of membrane,plasma membrane,positive regulation of GTPase activityC=0, A=49 C=0.0, A=1.0 0.00001 830.281 49 C=0/0, A=26/23

chr10:116060387 C/C T C SNV AFAP1L2 AFAP1L2:exonic:NM_001001936.2 1 100 14 synonymous NM_001001936.2c.1605A>G p.(=) -0.45 0.3(COSM4144354),0.3(COSM4144355)PH domain rs2286396 0.1647 YES 7.271E-1 (pos.116060387)neoplasm Actin filament-associated protein 1-like protein 2SH2 domain binding,SH3 domain binding,cytoplasm,cytosol,inflammatory response,plasma membrane,positive regulation of epidermal growth factor receptor signaling pathway,positive regulation of interleukin-8 production,positive regulation of protein tyrosine kinase activity,positive regulation of signal transduction,positive regulation of transcription, DNA-templated,protein tyrosine kinase activator activity,regulation of interleukin-6 production,regulation of mitotic cell cycle,signaling adaptor activityT=0, C=84 T=0.0, C=1.0 0.00001 1370.17 84 T=0/0, C=41/43

chr2:100343557 T/T C T SNV AFF3 AFF3:exonic:NM_001025108.1 1 100 10 missense NM_001025108.1c.1148G>A p.Ser383Asn 3.28 1 46 0 0.02(COSM4591070)AF-4 proto-oncoproteinrs4851223 1.0 (pos.100343557) squamous_cell_carcinoma cytosol,double-stranded DNA binding,embryonic hindlimb morphogenesis,nuclear body,nucleoplasm,nucleus,regulation of transcription, DNA-templated,response to tumor necrosis factor,transcription, DNA-templatedArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Immune System Diseases;Joint Diseases;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue Diseases;Substance-Related Disorders;Urologic DiseasesC=0, T=50 C=0.0, T=1.0 0.00001 852.748 50 C=0/0, T=33/17

chr1:183099701 G/A G A SNV LAMC1 LAMC1:intronic:NM_002293.3 1 45.45 intronic NM_002293.3c.3486+17G>Ap.? -0.96 Laminin B (Domain IV),Laminin EGF domain,Laminin N-terminal (Domain VI)rs2296300 0.4306 YES 6.322E-1 (pos.183099701) Laminin, gamma-1 (formerly LAMB2)basement membrane,cell adhesion,cell migration,cellular protein metabolic process,endoderm development,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,hemidesmosome assembly,laminin-1 complex,laminin-10 complex,laminin-11 complex,positive regulation of epithelial cell proliferation,post-translational protein modification,protein complex assembly,substrate adhesion-dependent cell spreadingAbnormalities, Multiple;Aortic Diseases;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Heart Defects, Congenital;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Male Urogenital Diseases;Marfan Syndrome;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Rectal Diseases;Skin and Connective Tissue Diseases;Urogenital Neoplasms;Vascular DiseasesG=24, A=20 G=0.5455, A=0.4545 0.00001 211.641 44 G=10/14, A=10/10

chr1:183775638 T/T A T SNV RGL1 RGL1:intronic:NM_015149.4 1 100 intronic NM_015149.4c.243+19A>Tp.? 0.98 Ras association (RalGDS/AF-6) domain,RasGEF N-terminal motif,RasGEF domainrs11579867 0.3121 YES 6.945E-2 (pos.183775638) Ral guanine nucleotide dissociation stimulator-like 1Ral guanyl-nucleotide exchange factor activity,cellular_component,cytosol,protein binding,regulation of lipid metabolic process,regulation of molecular function,small GTPase mediated signal transductionA=0, T=21 A=0.0, T=1.0 0.00001 281.235 21 A=0/0, T=4/17

chr18:12329536 G/G C G SNV AFG3L2 AFG3L2:utr_3:NM_006796.2 1 100 17 utr_3 NM_006796.2c.2422G>C p.? 0.01 ATPase family associated with various cellular activities (AAA),FtsH Extracellular,Peptidase family M41rs1129115 0.218 YES 3.845E-1 (pos.12329536) ATPase family gene 3-like 2ATP binding,axonogenesis,cristae formation,integral component of membrane,m-AAA complex,metalloendopeptidase activity,metallopeptidase activity,mitochondrial calcium ion homeostasis,mitochondrial calcium ion transmembrane transport,mitochondrial calcium uptake,mitochondrial fusion,mitochondrial inner membrane,mitochondrial protein processing,mitochondrion,muscle fiber development,myelination,nerve development,neuromuscular junction development,protein autoprocessing,protein binding,protein processing,proteolysis,regulation of multicellular organism growth,righting reflex,unfolded protein binding,zinc ion bindingAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Epilepsies, Myoclonic;Epilepsy;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Myoclonic Epilepsies, Progressive;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar DegenerationsATP Benign C=0, G=64 C=0.0, G=1.0 0.00001 977.613 64 C=0/0, G=29/35

chr1:1850428 G/G A G SNV TMEM52 TMEM52:intronic:NM_178545.3 1 100 intronic NM_178545.3c.129-55T>Cp.? 0.11 Transmembrane 52rs2295363 YES integral component of membrane A=0, G=39 A=0.0, G=1.0 0.00001 623.977 39 A=0/0, G=15/24

chr17:76183043 A/G A G SNV AFMID,TK1 AFMID:upstream:NM_001145526.2, TK1:exonic:NM_003258.4 1 50 1 synonymous NM_003258.4, NM_001145526.2c.33T>C, c.-409A>Gp.(=), p.? -0.04 Thymidine kinasers1071664 0.3551 YES 6.711E-1 (pos.76183043) Thymidine kinase-1ATP binding,DNA biosynthetic process,DNA metabolic process,arylformamidase activity,cytoplasm,cytosol,deoxyribonucleoside monophosphate biosynthetic process,hydrolase activity,identical protein binding,metabolic process,nucleobase-containing compound metabolic process,nucleoside kinase activity,nucleotide biosynthetic process,nucleus,phosphorylation,protein binding,protein homotetramerization,pyrimidine nucleoside salvage,thymidine kinase activity,thymidine metabolic process,tryptophan catabolic process to kynurenine,zinc ion bindingColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Rectal DiseasesDithioerythritol,Thymidine-5'-Triphosphate,Trifluridine,ZidovudineA=21, G=21 A=0.5, G=0.5 0.00001 228.892 42 A=13/8, G=11/10

chr1:186039006 T/T C T SNV HMCN1 HMCN1:intronic:NM_031935.2 1 100 intronic NM_031935.2c.7993+98C>Tp.? 1.22 Calcium-binding EGF domain,Complement Clr-like EGF-like,G2F domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Thrombospondin type 1 domainrs761905 YES Hemicentin (fibulin 6)basement membrane,calcium ion binding,cell cortex,cell cycle,cell division,cell junction,cleavage furrow,extracellular exosome,extracellular matrix,response to stimulus,visual perceptionEye Diseases;Macular Degeneration;Retinal Degeneration;Retinal DiseasesC=0, T=20 C=0.0, T=1.0 0.00001 257.855 20 C=0/0, T=7/13

chr1:186086578 A/A G A SNV HMCN1 HMCN1:intronic:NM_031935.2 1 100 intronic NM_031935.2c.11684-13G>Ap.? -0.58 Calcium-binding EGF domain,Complement Clr-like EGF-like,G2F domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Thrombospondin type 1 domainrs10157742 0.4985 YES 6.389E-1;0.0 (pos.186086578) Hemicentin (fibulin 6)basement membrane,calcium ion binding,cell cortex,cell cycle,cell division,cell junction,cleavage furrow,extracellular exosome,extracellular matrix,response to stimulus,visual perceptionEye Diseases;Macular Degeneration;Retinal Degeneration;Retinal DiseasesLikely benign G=0, A=25 G=0.0, A=1.0 0.00001 353.016 25 G=0/0, A=12/13

chr4:178359960 C/C G C SNV AGA AGA:exonic:NM_000027.3 1 100 4 missense NM_000027.3c.446C>G p.Thr149Ser -0.15 0.51 58 0 Asparaginase rs2228119 0.001 YES 9.999E-1 (pos.178359960) AspartylglucosaminidaseN4-(beta-N-acetylglucosaminyl)-L-asparaginase activity,azurophil granule lumen,endoplasmic reticulum,extracellular exosome,extracellular region,extracellular space,hydrolase activity,lysosome,neutrophil degranulation,peptidase activity,protein deglycosylation,protein maturation,protein self-association,proteolysisAspartylglucosaminuria;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Lysosomal Storage Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesBenign G=0, C=45 G=0.0, C=1.0 0.00001 747.364 45 G=0/0, C=23/22

chr10:88768657 T/T C T SNV AGAP11 AGAP11:exonic:NM_133447.1 1 100 12 synonymous NM_133447.1c.648C>T p.(=) 0.2 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Putative GTPase activating protein for Arfrs1745901 0.3188 YES 9.101E-1 (pos.88768657) GTPase activator activity,metal ion binding,positive regulation of GTPase activityC=0, T=36 C=0.0, T=1.0 0.00001 563.744 36 C=0/0, T=23/13

chr1:186316656 C/C G C SNV TPR TPR:intronic:NM_003292.2 1 100 intronic NM_003292.2c.2777-66C>Gp.? -0.49 TPR/MLP1/MLP2-like proteinrs3753564 YES Tumor potentiating region (translocated promoter region)MAPK import into nucleus,RNA binding,RNA export from nucleus,RNA import into nucleus,cell division,cellular response to heat,cellular response to interferon-alpha,chromatin binding,cytoplasm,cytoplasmic dynein complex,dynein complex binding,extrinsic component of membrane,heat shock protein binding,host cell,intracellular transport of virus,kinetochore,mRNA binding,mRNA export from nucleus,mRNA export from nucleus in response to heat stress,mitogen-activated protein kinase binding,mitotic nuclear envelope disassembly,mitotic spindle,mitotic spindle assembly checkpoint,negative regulation of RNA export from nucleus,negative regulation of transcription from RNA polymerase II promoter,negative regulation of translational initiation,nuclear envelope,nuclear inclusion body,nuclear matrix organization,nuclear membrane,nuclear periphery,nuclear pore,nuclear pore complex assembly,nuclear pore nuclear basket,nuclear pore organization,nucleocytoplasmic transporter activity,nucleoplasm,nucleus,positive regulation of hetCarcinoma;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Thyroid Diseases;Thyroid NeoplasmsFlavin adenine dinucleotide,Maleic Acid,Quinacrine mustard,TrypanothioneG=0, C=35 G=0.0, C=1.0 0.00001 543.903 35 G=0/0, C=16/19

chr1:186329869 G/G C G SNV TPR TPR:intronic:NM_003292.2 1 100 intronic NM_003292.2c.1099+28G>Cp.? -0.04 TPR/MLP1/MLP2-like proteinrs2026187 0.3919 YES 6.607E-1 (pos.186329869) Tumor potentiating region (translocated promoter region)MAPK import into nucleus,RNA binding,RNA export from nucleus,RNA import into nucleus,cell division,cellular response to heat,cellular response to interferon-alpha,chromatin binding,cytoplasm,cytoplasmic dynein complex,dynein complex binding,extrinsic component of membrane,heat shock protein binding,host cell,intracellular transport of virus,kinetochore,mRNA binding,mRNA export from nucleus,mRNA export from nucleus in response to heat stress,mitogen-activated protein kinase binding,mitotic nuclear envelope disassembly,mitotic spindle,mitotic spindle assembly checkpoint,negative regulation of RNA export from nucleus,negative regulation of transcription from RNA polymerase II promoter,negative regulation of translational initiation,nuclear envelope,nuclear inclusion body,nuclear matrix organization,nuclear membrane,nuclear periphery,nuclear pore,nuclear pore complex assembly,nuclear pore nuclear basket,nuclear pore organization,nucleocytoplasmic transporter activity,nucleoplasm,nucleus,positive regulation of hetCarcinoma;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Thyroid Diseases;Thyroid NeoplasmsFlavin adenine dinucleotide,Maleic Acid,Quinacrine mustard,TrypanothioneC=0, G=24 C=0.0, G=1.0 0.00001 334.791 24 C=0/0, G=7/17

chr1:186330643 C/C T C SNV TPR TPR:intronic:NM_003292.2 1 100 intronic NM_003292.2c.958+111A>Gp.? -0.07 TPR/MLP1/MLP2-like proteinrs10494586 YES Tumor potentiating region (translocated promoter region)MAPK import into nucleus,RNA binding,RNA export from nucleus,RNA import into nucleus,cell division,cellular response to heat,cellular response to interferon-alpha,chromatin binding,cytoplasm,cytoplasmic dynein complex,dynein complex binding,extrinsic component of membrane,heat shock protein binding,host cell,intracellular transport of virus,kinetochore,mRNA binding,mRNA export from nucleus,mRNA export from nucleus in response to heat stress,mitogen-activated protein kinase binding,mitotic nuclear envelope disassembly,mitotic spindle,mitotic spindle assembly checkpoint,negative regulation of RNA export from nucleus,negative regulation of transcription from RNA polymerase II promoter,negative regulation of translational initiation,nuclear envelope,nuclear inclusion body,nuclear matrix organization,nuclear membrane,nuclear periphery,nuclear pore,nuclear pore complex assembly,nuclear pore nuclear basket,nuclear pore organization,nucleocytoplasmic transporter activity,nucleoplasm,nucleus,positive regulation of hetCarcinoma;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Thyroid Diseases;Thyroid NeoplasmsFlavin adenine dinucleotide,Maleic Acid,Quinacrine mustard,TrypanothioneT=0, C=40 T=0.0, C=1.0 0.00001 644.286 40 T=0/0, C=27/13

chr1:186357523 C/C T C SNV C1orf27 C1orf27:intronic:NM_017847.5 1 100 intronic NM_017847.5c.331-51T>Cp.? -0.74 Olfactory receptor 4-likers1290390,rs956768557 YES integral component of membrane T=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=16/6

chr7:150815705 G/A G A SNV AGAP3 AGAP3:exonic:NM_031946.6 1 46.51 7 missense NM_031946.6c.955G>A p.Val319Met 7.44 0 21 0.999 Ankyrin repeats (3 copies),Putative GTPase activating protein for Arf,Ras familyrs61741392 1.00E-04 0.0;0.0 (pos.150815705) ARF GTPase-activating protein with GTPase domain, ankyrin repeat, and pleckstrin homology domain 3GTP binding,GTPase activator activity,GTPase activity,cytoplasm,membrane,metal ion binding,positive regulation of GTPase activity,signal transductionG=23, A=20 G=0.5349, A=0.4651 0.00001 212.325 43 G=6/17, A=9/11

chr1:186645927 T/T C T SNV PTGS2 PTGS2:intronic:NM_000963.3 1 100 intronic NM_000963.3c.723+38G>Ap.? -1.75 Animal haem peroxidase,EGF-like domainrs2066826 0.1392 YES 3.804E-2 (pos.186645927) Prostaglandin-endoperoxide synthase 2 (prostaglandin G/H synthase and cyclooxygenase)NAD biosynthesis via nicotinamide riboside salvage pathway,aging,angiogenesis,arachidonate 15-lipoxygenase activity,bone mineralization,brown fat cell differentiation,caveola,cellular oxidant detoxification,cellular response to ATP,cellular response to UV,cellular response to fluid shear stress,cellular response to heat,cellular response to hypoxia,cellular response to lead ion,cellular response to mechanical stimulus,cellular response to non-ionic osmotic stress,cyclooxygenase pathway,cytoplasm,decidualization,embryo implantation,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum membrane,enzyme binding,hair cycle,heme binding,inflammatory response,learning,lipoxygenase pathway,maintenance of permeability of blood-brain barrier,memory,metal ion binding,movement of cell or subcellular component,negative regulation of blood vessel diameter,negative regulation of calcium ion transport,negative regulation of cell cycle,negative regulation of cell proliferation,negative regulation of cysteineAdenocarcinoma;Adenoma;Adenomatous Polyposis Coli;Adenomatous Polyps;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Albuminuria;Alzheimer Disease;Amyotrophic Lateral Sclerosis;Aneurysm;Aortic Aneurysm;Aortic Aneurysm, Abdominal;Aortic Diseases;Arrhythmias, Cardiac;Arterial Occlusive Diseases;Arteriosclerosis;Arthritis;Arthritis, Rheumatoid;Asphyxia Neonatorum;Asthma;Asthma, Aspirin-Induced;Atherosclerosis;Autistic Disorder;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Barrett Esophagus;Basal Ganglia Diseases;Bone Diseases;Bone Neoplasms;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Carcinoma;Carcinoma, Ductal;Carcinoma, Ductal, Breast;Carcinoma, Hepatocellular;Carcinoma, Renal Cell;Carcinoma, Squamous Cell;Carcinoma, Transitional Cell;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Child Development Disorders, Pervasive;Cholangiocarcinoma;Cognition Disorders;Colitis;Colonic Diseases;Colonic Neoplasms;Colorec1-Phenylsulfonamide-3-Trifluoromethyl-5-Parabromophenylpyrazole,Aceclofenac,Acetaminophen,Acetylsalicylic acid,Alclofenac,Aldesleukin,Aminosalicylic Acid,Antipyrine,Antrafenine,Balsalazide,Bromfenac,Bumetanide,Capsaicin,Carprofen,Celecoxib,Chlorphenesin,Choline magnesium trisalicylate,Cimicoxib,Cisplatin,Clodronic Acid,Dapsone,Desmopressin,Dexibuprofen,Diclofenac,Diflunisal,Dihomo-gamma-linolenic acid,Drospirenone,Etanercept,Etodolac,Etoposide,Etoricoxib,Fenoprofen,Firocoxib,Flufenamic Acid,Flurbiprofen,Ginseng,Ibuprofen,Icosapent,Indomethacin,Ketoprofen,Ketorolac,Lenalidomide,Licofelone,Lornoxicam,Lumiracoxib,Magnesium salicylate,Meclofenamic acid,Mefenamic acid,Meloxicam,Mesalazine,Nabumetone,Naproxen,Nepafenac,Niflumic Acid,Nimesulide,Nonoxynol-9,Omega-3 fatty acids,Omega-6 fatty acids,Oxaprozin,Parecoxib,Phenylbutazone,Piroxicam,Pomalidomide,Prasterone sulfate,Prostaglandin G2,Resveratrol,Risedronate,Rofecoxib,Salicylic acid,Salsalate,Sapropterin,Semaxanib,Sulfasalazine,Sulindac,Suprofen,Tafluprost,TenoxiC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=11/12

chr15:87217613 G/G A G SNV AGBL1 AGBL1:exonic:NM_152336.3 1 100 23 missense NM_152336.3c.3167A>G p.Gln1056Arg 0 0.94 43 0 Zinc carboxypeptidasers8028043 0.0917 YES 9.115E-1;0.0;0.0 (pos.87217613) ATP/GTP-binding protein-like 1 A=0, G=73 A=0.0, G=1.0 0.00001 1150.5 73 A=0/0, G=26/47

chr1:18807339 T/C T C SNV KLHDC7A KLHDC7A:upstream:NM_152375.2 1 47.37 intronic NM_152375.2c.-137T>C p.? 0.56 rs2992756 YES Cul3-RING ubiquitin ligase complex,integral component of membrane,protein ubiquitination,ubiquitin-protein transferase activityT=30, C=27 T=0.5263, C=0.4737 0.00001 256 57 T=9/21, C=15/12

chr11:47701528 A/A C A SNV AGBL2 AGBL2:exonic:NM_024783.3 1 100 13 missense NM_024783.3c.2013G>T p.Met671Ile 0.47 0.1 10 0 0.53(COSM3752392)Zinc carboxypeptidasers12286721 0.4539 YES 6.171E-1 (pos.47701528) adenocarcinoma,ductal_carcinomaATP/GTP-binding protein-like 2centriole,ciliary basal body,cytosol,metallocarboxypeptidase activity,protein side chain deglutamylation,proteolysis,zinc ion bindingC=0, A=24 C=0.0, A=1.0 0.00001 334.792 24 C=0/0, A=5/19

chr7:134701856 C/C G C SNV AGBL3 AGBL3:exonic:NM_178563.3 1 100 5 missense NM_178563.3c.364G>C p.Glu122Gln 3.58 0.17 29 0.232 Zinc carboxypeptidasers4236655 3.00E-04 YES 9.905E-1 (pos.134701856) ATP/GTP-binding protein-like 3cytosol,metallocarboxypeptidase activity,protein side chain deglutamylation,proteolysis,zinc ion bindingG=0, C=144 G=0.0, C=1.0 0.00001 2433.71 144 G=0/0, C=64/80

chr2:27293150 T/T G T SNV AGBL5,OST4 AGBL5:utr_3:NM_021831.5, OST4:downstream:NM_001134693.1 1
100

15 utr_3 NM_021831.5, NM_001134693.1c.2680G>T, c.*1067C>Ap.?, p.? 1.23 Zinc carboxypeptidasers1053609 0.3798 YES 7.626E-1 (pos.27293150) AATP/GTP-binding protein-like 5cytoplasm,cytosol,defense response to virus,integral component of membrane,metallocarboxypeptidase activity,midbody,mitotic spindle,nucleus,oligosaccharyltransferase complex,protein N-linked glycosylation via asparagine,protein branching point deglutamylation,protein deglutamylation,proteolysis,tubulin binding,zinc ion bindingG=0, T=54 G=0.0, T=1.0 0.00001 798.148 54 G=0/0, T=16/38

chr2:228416712 G/G A G SNV AGFG1 AGFG1:exonic:NM_001135187.1 1 100 12 synonymous NM_001135187.1c.1488A>G p.(=) -0.21 Putative GTPase activating protein for Arfrs13426457 0.2783 YES 7.023E-1 (pos.228416712) ADP-ribosylation factor GTPase-activating protein with FG repeats 1DNA binding,GTPase activator activity,RNA binding,acrosome assembly,cell projection,cytoplasmic vesicle,cytosol,intermediate filament organization,intracellular membrane-bounded organelle,mRNA export from nucleus,membrane organization,metal ion binding,multicellular organism development,neuronal cell body,nuclear pore,positive regulation of GTPase activity,protein binding,spermatid nucleus differentiationA=0, G=48 A=0.0, G=1.0 0.00001 810.422 48 A=0/0, G=36/12

chr5:76359024 C/A C A SNV AGGF1 AGGF1:exonic:NM_018046.4 1 50 14 missense NM_018046.4c.2092C>A p.Pro698Thr -0.21 1 38 0.22 FHA domain,G-patch domainrs34400049 0.2906 YES 2.65E-1 (pos.76359024) Angiogenic factor with G patch and FHA domains 1angiogenesis,cell adhesion,cytoplasm,extracellular region,nucleic acid binding,perinuclear region of cytoplasm,positive regulation of angiogenesis,positive regulation of endothelial cell proliferation,protein binding,vasculogenesisAngiomatosis;Cardiovascular Diseases;Klippel-Trenaunay-Weber Syndrome;Vascular DiseasesC=21, A=21 C=0.5, A=0.5 0.00001 228.879 42 C=13/8, A=4/17

chr1:100336361 T/T C T SNV AGL AGL:exonic:NM_000642.2 1 100 7 synonymous NM_000642.2c.894C>T p.(=) 1.36 Amylo-alpha-1,6-glucosidase,Central domain of human glycogen debranching enzyme,Glycogen debranching enzyme, glucanotransferase domain,N-terminal domain from the human glycogen debranching enzymers2230306 0.3043 YES 6.811E-1 (pos.100336361) Amylo-1,6-glucosidase, 4-alpha-glucanotransferase (glycogen debranching enzyme)4-alpha-glucanotransferase activity,amylo-alpha-1,6-glucosidase activity,beta-maltose 4-alpha-glucanotransferase activity,cytoplasm,cytosol,extracellular region,ficolin-1-rich granule lumen,glycogen biosynthetic process,glycogen catabolic process,glycogen debranching enzyme activity,inclusion body,isoamylase complex,neutrophil degranulation,nucleus,polysaccharide binding,polyubiquitin modification-dependent protein binding,protein binding,response to glucocorticoid,response to nutrient,sarcoplasmic reticulum,secretory granule lumenAutoimmune Diseases;Carbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glycogen Storage Disease;Glycogen Storage Disease Type III;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nutritional and Metabolic Diseases;Urologic DiseasesBenign C=0, T=97 C=0.0, T=1.0 0.00001 1637.63 97 C=0/0, T=32/65

chr1:19202770 C/C T C SNV ALDH4A1 ALDH4A1:intronic:NM_003748.3 1 100 intronic NM_003748.3c.1338+39A>Gp.? -0.2 Aldehyde dehydrogenase familyrs7550822 0.0205 YES 1.0 (pos.19202770) Aldehyde dehydrogenase 4 family, member A1 (delta-1-pyrroline 5-carboxylate dehydrogenase)1-pyrroline-5-carboxylate dehydrogenase activity,4-hydroxyproline catabolic process,aldehyde dehydrogenase (NAD) activity,electron transfer activity,electron transport chain,glyoxylate metabolic process,identical protein binding,mitochondrial matrix,oxidation-reduction process,oxidoreductase activity,proline catabolic process,proline catabolic process to glutamate,proline metabolic processAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Nutritional and Metabolic Diseases;Precancerous ConditionsNADH T=0, C=39 T=0.0, C=1.0 0.00001 623.924 39 T=0/0, C=31/8

chr1:15909850 G/G C G SNV AGMAT AGMAT:exonic:NM_024758.4 1 100 2 missense NM_024758.4c.313G>C p.Gly105Arg 0.6 1 125 0 0.15(COSM3750487)Arginase familyrs6429757 0.4471 YES 6.322E-1 (pos.15909850) adenocarcinoma agmatinase activity,agmatine biosynthetic process,extracellular exosome,metal ion binding,mitochondrion,putrescine biosynthetic process from arginine,spermidine biosynthetic processC=0, G=27 C=0.0, G=1.0 0.00001 389.983 27 C=0/0, G=9/18

chr1:36316571 C/C A C SNV AGO4 AGO4:exonic:NM_017629.3 1 100 17 synonymous NM_017629.3c.2394A>C p.(=) -2 Argonaute linker 1 domain,Argonaute linker 2 domain,Mid domain of argonaute,N-terminal domain of argonaute,PAZ domain,Piwi domainrs4652895 0.1407 YES 1.941E-1;0.0 (pos.36316571) Eukaryotic translation initiation factor 2C, 4 (argonaute 4)P-body,RISC complex,RISC-loading complex,RNA secondary structure unwinding,Wnt signaling pathway, calcium modulating pathway,cytoplasm,cytosol,double-stranded RNA binding,mRNA catabolic process,mRNA cleavage involved in gene silencing by miRNA,mRNA cleavage involved in gene silencing by siRNA,male gonad development,male meiotic nuclear division,membrane,miRNA binding,miRNA loading onto RISC involved in gene silencing by miRNA,miRNA mediated inhibition of translation,miRNA metabolic process,micro-ribonucleoprotein complex,negative regulation of apoptotic process,nuclear body,nucleoplasm,posttranscriptional gene silencing by RNA,pre-miRNA processing,production of miRNAs involved in gene silencing by miRNA,protein binding,regulation of cell morphogenesis,regulation of megakaryocyte differentiation,single-stranded RNA binding,synaptonemal complex assemblyA=0, C=22 A=0.0, C=1.0 0.00001 298.892 22 A=0/0, C=16/6

chr9:139566823 G/G A G SNV

AGPAT2,EGF

L7 EGFL7:utr_3:NM_201446.2, AGPAT2:downstream:NM_006412.3 1
100

9 utr_3 NM_201446.2, NM_006412.3c.907A>G, c.*1381T>Cp.?, p.? -1.63 Calcium-binding EGF domain,EGF-like domain,EMI domain,Human growth factor-like EGFrs1051828 0.099 YES 1-acylglycerol-3-phosphate O-acyltransferase 2 (lysophosphatidic acid acyltransferase-beta),Epidermal growth factor-like 71-acylglycerol-3-phosphate O-acyltransferase activity,CDP-diacylglycerol biosynthetic process,angiogenesis,blood vessel development,calcium ion binding,cell adhesion,endoplasmic reticulum,endoplasmic reticulum membrane,epidermis development,extracellular matrix,extracellular region,extracellular space,integral component of membrane,negative regulation of Notch signaling pathway,neutrophil degranulation,phosphatidic acid biosynthetic process,phospholipid metabolic process,plasma membrane,positive regulation of cytokine production,positive regulation of cytokine-mediated signaling pathway,positive regulation of endothelial cell proliferation,response to drug,specific granule membrane,vasculogenesisCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Lipoatrophic;Diabetes Mellitus, Type 2;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipodystrophy;Lipodystrophy, Congenital Generalized;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Skin Diseases;Skin Diseases, Metabolic;Skin and Connective Tissue DiseasesA=0, G=23 A=0.0, G=1.0 0.00001 316.632 23 A=0/0, G=10/13

chr6:161557508 A/A AAGG A INDEL AGPAT4 AGPAT4:utr_3:NM_020133.2 3 100 9 utr_3 NM_020133.2c.1198_1200delCCTp.? 0.66, 0.48, 0.76, 0.69 Acyltransferase,Acyltransferase C-terminusrs1005814125,rs145549477 YES 1-acylglycerol-3-phosphate O-acyltransferase 41-acylglycerol-3-phosphate O-acyltransferase activity,CDP-diacylglycerol biosynthetic process,endoplasmic reticulum membrane,integral component of membrane,phosphatidic acid biosynthetic process,phospholipid biosynthetic process,protein binding,transferase activity, transferring acyl groupsAAGG=0, A=24AAGG=0.0, A=1.0 0.00001 334.496 24 AAGG=0/0, A=20/4

chr1:19243589 G/G A G SNV IFFO2 IFFO2:intronic:NM_001136265.1 1 100 intronic NM_001136265.1c.964-53T>Cp.? 3.6 Intermediate filament proteinrs3748586 YES intermediate filament,structural molecule activityDigestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte DisordersA=0, G=31 A=0.0, G=1.0 0.00001 465.79 31 A=0/0, G=5/26

chr7:16834597 A/G A G SNV AGR2 AGR2:exonic:NM_006408.3 1 45.45 7 synonymous NM_006408.3c.441T>C p.(=) 0.24 0.32(COSM3762550),0.32(COSM5654092)Thioredoxin-likers6842 0.4969 YES 2.938E-1 (pos.16834597) adenocarcinoma,carcinoma,diffuse_large_B_cell_lymphomaAnterior gradient 2, Xenopus, homolog ofcell differentiation,digestive tract morphogenesis,dystroglycan binding,endoplasmic reticulum,epidermal growth factor receptor binding,extracellular space,lung goblet cell differentiation,mitochondrion,mucus secretion,negative regulation of cell death,positive regulation of IRE1-mediated unfolded protein response,positive regulation of PERK-mediated unfolded protein response,positive regulation of cell-substrate adhesion,positive regulation of developmental growth,positive regulation of epidermal growth factor receptor signaling pathway,positive regulation of gene expression,positive regulation of protein localization to plasma membrane,protein binding,protein homodimerization activity,response to endoplasmic reticulum stressBreast Diseases;Breast Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsA=36, G=30 A=0.5455, G=0.4545 0.00001 285.783 66 A=17/19, G=17/13

chr1:230841687 C/C T C SNV AGT AGT:exonic:NM_000029.3 1 100 3 synonymous NM_000029.3c.1116A>G p.(=) -0.75 Serpin (serine protease inhibitor)rs7080 0.0813 YES 1.0 (pos.230841687) AngiotensinogenERK1 and ERK2 cascade,G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway coupled to cGMP nucleotide second messenger,activation of phospholipase C activity,aging,angiotensin maturation,angiotensin-mediated drinking behavior,artery smooth muscle contraction,blood microparticle,blood vessel remodeling,catenin import into nucleus,cell growth involved in cardiac muscle cell development,cell surface receptor signaling pathway,cell-cell signaling,cellular response to angiotensin,cellular response to mechanical stimulus,cellular sodium ion homeostasis,cytokine secretion,cytosol,extracellular exosome,extracellular region,extracellular space,female pregnancy,fibroblast proliferation,growth factor activity,hormone activity,kidney development,low-density lipoprotein particle remodeling,negative regulation of angiogenesis,negative regulation of cell growth,negative regulation of endopeptidase activity,negative regulation of neurotrophin TRK receptor signaling pathway,negative regulaAcid-Base Imbalance;Albuminuria;Alkalosis;Anemia;Aneurysm;Aneurysm, Dissecting;Anuria;Aortic Aneurysm;Aortic Aneurysm, Abdominal;Aortic Diseases;Arrhythmias, Cardiac;Arterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Autoimmune Diseases;Bradycardia;Brain Diseases;Brain Ischemia;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Alcoholic;Cardiovascular Diseases;Carotid Artery Diseases;Catalepsy;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetic Angiopathies;Diabetic Nephropathies;Diabetic Retinopathy;Digestive System Diseases;Dyskinesias;Embolism and Thrombosis;Endocrine System Diseases;Endomyocardial Fibrosis;Epilepsy;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Fetal Growth Retardation;Gastrointestinal Diseases;Gastrointestinal Hemorrhage;Glomerulonephritis;GlomerSparsentanBenign T=0, C=21 T=0.0, C=1.0 0.00001 281.234 21 T=0/0, C=13/8

chr5:35033605 A/A G A SNV AGXT2 AGXT2:exonic:NM_031900.3 1 100 6 missense NM_031900.3c.635C>T p.Thr212Ile -0.97 0.14 89 0 0.05(COSM3683844)Aminotransferase class-IIIrs180749 0.0013 YES 7.873E-1 (pos.35033605) acute_myeloid_leukaemiaAlanine-glyoxylate aminotransferase 2(R)-3-amino-2-methylpropionate-pyruvate transaminase activity,L-alanine catabolic process, by transamination,alanine-glyoxylate transaminase activity,glycine biosynthetic process, by transamination of glyoxylate,glyoxylate catabolic process,glyoxylate metabolic process,identical protein binding,mitochondrial matrix,mitochondrion,positive regulation of nitric oxide biosynthetic process,pyridoxal phosphate bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesGlycine,L-Alanine,Pyridoxal Phosphate,Pyruvic acidG=0, A=69 G=0.0, A=1.0 0.00001 1072.78 69 G=0/0, A=37/32

chr5:35039486 T/T C T SNV AGXT2 AGXT2:exonic:NM_031900.3 1 100 3 missense NM_031900.3c.305G>A p.Ser102Asn 0.48 0.56 46 0 Aminotransferase class-IIIrs37370 0.0938 YES 5.279E-1 (pos.35039486) Alanine-glyoxylate aminotransferase 2(R)-3-amino-2-methylpropionate-pyruvate transaminase activity,L-alanine catabolic process, by transamination,alanine-glyoxylate transaminase activity,glycine biosynthetic process, by transamination of glyoxylate,glyoxylate catabolic process,glyoxylate metabolic process,identical protein binding,mitochondrial matrix,mitochondrion,positive regulation of nitric oxide biosynthetic process,pyridoxal phosphate bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesGlycine,L-Alanine,Pyridoxal Phosphate,Pyruvic acidC=0, T=38 C=0.0, T=1.0 0.00001 603.765 38 C=0/0, T=21/17

chr1:19487656 C/C T C SNV UBR4 UBR4:intronic:NM_020765.2 1 100 intronic NM_020765.2c.5176-15A>Gp.? -3.02 E3 ubiquitin-protein ligase UBR4,Putative zinc finger in N-recognin (UBR box)rs3748759 0.43 YES 8.054E-1 (pos.19487656) Ubiquitin protein ligase E3 component n-recognin 4calmodulin binding,centrosome,cytosol,ficolin-1-rich granule membrane,integral component of membrane,membrane,neutrophil degranulation,nucleoplasm,plasma membrane,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,specific granule membrane,tertiary granule membrane,ubiquitin-protein transferase activity,viral process,zinc ion bindingHspE7,PCL-016 T=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=5/19

chr1:19499835 C/C G C SNV UBR4 UBR4:intronic:NM_020765.2 1 100 intronic NM_020765.2c.3166-35C>Gp.? -0.32 E3 ubiquitin-protein ligase UBR4,Putative zinc finger in N-recognin (UBR box)rs951908 0.3993 YES 8.111E-1 (pos.19499835) Ubiquitin protein ligase E3 component n-recognin 4calmodulin binding,centrosome,cytosol,ficolin-1-rich granule membrane,integral component of membrane,membrane,neutrophil degranulation,nucleoplasm,plasma membrane,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,specific granule membrane,tertiary granule membrane,ubiquitin-protein transferase activity,viral process,zinc ion bindingHspE7,PCL-016 G=0, C=45 G=0.0, C=1.0 0.00001 747.359 45 G=0/0, C=23/22

chr1:19510394 G/G A G SNV UBR4 UBR4:intronic:NM_020765.2 1 100 intronic NM_020765.2c.2099-4T>Cp.? 0.26 E3 ubiquitin-protein ligase UBR4,Putative zinc finger in N-recognin (UBR box)rs3762396 0.3979 YES 8.129E-1 (pos.19510394) Ubiquitin protein ligase E3 component n-recognin 4calmodulin binding,centrosome,cytosol,ficolin-1-rich granule membrane,integral component of membrane,membrane,neutrophil degranulation,nucleoplasm,plasma membrane,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,specific granule membrane,tertiary granule membrane,ubiquitin-protein transferase activity,viral process,zinc ion bindingHspE7,PCL-016 A=0, G=45 A=0.0, G=1.0 0.00001 747.391 45 A=0/0, G=24/21

chr1:19549864 C/C T C SNV

EMC1,LOC1

01927895 LOC101927895:intronic_nc:NR_135114.1, EMC1:intronic:NM_015047.21
100

intronic NR_135114.1, NM_015047.2c.2376+26A>Gp.? -1.89 PQQ-like domain,Protein of unknown function (DUF1620)rs2073105 0.2443 YES 6.644E-1 (pos.19549864) Endoplasmic reticulum membrane protein complex, subunit 1ER membrane protein complex,integral component of membrane,protein folding in endoplasmic reticulumT=0, C=85 T=0.0, C=1.0 0.00001 1379.1 85 T=0/0, C=63/22

chr1:27875824 T/T C T SNV AHDC1 AHDC1:exonic:NM_001029882.3 1 100 6 missense NM_001029882.3c.2803G>A p.Ala935Thr -0.69 58 Domain of unknown function (DUF4683)rs4908364 0.0066 1.0 (pos.27875824) AT-hook DNA-binding motif-containing protein 1DNA binding C=0, T=27 C=0.0, T=1.0 0.00001 389.983 27 C=0/0, T=14/13

chr1:196642072 C/T C T SNV CFH CFH:intronic:NM_000186.3 1 50 intronic NM_000186.3c.59-36C>T p.? -0.2 Sushi repeat (SCR repeat)rs551397 0.2187 YES 4.369E-1 (pos.196642072) Complement factor Hblood microparticle,complement activation,complement activation, alternative pathway,extracellular exosome,extracellular region,extracellular space,heparan sulfate proteoglycan binding,heparin binding,protein binding,regulation of complement activation,viral processAnemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Autoimmune Diseases;Blood Platelet Disorders;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glomerulonephritis, Membranoproliferative;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Immune System Diseases;Immunologic Deficiency Syndromes;Kidney Diseases;Macular Degeneration;Male Urogenital Diseases;Nephritis;Retinal Degeneration;Retinal Diseases;Retinal Drusen;Thrombocytopenia;Thrombotic Microangiopathies;Uremia;Urologic Diseases;Vascular DiseasesC=16, T=16 C=0.5, T=0.5 0.00001 158.383 32 C=8/8, T=5/11

chr11:62292882 T/T G T SNV AHNAK AHNAK:exonic:NM_001620.2 1 100 5 missense NM_001620.2c.9007C>A p.Gln3003Lys 0.2 0.86 53 0 0.04(COSM4591032),0.04(COSM4591033)rs566144 YES 1.0 (pos.62292882) squamous_cell_carcinomaAHNAK nucleoprotein (desmoyokin)RNA binding,S100 protein binding,T-tubule,actin cytoskeleton,cadherin binding,cell-cell contact zone,costamere,cytoplasm,cytosol,extracellular exosome,focal adhesion,lysosomal membrane,membrane,membrane raft,nucleus,plasma membrane,protein binding,protein oligomerization,regulation of RNA splicing,regulation of voltage-gated calcium channel activity,sarcolemma,structural molecule activity conferring elasticity,vesicleAcneiform Eruptions;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Chloracne;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, T=34 G=0.0, T=1.0 0.00001 516.982 34 G=0/0, T=17/17

chr1:196705926 A/A C A SNV CFH CFH:intronic:NM_000186.3 1 100 intronic NM_000186.3c.2414-28C>Ap.? -0.37 Sushi repeat (SCR repeat)rs375046 YES 9.545E-1 (pos.196705926) Complement factor Hblood microparticle,complement activation,complement activation, alternative pathway,extracellular exosome,extracellular region,extracellular space,heparan sulfate proteoglycan binding,heparin binding,protein binding,regulation of complement activation,viral processAnemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Autoimmune Diseases;Blood Platelet Disorders;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glomerulonephritis, Membranoproliferative;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Immune System Diseases;Immunologic Deficiency Syndromes;Kidney Diseases;Macular Degeneration;Male Urogenital Diseases;Nephritis;Retinal Degeneration;Retinal Diseases;Retinal Drusen;Thrombocytopenia;Thrombotic Microangiopathies;Uremia;Urologic Diseases;Vascular DiseasesC=0, A=25 C=0.0, A=1.0 0.00001 353.018 25 C=0/0, A=18/7

chr14:105410183 T/C T C SNV AHNAK2 AHNAK2:exonic:NM_138420.3 1 57.14 7 missense NM_138420.3c.11605A>Gp.Met3869Val -3.23 0.83 21 0 0(COSM4147874) rs10438246 0.4551 YES 4.359E-1 (pos.105410183)neoplasm T-tubule,Z disc,costamere,cytoplasm,cytoplasmic vesicle membrane,cytosol,nucleus,plasma membrane,plasma membrane repair,protein binding,sarcolemmaT=24, C=32 T=0.4286, C=0.5714 0.00001 331.797 56 T=9/15, C=15/17

chr14:105408955 A/G A G SNV AHNAK2 AHNAK2:exonic:NM_138420.3 1 50 7 missense NM_138420.3c.12833T>Cp.Val4278Ala -1.02 1 64 0 0(COSM3765732) rs2819422 0.4574 YES 4.357E-1 (pos.105408955)hepatocellular_carcinoma,squamous_cell_carcinomaT-tubule,Z disc,costamere,cytoplasm,cytoplasmic vesicle membrane,cytosol,nucleus,plasma membrane,plasma membrane repair,protein binding,sarcolemmaA=17, G=17 A=0.5, G=0.5 0.00001 172.008 34 A=14/3, G=13/4

chr14:105416220 T/A T A SNV AHNAK2 AHNAK2:exonic:NM_138420.3 1 50 7 missense NM_138420.3c.5568A>T p.Glu1856Asp -14.02 1 45 0 0(COSM3765739),0(COSM4594603)rs2819435 0.1758 YES 6.048E-1;2.061E-2;2.329E-4 (pos.105416220)ductal_carcinoma,hepatocellular_carcinoma,neoplasm,squamous_cell_carcinomaT-tubule,Z disc,costamere,cytoplasm,cytoplasmic vesicle membrane,cytosol,nucleus,plasma membrane,plasma membrane repair,protein binding,sarcolemmaT=11, A=11 T=0.5, A=0.5 0.00001 94.6067 22 T=1/10, A=9/2

chr5:311478 C/C T C SNV

AHRR,PDCD

6 PDCD6:exonic:NM_013232.3, AHRR:intronic:NM_001242412.1 1
100

5 synonymous NM_013232.3, NM_001242412.1c.438T>C, c.2+7142T>Cp.(=), p.? 0.07 0.14(COSM1486710),0.14(COSM449516)EF hand,EF-hand domain,EF-hand domain pair,Helix-loop-helix DNA-binding domain,PAS domain,PAS foldrs2244029 0.2923 YES 2.552E-1 (pos.311478) adenocarcinoma,carcinoma,neoplasmArylhydrocarbon receptor repressor,Programmed cell death 6COPII vesicle coat,COPII vesicle coating,Cul3-RING ubiquitin ligase complex,DNA binding,ER to Golgi vesicle-mediated transport,Golgi membrane,activation of cysteine-type endopeptidase activity involved in apoptotic process,angiogenesis,apoptotic signaling pathway,calcium ion binding,calcium-dependent cysteine-type endopeptidase activity,calcium-dependent protein binding,cellular response to heat,cytoplasm,cytoplasmic vesicle,cytosol,endoplasmic reticulum,endoplasmic reticulum exit site,endoplasmic reticulum membrane,endosome,extracellular exosome,identical protein binding,intracellular protein transport,magnesium ion binding,molecular adaptor activity,negative regulation of TOR signaling,negative regulation of protein kinase B signaling,negative regulation of transcription from RNA polymerase II promoter,negative regulation of vascular endothelial growth factor receptor signaling pathway,neural crest cell development,neural crest formation,nuclear aryl hydrocarbon receptor complex,nucleoplasm,nucleus,positiveCalcium Citrate,Calcium PhosphateT=0, C=62 T=0.0, C=1.0 0.00001 940.317 62 T=0/0, C=23/39

chr3:186337713 C/C T C SNV AHSG AHSG:exonic:NM_001622.2 1 100 6 missense NM_001622.2c.743T>C p.Met248Thr -0.51 1 81 0 0.02(COSM4002545)Cystatin domainrs4917 0.348 YES 7.248E-1 (pos.186337713)acute_myeloid_leukaemiaAlpha-2HS-glycoproteinGolgi apparatus,acute-phase response,blood microparticle,cellular protein metabolic process,cysteine-type endopeptidase inhibitor activity,endopeptidase inhibitor activity,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular region,extracellular space,kinase inhibitor activity,negative regulation of biomineral tissue development,negative regulation of bone mineralization,negative regulation of endopeptidase activity,negative regulation of insulin receptor signaling pathway,negative regulation of phosphorylation,neutrophil degranulation,ossification,pinocytosis,platelet alpha granule lumen,platelet degranulation,positive regulation of phagocytosis,post-translational protein modification,regulation of bone mineralization,regulation of inflammatory response,secretory granule lumen,skeletal system developmentCalcinosis;Calcium Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic Diseasesrisk factor T=0, C=181 T=0.0, C=1.0 0.00001 3008.45 181 T=0/0, C=88/93

chr1:196920299 T/A T A SNV CFHR2 CFHR2:intronic:NM_005666.3 1 50 intronic NM_005666.3c.430+141T>Ap.? -1.28 Sushi repeat (SCR repeat)rs3790414 YES Complement factor H-related 2extracellular region,negative regulation of protein binding,positive regulation of cytolysis,protein binding,protein complex,protein heterodimerization activity,protein homodimerization activity,regulation of complement activationT=12, A=12 T=0.5, A=0.5 0.00001 106.691 24 T=2/10, A=5/7

chr1:197026672 G/G A G SNV F13B F13B:intronic:NM_001994.2 1 100 intronic NM_001994.2c.806-77T>Cp.? -0.1 Sushi repeat (SCR repeat)rs1759009 YES Coagulation factor XIII, B polypeptideblood coagulation,extracellular regionBlood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Cardiovascular Diseases;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Embolism and Thrombosis;Factor XIII Deficiency;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Thrombosis;Vascular Diseases;Venous ThrombosisA=0, G=85 A=0.0, G=1.0 0.00001 1360.85 85 A=0/0, G=44/41

chr1:197030317 A/G A G SNV F13B F13B:intronic:NM_001994.2 1 47.37 intronic NM_001994.2c.452-112T>Cp.? -0.27 Sushi repeat (SCR repeat)rs1615413 YES Coagulation factor XIII, B polypeptideblood coagulation,extracellular regionBlood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Cardiovascular Diseases;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Embolism and Thrombosis;Factor XIII Deficiency;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Thrombosis;Vascular Diseases;Venous ThrombosisA=20, G=18 A=0.5263, G=0.4737 0.00001 184.539 38 A=9/11, G=13/5

chr12:8765447 C/C T C SNV AICDA AICDA:utr_5:NM_020661.3 1 100 1 utr_5 NM_020661.3c.-84A>G p.? -2.06 rs1345004 3.00E-04 Activation-induced cytidine deaminaseB cell differentiation,DNA demethylation,cellular response to lipopolysaccharide,cytidine deaminase activity,cytidine deamination,cytoplasm,defense response to bacterium,exosome (RNase complex),hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in cyclic amidines,identical protein binding,isotype switching,mRNA processing,negative regulation of methylation-dependent chromatin silencing,nucleus,protein binding,regulation of DNA stability,somatic diversification of immunoglobulins,somatic hypermutation of immunoglobulin genes,ubiquitin protein ligase binding,zinc ion bindingAutoimmune Diseases;Blast Crisis;Blood Protein Disorders;Bone Marrow Diseases;Carcinogenesis;Cell Transformation, Neoplastic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dysgammaglobulinemia;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hyper-IgM Immunodeficiency Syndrome;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Lymphatic Diseases;Lymphoproliferative Disorders;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplastic Processes;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesBenign T=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=4/16

chr1:197059878 A/A G A SNV ASPM ASPM:intronic:NM_018136.4 1 100 intronic NM_018136.4c.9636+102C>Tp.? -1.52 Abnormal spindle-like microcephaly-assoc'd, ASPM-SPD-2-Hydin,CAMSAP CH domain,Calponin homology (CH) domain,IQ calmodulin-binding motifrs4915315 YES Abnormal spindle-like, microcephaly-associatedcalmodulin binding,cerebral cortex development,cytoplasm,developmental growth,forebrain neuroblast division,maintenance of centrosome location,male gonad development,meiotic spindle,microtubule minus-end,midbody,mitotic spindle pole,negative regulation of asymmetric cell division,negative regulation of neuron differentiation,neuron migration,neuronal stem cell population maintenance,nucleus,oogenesis,positive regulation of canonical Wnt signaling pathway,positive regulation of neuroblast proliferation,regulation of meiotic cell cycle,spermatogenesis,spindle assembly involved in meiosis,spindle localization,spindle organizationAdenocarcinoma;Adnexal Diseases;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Head and Neck Neoplasms;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nephritis;Nervous System Diseases;Nervous System Malformations;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Urologic DiseasesG=0, A=35 G=0.0, A=1.0 0.00001 543.901 35 G=0/0, A=26/9

chr1:197059892 G/G A G SNV ASPM ASPM:intronic:NM_018136.4 1 100 intronic NM_018136.4c.9636+88T>Cp.? -0.13 Abnormal spindle-like microcephaly-assoc'd, ASPM-SPD-2-Hydin,CAMSAP CH domain,Calponin homology (CH) domain,IQ calmodulin-binding motifrs10754214 YES Abnormal spindle-like, microcephaly-associatedcalmodulin binding,cerebral cortex development,cytoplasm,developmental growth,forebrain neuroblast division,maintenance of centrosome location,male gonad development,meiotic spindle,microtubule minus-end,midbody,mitotic spindle pole,negative regulation of asymmetric cell division,negative regulation of neuron differentiation,neuron migration,neuronal stem cell population maintenance,nucleus,oogenesis,positive regulation of canonical Wnt signaling pathway,positive regulation of neuroblast proliferation,regulation of meiotic cell cycle,spermatogenesis,spindle assembly involved in meiosis,spindle localization,spindle organizationAdenocarcinoma;Adnexal Diseases;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Head and Neck Neoplasms;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nephritis;Nervous System Diseases;Nervous System Malformations;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Urologic DiseasesA=0, G=35 A=0.0, G=1.0 0.00001 522.956 35 A=0/0, G=26/9

chr1:197059928 G/G A G SNV ASPM ASPM:intronic:NM_018136.4 1 100 intronic NM_018136.4c.9636+52T>Cp.? 0.02 Abnormal spindle-like microcephaly-assoc'd, ASPM-SPD-2-Hydin,CAMSAP CH domain,Calponin homology (CH) domain,IQ calmodulin-binding motifrs4915316 0.0934 YES Abnormal spindle-like, microcephaly-associatedcalmodulin binding,cerebral cortex development,cytoplasm,developmental growth,forebrain neuroblast division,maintenance of centrosome location,male gonad development,meiotic spindle,microtubule minus-end,midbody,mitotic spindle pole,negative regulation of asymmetric cell division,negative regulation of neuron differentiation,neuron migration,neuronal stem cell population maintenance,nucleus,oogenesis,positive regulation of canonical Wnt signaling pathway,positive regulation of neuroblast proliferation,regulation of meiotic cell cycle,spermatogenesis,spindle assembly involved in meiosis,spindle localization,spindle organizationAdenocarcinoma;Adnexal Diseases;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Head and Neck Neoplasms;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nephritis;Nervous System Diseases;Nervous System Malformations;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Urologic DiseasesA=0, G=36 A=0.0, G=1.0 0.00001 563.744 36 A=0/0, G=26/10

chr22:21331043 T/T A T SNV AIFM3 AIFM3:exonic:NM_144704.2 1 100 12 synonymous NM_144704.2c.1134A>T p.(=) -0.1 0.1(COSM4135184),0.1(COSM4135185),0.1(COSM4135186)rs178269 YES 1.0 (pos.21331043) neoplasm,squamous_cell_carcinomaApoptosis-inducing factor, mitochondria-associated, 32 iron, 2 sulfur cluster binding,cytosol,endoplasmic reticulum,execution phase of apoptosis,flavin adenine dinucleotide binding,metal ion binding,mitochondrial inner membrane,mitochondrion,nucleus,oxidation-reduction process,oxidoreductase activityA=0, T=32 A=0.0, T=1.0 0.00001 485.132 32 A=0/0, T=22/10

chr1:197109042 T/T C T SNV ASPM ASPM:intronic:NM_018136.4 1 100 intronic NM_018136.4c.1922-41G>Ap.? -0.73 Abnormal spindle-like microcephaly-assoc'd, ASPM-SPD-2-Hydin,CAMSAP CH domain,Calponin homology (CH) domain,IQ calmodulin-binding motifrs1332663 0.0921 YES 9.996E-1 (pos.197109042) Abnormal spindle-like, microcephaly-associatedcalmodulin binding,cerebral cortex development,cytoplasm,developmental growth,forebrain neuroblast division,maintenance of centrosome location,male gonad development,meiotic spindle,microtubule minus-end,midbody,mitotic spindle pole,negative regulation of asymmetric cell division,negative regulation of neuron differentiation,neuron migration,neuronal stem cell population maintenance,nucleus,oogenesis,positive regulation of canonical Wnt signaling pathway,positive regulation of neuroblast proliferation,regulation of meiotic cell cycle,spermatogenesis,spindle assembly involved in meiosis,spindle localization,spindle organizationAdenocarcinoma;Adnexal Diseases;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Head and Neck Neoplasms;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nephritis;Nervous System Diseases;Nervous System Malformations;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Urologic DiseasesLikely benign C=0, T=72 C=0.0, T=1.0 0.00001 1130.95 72 C=0/0, T=33/39

chr7:6063283 C/T C T SNV

AIMP2,EIF2

AK1 AIMP2:exonic:NM_006303.3, EIF2AK1:utr_3:NM_014413.3 1
50

4 synonymous NM_006303.3, NM_014413.3c.924C>T, c.2914G>Ap.(=), p.? 2.29 0.94(COSM4162332)AIMP2 lysyl-tRNA synthetase binding domain,Glutathione S-transferase, C-terminal domain,Protein kinase domain,Protein tyrosine kinasers4560 0.4301 YES 3.815E-1 (pos.6063283) neoplasm,osteosarcomaAminoacyl tRNA synthetase complex-interacting multifunctional protein 2,Eukaryotic translation initiation factor 2-alpha kinase 1ATP binding,Type II pneumocyte differentiation,acute inflammatory response,aminoacyl-tRNA synthetase multienzyme complex,apoptotic process,cytoplasm,cytosol,eukaryotic translation initiation factor 2alpha kinase activity,heme binding,iron ion homeostasis,macrophage differentiation,membrane,negative regulation of cell proliferation,negative regulation of hemoglobin biosynthetic process,negative regulation of translational initiation by iron,nucleus,phagocytosis,positive regulation of aminoacyl-tRNA ligase activity,positive regulation of neuron death,positive regulation of protein ubiquitination,protein autophosphorylation,protein binding,protein complex assembly,protein complex scaffold activity,protein homodimerization activity,protoporphyrinogen IX metabolic process,regulation of eIF2 alpha phosphorylation by heme,regulation of translational initiation by eIF2 alpha phosphorylation,response to external stimulus,response to stress,tRNA aminoacylation for protein translationC=27, T=27 C=0.5, T=0.5 0.00001 262.867 54 C=13/14, T=22/5

chr1:197141243 C/C A C SNV ZBTB41 ZBTB41:intronic:NM_194314.2 1 100 intronic NM_194314.2c.2074+47T>Gp.? 0.71 BTB/POZ domain,C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 type,zinc-finger of a C2HC-typers6428389,rs764655945 0.1 YES 9.794E-1;0.0;0.0 (pos.197141243) DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, C=23 A=0.0, C=1.0 0.00001 316.746 23 A=0/0, C=14/9

chr17:6331803 C/C T C SNV AIPL1 AIPL1:exonic:NM_014336.4 1 100 3 synonymous NM_014336.4c.300A>G p.(=) -0.34 0.07(COSM3755752)FKBP-type peptidyl-prolyl cis-trans isomerase,Tetratricopeptide repeatrs8075035 0.3408 YES 5.4E-1 (pos.6331803) adenocarcinoma,ductal_carcinoma,hepatocellular_carcinomaArylhydrocarbon-interacting receptor protein-like 1cytoplasm,farnesylated protein binding,negative regulation of apoptotic process,nucleus,photoreceptor inner segment,phototransduction, visible light,protein binding,protein farnesylation,regulation of cGMP metabolic process,retina homeostasis,unfolded protein binding,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Leber Congenital Amaurosis;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign/Likely benignT=0, C=34 T=0.0, C=1.0 0.00001 524.182 34 T=0/0, C=21/13

chr1:197482167 G/G C G SNV DENND1B DENND1B:intronic:NM_001195215.1 1 100 intronic NM_001195215.1c.1516-84G>Cp.? -1.37 DENN (AEX-3) domain,dDENN domain,uDENN domainrs2013617 YES DENN/MADD domain-containing 1BRab guanyl-nucleotide exchange factor activity,T cell receptor signaling pathway,T-helper 2 cell cytokine production,clathrin-coated vesicle,cytosol,endocytic recycling,nuclear speck,positive regulation of GTPase activity,protein transport,regulation of immune responseBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver DiseasesC=0, G=28 C=0.0, G=1.0 0.00001 408.362 28 C=0/0, G=9/19

chr1:197576307 AT/AT A AT INDEL DENND1B DENND1B:intronic:NM_001195215.1 1 100 intronic NM_001195215.1c.820-3T>ATp.? 2.48 DENN (AEX-3) domain,dDENN domain,uDENN domainrs11411505 8.00E-04 9.994E-1 (pos.197576307) DENN/MADD domain-containing 1BRab guanyl-nucleotide exchange factor activity,T cell receptor signaling pathway,T-helper 2 cell cytokine production,clathrin-coated vesicle,cytosol,endocytic recycling,nuclear speck,positive regulation of GTPase activity,protein transport,regulation of immune responseBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver DiseasesA=0, AT=25 A=0.0, AT=1.0 0.00001 352.017 25 A=0/0, AT=10/15

chr1:197742171 T/T C T SNV DENND1B DENND1B:intronic:NM_001195215.1 1 100 intronic NM_001195215.1c.18-109G>Ap.? -1.36 DENN (AEX-3) domain,dDENN domain,uDENN domainrs2488396 YES 8.753E-1 (pos.197742171) DENN/MADD domain-containing 1BRab guanyl-nucleotide exchange factor activity,T cell receptor signaling pathway,T-helper 2 cell cytokine production,clathrin-coated vesicle,cytosol,endocytic recycling,nuclear speck,positive regulation of GTPase activity,protein transport,regulation of immune responseBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver DiseasesC=0, T=80 C=0.0, T=1.0 0.00001 1289.37 80 C=0/0, T=41/39

chr9:130630233 T/T G T SNV AK1 AK1:utr_3:NM_000476.2 1 100 7 utr_3 NM_000476.2c.639C>A p.? -0.01 AAA domain,Adenylate kinasers4226 0.2024 YES Adenylate kinase-1ADP biosynthetic process,AMP metabolic process,ATP binding,ATP metabolic process,adenylate kinase activity,cell cycle arrest,cytosol,extracellular exosome,nucleobase-containing compound kinase activity,nucleobase-containing compound metabolic process,nucleobase-containing small molecule interconversion,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylation,nucleoside triphosphate biosynthetic process,outer dense fiber,phosphorylation,plasma membraneAnemia;Anemia, Hemolytic;Cardiovascular Diseases;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Mantle-Cell;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Vascular DiseasesBis(Adenosine)-5'-PentaphosphateG=0, T=27 G=0.0, T=1.0 0.00001 389.988 27 G=0/0, T=11/16

chr1:197890422 G/G C G SNV LHX9 LHX9:intronic:NM_020204.2 1 100 intronic NM_020204.2c.378-12C>Gp.? 1.15 Homeobox domain,LIM domainrs12122995,rs7686311530.0287 YES 0.0 (pos.197890421),9.995E-1 (pos.197890422)LIM homeo box gene 9DNA binding,cell proliferation,female gonad development,gonad morphogenesis,male gonad development,metal ion binding,motor neuron axon guidance,negative regulation of transcription, DNA-templated,nucleus,protein binding,sequence-specific DNA binding,transcription corepressor activityC=0, G=96 C=0.0, G=1.0 0.00001 1617.82 96 C=0/0, G=77/19

chr1:200182654 T/C T C SNV 1 50 intronic -1.85 rs386638408,rs531368108,rs6427805,rs7476433330.0885 YES 0.0 (pos.200182644),9.618E-1;0.0;0.0 (pos.200182654) T=14, C=14 T=0.5, C=0.5 0.00001 131.94 28 T=13/1, C=12/2

chr1:200182664 C/T C T SNV 1 50 intronic -1.41 rs386638408,rs531368108,rs64278060.3997 YES 0.0 (pos.200182644),9.124E-1 (pos.200182664) C=14, T=14 C=0.5, T=0.5 0.00001 131.941 28 C=13/1, T=12/2

chr1:200182834 A/G A G SNV 1 46.88 intronic 0.12 rs12028402 0.3613 YES 8.829E-1 (pos.200182834) A=17, G=15 A=0.5313, G=0.4688 0.00001 143.729 32 A=10/7, G=9/6

chr1:2005740 C/C T C SNV PRKCZ PRKCZ:intronic:NM_002744.5 1 100 intronic NM_002744.5c.334+14710T>Cp.? -1.04 PB1 domain,Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers2459986 YES 1.0 (pos.2005740) Protein kinase C, zeta form14-3-3 protein binding,ATP binding,actin cytoskeleton reorganization,activation of phospholipase D activity,activation of protein kinase B activity,apical cortex,apical plasma membrane,axon hillock,bicellular tight junction,cell junction,cell leading edge,cell migration,cell-cell junction,cytoplasm,cytosol,endosome,establishment of cell polarity,extracellular exosome,filamentous actin,inflammatory response,insulin receptor signaling pathway,insulin receptor substrate binding,intracellular,intracellular signal transduction,long-term memory,long-term synaptic potentiation,membrane,membrane depolarization,membrane hyperpolarization,membrane raft,metal ion binding,microtubule cytoskeleton organization,microtubule organizing center,myelin sheath abaxonal region,negative regulation of apoptotic process,negative regulation of hydrolase activity,negative regulation of insulin receptor signaling pathway,negative regulation of peptidyl-tyrosine phosphorylation,negative regulation of protein complex assembly,neuron projGenital Diseases, Male;Genital Neoplasms, Male;Leukemia;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsTamoxifen T=0, C=33 T=0.0, C=1.0 0.00001 504.596 33 T=0/0, C=20/13

chr1:200574959 C/C T C SNV KIF14 KIF14:intronic:NM_014875.2 1 100 intronic NM_014875.2c.1638+33A>Gp.? 1.77 FHA domain,Kinesin motor domain,Kinesin-associated,Microtubule bindingrs2808238 0.3367 YES 1.591E-1 (pos.200574959) Kinesin family member 14ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,ATPase activity,PDZ domain binding,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,activation of protein kinase activity,cell division,cell proliferation in forebrain,cerebellar Purkinje cell layer structural organization,cerebellar cortex development,cerebellar granular layer structural organization,cerebral cortex development,cytosol,establishment of protein localization,hippocampus development,kinesin complex,membrane,microtubule,microtubule binding,microtubule depolymerization,microtubule motor activity,microtubule-based movement,midbody,mitotic metaphase plate congression,negative regulation of apoptotic process,negative regulation of integrin activation,negative regulation of neuron apoptotic process,nucleus,olfactory bulb development,plasma membrane,positive regulation of cell proliferation,positive regulation of cytokinesis,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,prAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=0, C=66 T=0.0, C=1.0 0.00001 1015.4 66 T=0/0, C=33/33

chr1:200578093 A/A G A SNV KIF14 KIF14:intronic:NM_014875.2 1 100 intronic NM_014875.2c.1456-37C>Tp.? -0.35 FHA domain,Kinesin motor domain,Kinesin-associated,Microtubule bindingrs2794409 0.0379 YES 8.412E-1 (pos.200578093) Kinesin family member 14ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,ATPase activity,PDZ domain binding,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,activation of protein kinase activity,cell division,cell proliferation in forebrain,cerebellar Purkinje cell layer structural organization,cerebellar cortex development,cerebellar granular layer structural organization,cerebral cortex development,cytosol,establishment of protein localization,hippocampus development,kinesin complex,membrane,microtubule,microtubule binding,microtubule depolymerization,microtubule motor activity,microtubule-based movement,midbody,mitotic metaphase plate congression,negative regulation of apoptotic process,negative regulation of integrin activation,negative regulation of neuron apoptotic process,nucleus,olfactory bulb development,plasma membrane,positive regulation of cell proliferation,positive regulation of cytokinesis,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,prAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, A=27 G=0.0, A=1.0 0.00001 389.977 27 G=0/0, A=11/16

chr9:130630639 G/G A G SNV AK1 AK1:exonic:NM_000476.2 1 100 6 synonymous NM_000476.2c.477T>C p.(=) -4.95 AAA domain,Adenylate kinasers763200874,rs9139861.00E-04 0.0 (pos.130630638),1.0 (pos.130630639)Adenylate kinase-1ADP biosynthetic process,AMP metabolic process,ATP binding,ATP metabolic process,adenylate kinase activity,cell cycle arrest,cytosol,extracellular exosome,nucleobase-containing compound kinase activity,nucleobase-containing compound metabolic process,nucleobase-containing small molecule interconversion,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylation,nucleoside triphosphate biosynthetic process,outer dense fiber,phosphorylation,plasma membraneAnemia;Anemia, Hemolytic;Cardiovascular Diseases;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Mantle-Cell;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Vascular DiseasesBis(Adenosine)-5'-PentaphosphateBenign A=0, G=23 A=0.0, G=1.0 0.00001 316.728 23 A=0/0, G=11/12

chr1:200943794 A/A AGGAA A INDEL KIF21B KIF21B:intronic:NM_001252100.1 4 100 intronic NM_001252100.1c.4814+48TTCCT>Tp.? 0.0, 0.0, 0.0, 0.0, -0.75 Kinesin motor domain,Microtubule binding,WD domain, G-beta repeatrs201185144,rs201905676,rs536920116,rs71991687,rs759348913,rs774364461YES  (pos.200943795),1.0;0.0 (pos.200943793)Kinesin family member 21BATP binding,ATPase activity,axon,cytoplasmic vesicle,dendrite,growth cone,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movementAnkylosis;Arthritis;Bone Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Musculoskeletal Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, AnkylosingAGGAA=0, A=42AGGAA=0.0, A=1.0 0.00001 693.868 42 AGGAA=0/0, A=17/25

chr1:201044748 G/G A G SNV CACNA1S CACNA1S:intronic:NM_000069.2 1 100 intronic NM_000069.2c.1828-5T>Cp.? -1.19 Ion transport protein,Polycystin cation channel,Voltage gated calcium channel IQ domain,Voltage-dependent L-type calcium channel, IQ-associatedrs1998721 0.223 YES 9.57E-1 (pos.201044748) Calcium channel, voltage-dependent, L type, alpha 1S subunitI band,L-type voltage-gated calcium channel complex,T-tubule,calcium ion transmembrane transport,calcium ion transport,calmodulin binding,cardiac conduction,cellular response to caffeine,cytoplasm,high voltage-gated calcium channel activity,membrane depolarization during action potential,metal ion binding,muscle contraction,plasma membrane,protein binding,regulation of ion transmembrane transport,voltage-gated calcium channel activity,voltage-gated calcium channel complexACMG Recommendations...;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hypokalemic Periodic Paralysis;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Paralyses, Familial Periodic;Respiration Disorders;Respiratory Insufficiency;Respiratory Tract DiseasesAmlodipine,Calcium Citrate,Calcium Phosphate,Cinnarizine,Clevidipine,Dronedarone,Ethanol,Felodipine,Isradipine,Magnesium Sulfate,Mibefradil,Nifedipine,Nilvadipine,Nimodipine,Nisoldipine,Nitrendipine,Pinaverium,Spironolactone,Trimebutine,VerapamilBenign A=0, G=107 A=0.0, G=1.0 0.00001 1681.19 107 A=0/0, G=41/66

chr1:77763542 A/A G A SNV AK5 AK5:exonic:NM_174858.2 1 100 5 synonymous NM_174858.2c.609G>A p.(=) 1.52 AAA domain,Adenylate kinasers1167206 1.00E-04 1.0 (pos.77763542) Adenylate kinase 5ADP biosynthetic process,ATP binding,ATP metabolic process,adenylate kinase activity,cytosol,dADP biosynthetic process,microtubule organizing center,nucleobase-containing compound kinase activity,nucleobase-containing compound metabolic process,nucleobase-containing small molecule interconversion,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylation,nucleoside kinase activity,nucleoside triphosphate biosynthetic process,phosphorylation,pyrimidine ribonucleotide biosynthetic processAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersBenign G=0, A=54 G=0.0, A=1.0 0.00001 787.244 54 G=0/0, A=18/36

chr1:201113118 G/G A G SNV TMEM9 TMEM9:intronic:NM_016456.4 1 100 intronic NM_016456.4c.268-39T>Cp.? -0.7 TMEM9 rs3738266,rs752766556 0.0469 YES 0.0 (pos.201113117),8.59E-1 (pos.201113118)Transmembrane protein 9biological_process,integral component of membrane,late endosome,late endosome membrane,lysosomal membrane,lysosome,molecular_function,transportA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=9/12

chr1:201116018 G/G C G SNV TMEM9 TMEM9:intronic:NM_016456.4 1 100 intronic NM_016456.4c.159-42G>Cp.? -0.89 TMEM9 rs3752979 0.0468 YES 8.612E-1 (pos.201116018) Transmembrane protein 9biological_process,integral component of membrane,late endosome,late endosome membrane,lysosomal membrane,lysosome,molecular_function,transportC=0, G=37 C=0.0, G=1.0 0.00001 583.477 37 C=0/0, G=13/24

chr1:201122947 G/G T G SNV TMEM9 TMEM9:intronic:NM_016456.4 1 100 intronic NM_016456.4c.66+39A>Cp.? -0.23 0(COSM4143159)TMEM9 rs1925361 0.048 YES 8.703E-1 (pos.201122947)neoplasm Transmembrane protein 9biological_process,integral component of membrane,late endosome,late endosome membrane,lysosomal membrane,lysosome,molecular_function,transportT=0, G=40 T=0.0, G=1.0 0.00001 644.165 40 T=0/0, G=26/14

chr1:201170824 G/G C G SNV IGFN1 IGFN1:intronic:NM_001164586.1 1 100 intronic NM_001164586.1c.634-23C>Gp.? -0.82 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs10158976 0.0676 YES 9.984E-1 (pos.201170824) Immunoglobulin-like and fibronectin type III domains-containing protein 1Z disc,biological_process,nucleus,protein binding C=0, G=32 C=0.0, G=1.0 0.00001 485.141 32 C=0/0, G=9/23

chr1:201171007 T/G T G SNV IGFN1 IGFN1:intronic:NM_001164586.1 1 52.38 intronic NM_001164586.1c.747+47T>Gp.? -0.24 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs10800762 0.2577 YES 9.446E-1;0.0 (pos.201171007) Immunoglobulin-like and fibronectin type III domains-containing protein 1Z disc,biological_process,nucleus,protein binding T=20, G=22 T=0.4762, G=0.5238 0.00001 245.162 42 T=3/17, G=6/16

chr14:96922752 G/G C G SNV AK7 AK7:exonic:NM_152327.4 1 100 11 missense NM_152327.4c.1167C>G p.Asn389Lys -0.06 1 94 0 0.01(COSM5618440)Adenylate kinase,Dpy-30 motifrs2369679 0.1684 YES 9.618E-1 (pos.96922752) ductal_carcinomaAdenylate kinase 7ATP binding,adenylate kinase activity,cell projection organization,cytidylate kinase activity,cytosol,kinase activity,nucleobase-containing compound kinase activity,nucleobase-containing compound metabolic process,nucleobase-containing small molecule interconversion,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylation,nucleoside kinase activity,nucleoside triphosphate biosynthetic process,nucleotide biosynthetic process,phosphorylationBenign C=0, G=95 C=0.0, G=1.0 0.00001 1597 95 C=0/0, G=57/38

chr17:55182811 CT/C CT C INDEL AKAP1 AKAP1:utr_5:NM_003488.3 1 46.51 2 utr_5 NM_003488.3c.-15CT>C p.? 1.75, 0.13 KH domain,Tudor domainrs3833091,rs397747980 0.4135 YES 8.136E-1 (pos.55182811) A-kinase anchor protein 1, 149kDRNA binding,blood coagulation,cytosol,integral component of membrane,membrane,mitochondrial outer membrane,mitochondrion,protein binding,protein kinase A regulatory subunit binding,regulation of protein kinase A signalingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionCT=23, C=20CT=0.5349, C=0.4651 0.00001 192.257 43 CT=14/9, C=12/8

chr1:201187828 C/C T C SNV IGFN1 IGFN1:intronic:NM_001164586.1 1 100 intronic NM_001164586.1c.9898+42T>Cp.? -2.1 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs3738268 0.1245 YES 9.979E-1 (pos.201187828) Immunoglobulin-like and fibronectin type III domains-containing protein 1Z disc,biological_process,nucleus,protein binding T=0, C=47 T=0.0, C=1.0 0.00001 786.243 47 T=0/0, C=24/23

chr1:201286678 C/T C T SNV PKP1 PKP1:intronic:NM_000299.3 1 57.89 intronic NM_000299.3c.847-22C>Tp.? -0.66 Armadillo/beta-catenin-like repeatrs1794867 0.2114 YES 2.301E-1 (pos.201286678) Plakophilin-1cell adhesion,cell-cell adhesion,cornification,cornified envelope,desmosome,extracellular exosome,ficolin-1-rich granule membrane,intermediate filament,intermediate filament binding,intermediate filament bundle assembly,intracellular membrane-bounded organelle,keratinization,lamin binding,messenger ribonucleoprotein complex,negative regulation of mRNA catabolic process,neutrophil degranulation,nucleoplasm,nucleus,plasma membrane,positive regulation of gene expression,protein binding,signal transducer activity,signal transduction,structural constituent of epidermisAbnormalities, Multiple;Adenocarcinoma;Anxiety Disorders;Carcinoma;Carcinoma, Hepatocellular;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Ectodermal Dysplasia;Genetic Diseases, Inborn;Liver Diseases;Liver Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Panic Disorder;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesC=16, T=22 C=0.4211, T=0.5789 0.00001 249.057 38 C=8/8, T=9/13

chr1:201288898 C/C A C SNV PKP1 PKP1:intronic:NM_000299.3 1 100 intronic NM_000299.3c.1233-46A>Cp.? -0.01 Armadillo/beta-catenin-like repeatrs1722759 0.001 1.0 (pos.201288898) Plakophilin-1cell adhesion,cell-cell adhesion,cornification,cornified envelope,desmosome,extracellular exosome,ficolin-1-rich granule membrane,intermediate filament,intermediate filament binding,intermediate filament bundle assembly,intracellular membrane-bounded organelle,keratinization,lamin binding,messenger ribonucleoprotein complex,negative regulation of mRNA catabolic process,neutrophil degranulation,nucleoplasm,nucleus,plasma membrane,positive regulation of gene expression,protein binding,signal transducer activity,signal transduction,structural constituent of epidermisAbnormalities, Multiple;Adenocarcinoma;Anxiety Disorders;Carcinoma;Carcinoma, Hepatocellular;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Ectodermal Dysplasia;Genetic Diseases, Inborn;Liver Diseases;Liver Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Panic Disorder;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesA=0, C=38 A=0.0, C=1.0 0.00001 603.775 38 A=0/0, C=19/19

chr6:151670897 C/C T C SNV AKAP12 AKAP12:exonic:NM_005100.3 1 100 4 synonymous NM_005100.3c.1371T>C p.(=) -3.11 0.03(COSM4409071)RII binding domain,WSK motifrs900654 0.215 YES 6.135E-1 (pos.151670897)acute_myeloid_leukaemia,hepatocellular_carcinomaG-protein coupled receptor signaling pathway,adenylate cyclase binding,cell cortex,cytoplasm,cytoskeleton,cytosol,focal adhesion,plasma membrane,positive regulation of cAMP biosynthetic process,positive regulation of protein kinase A signaling,protein binding,protein kinase A binding,protein targeting,regulation of protein kinase C signalingBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesT=0, C=33 T=0.0, C=1.0 0.00001 504.596 33 T=0/0, C=20/13

chr1:201966273 A/A G A SNV RNPEP RNPEP:intronic:NM_020216.3 1 100 intronic NM_020216.3c.855-174G>Ap.? -5.27 Leukotriene A4 hydrolase, C-terminal,Peptidase family M1 domainrs4950757 YES Arginyl aminopeptidase (aminopeptidase B)aminopeptidase activity,epoxide hydrolase activity,extracellular exosome,extracellular region,extracellular space,metalloaminopeptidase activity,metalloexopeptidase activity,metallopeptidase activity,negative regulation of blood pressure,peptide binding,peptide catabolic process,plasma membrane,proteolysis,secretory granule,zinc ion bindingMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalG=0, A=129 G=0.0, A=1.0 0.00001 2115.17 129 G=0/0, A=107/22

chr6:151674326 A/C A C SNV AKAP12 AKAP12:exonic:NM_005100.3 1 58.33 4 missense NM_005100.3c.4800A>C p.Glu1600Asp -0.73 0.37 45 0.003 0.15(COSM4160299)RII binding domain,WSK motifrs3823310 0.3309 YES 4.532E-1 (pos.151674326)basal_cell_carcinoma,hepatocellular_carcinoma,neoplasmG-protein coupled receptor signaling pathway,adenylate cyclase binding,cell cortex,cytoplasm,cytoskeleton,cytosol,focal adhesion,plasma membrane,positive regulation of cAMP biosynthetic process,positive regulation of protein kinase A signaling,protein binding,protein kinase A binding,protein targeting,regulation of protein kinase C signalingBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesA=30, C=42 A=0.4167, C=0.5833 0.00001 460.914 72 A=17/13, C=24/18

chr15:86122779 C/C T C SNV AKAP13 AKAP13:exonic:NM_006738.5 1 100 7 missense NM_006738.5c.1480T>C p.Trp494Arg -0.09 0.12 101 0 0.01(COSM3999652),0.01(COSM3999653)PH domain,RII binding domain,RhoGEF domainrs2061822 0.3251 YES 5.788E-1;1.158E-4 (pos.86122779)acute_myeloid_leukaemia,carcinoma,ductal_carcinomaA-kinase anchor protein 13G-protein coupled receptor signaling pathway,MAP-kinase scaffold activity,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,actin filament,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in heart process,bone development,cAMP-dependent protein kinase activity,cardiac muscle cell differentiation,cell cortex,cortical actin cytoskeleton,cytosol,guanyl-nucleotide exchange factor activity,heart development,intracellular,intracellular signal transduction,membrane,metal ion binding,nuclear export,nucleus,perinuclear region of cytoplasm,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of apoptotic process,protein binding,protein complex scaffold activity,protein kinase A binding,protein phosphorylation,regulation of Rho protein signal transduction,regulation of cardiac muscle hypertrophy,regulation of glucocorticoid mediated signaling pathAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=34 T=0.0, C=1.0 0.00001 524.185 34 T=0/0, C=18/16

chr1:201981354 CC/CC TG CC MNV ELF3 ELF3:intronic:NM_004433.4 2 100 intronic NM_004433.4c.385+48TG>CCp.? -2.94, -0.22 AT hook motif,Ets-domain,Sterile alpha motif (SAM)/Pointed domainrs386638521,rs55666208,rs56310296,rs7703441270.1935 YES 0.0 (pos.201981353),3.486E-1;0.0 (pos.201981355),3.511E-1 (pos.201981354)E74-like factor 3 (ETS domain transcription factor, serine box, epithelial-specific)DNA binding transcription factor activity,Golgi apparatus,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,blastocyst development,cytosol,epidermis development,epithelial cell differentiation,extracellular matrix organization,inflammatory response,mammary gland involution,multicellular organism development,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription coactivator activity,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingBiliary Tract Diseases;Biliary Tract Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Lung Diseases;Lung Injury;Neoplasms;Neoplasms by Site;Respiratory Tract DiseasesTG=0, CC=36TG=0.0, CC=1.0 0.00001 563.206 36 TG=0/0, CC=12/24

chr15:86122916 C/C T C SNV AKAP13 AKAP13:exonic:NM_006738.5 1 100 7 synonymous NM_006738.5c.1617T>C p.(=) 0.04 0.01(COSM6351614),0.01(COSM6351615)PH domain,RII binding domain,RhoGEF domainrs2061823 0.3561 YES 5.786E-1 (pos.86122916) carcinoma A-kinase anchor protein 13G-protein coupled receptor signaling pathway,MAP-kinase scaffold activity,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,actin filament,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in heart process,bone development,cAMP-dependent protein kinase activity,cardiac muscle cell differentiation,cell cortex,cortical actin cytoskeleton,cytosol,guanyl-nucleotide exchange factor activity,heart development,intracellular,intracellular signal transduction,membrane,metal ion binding,nuclear export,nucleus,perinuclear region of cytoplasm,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of apoptotic process,protein binding,protein complex scaffold activity,protein kinase A binding,protein phosphorylation,regulation of Rho protein signal transduction,regulation of cardiac muscle hypertrophy,regulation of glucocorticoid mediated signaling pathAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=7/19

chr15:86123833 C/C T C SNV AKAP13 AKAP13:exonic:NM_006738.5 1 100 7 missense NM_006738.5c.2534T>C p.Val845Ala -1.25 1 64 0 0.01(COSM4128508),0.01(COSM4128509),0.05(COSM4600250),0.05(COSM4600251)PH domain,RII binding domain,RhoGEF domainrs4075256 0.3569 YES 5.791E-1;0.0 (pos.86123833)carcinoma,ductal_carcinoma,neoplasm,squamous_cell_carcinomaA-kinase anchor protein 13G-protein coupled receptor signaling pathway,MAP-kinase scaffold activity,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,actin filament,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in heart process,bone development,cAMP-dependent protein kinase activity,cardiac muscle cell differentiation,cell cortex,cortical actin cytoskeleton,cytosol,guanyl-nucleotide exchange factor activity,heart development,intracellular,intracellular signal transduction,membrane,metal ion binding,nuclear export,nucleus,perinuclear region of cytoplasm,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of apoptotic process,protein binding,protein complex scaffold activity,protein kinase A binding,protein phosphorylation,regulation of Rho protein signal transduction,regulation of cardiac muscle hypertrophy,regulation of glucocorticoid mediated signaling pathAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=46 T=0.0, C=1.0 0.00001 768.313 46 T=0/0, C=33/13

chr1:202163364 G/G C G SNV LGR6 LGR6:intronic:NM_001017403.1 1 100 intronic NM_001017403.1c.212+35C>Gp.? -0.12 Leucine Rich repeat,Leucine rich repeat,Leucine rich repeats (6 copies)rs2077598 0.2158 YES 6.814E-1 (pos.202163364) Leucine-rich repeat-containing G protein-coupled receptor-6G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Wnt signaling pathway,bone regeneration,integral component of plasma membrane,plasma membrane,positive regulation of Wnt signaling pathway,positive regulation of canonical Wnt signaling pathway,positive regulation of cell migration,protein binding,trans-Golgi network membrane,transmembrane signaling receptor activity,vesicleBreast Diseases;Breast Neoplasms;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Stress Disorders, Post-Traumatic;Stress Disorders, Traumatic;Trauma and Stressor Related DisordersC=0, G=66 C=0.0, G=1.0 0.00001 1015.4 66 C=0/0, G=33/33

chr1:202386075 C/C T C SNV PPP1R12B PPP1R12B:intronic:NM_002481.3 1 100 intronic NM_002481.3c.422+30T>Cp.? -1.51 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),cGMP-dependent protein kinase interacting domainrs2843413 0.0056 YES 1.0 (pos.202386075) Protein phosphatase 1, regulatory subunit 12B (myosin phosphatase target subunit 2)A band,G2/M transition of mitotic cell cycle,Z disc,cytosol,enzyme activator activity,nucleoplasm,phosphatase regulator activity,positive regulation of catalytic activity,protein binding,protein kinase binding,regulation of catalytic activity,regulation of muscle contraction,signal transductionCardiovascular Diseases;Celiac Disease;Coronary Disease;Digestive System Diseases;Gastrointestinal Diseases;Heart Diseases;Intestinal Diseases;Malabsorption Syndromes;Metabolic Diseases;Myocardial Ischemia;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Vascular DiseasesT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=13/7

chr15:86123988 A/A G A SNV AKAP13 AKAP13:exonic:NM_006738.5 1 100 7 missense NM_006738.5c.2689G>A p.Val897Met 0.66 0 21 0.033 0.15(COSM6352029),0.15(COSM6352030)PH domain,RII binding domain,RhoGEF domainrs4075254 0.3557 YES 5.777E-1 (pos.86123988) carcinoma A-kinase anchor protein 13G-protein coupled receptor signaling pathway,MAP-kinase scaffold activity,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,actin filament,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in heart process,bone development,cAMP-dependent protein kinase activity,cardiac muscle cell differentiation,cell cortex,cortical actin cytoskeleton,cytosol,guanyl-nucleotide exchange factor activity,heart development,intracellular,intracellular signal transduction,membrane,metal ion binding,nuclear export,nucleus,perinuclear region of cytoplasm,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of apoptotic process,protein binding,protein complex scaffold activity,protein kinase A binding,protein phosphorylation,regulation of Rho protein signal transduction,regulation of cardiac muscle hypertrophy,regulation of glucocorticoid mediated signaling pathAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, A=37 G=0.0, A=1.0 0.00001 583.706 37 G=0/0, A=21/16



chr15:86124419 T/T C T SNV AKAP13 AKAP13:exonic:NM_006738.5 1 100 7 synonymous NM_006738.5c.3120C>T p.(=) -2.29 0.05(COSM3999660),0.05(COSM3999661)PH domain,RII binding domain,RhoGEF domainrs4843073 0.3559 YES 5.784E-1 (pos.86124419) acute_myeloid_leukaemia,carcinomaA-kinase anchor protein 13G-protein coupled receptor signaling pathway,MAP-kinase scaffold activity,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,actin filament,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in heart process,bone development,cAMP-dependent protein kinase activity,cardiac muscle cell differentiation,cell cortex,cortical actin cytoskeleton,cytosol,guanyl-nucleotide exchange factor activity,heart development,intracellular,intracellular signal transduction,membrane,metal ion binding,nuclear export,nucleus,perinuclear region of cytoplasm,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of apoptotic process,protein binding,protein complex scaffold activity,protein kinase A binding,protein phosphorylation,regulation of Rho protein signal transduction,regulation of cardiac muscle hypertrophy,regulation of glucocorticoid mediated signaling pathAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=10/19

chr1:202743892 C/C T C SNV KDM5B KDM5B:intronic:NM_006618.4 1 100 intronic NM_006618.4c.283-29A>Gp.? 0.73 ARID/BRIGHT DNA binding domain,C5HC2 zinc finger,JmjC domain, hydroxylase,PHD-finger,PLU-1-like protein,jmjN domainrs17497253 0.2843 YES 1.604E-1;0.0 (pos.202743892) Lysine-specific demethylase 5BDNA binding,DNA binding transcription factor activity,branching involved in mammary gland duct morphogenesis,cellular response to fibroblast growth factor stimulus,cellular response to leukemia inhibitory factor,cytosol,dioxygenase activity,histone H3-K4 demethylation,histone H3-K4 demethylation, trimethyl-H3-K4-specific,histone binding,histone demethylase activity,histone demethylase activity (H3-K4 specific),histone demethylase activity (H3-dimethyl-K4 specific),histone demethylase activity (H3-trimethyl-K4 specific),lens fiber cell differentiation,mammary duct terminal end bud growth,metal ion binding,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,oxidation-reduction process,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,post-embryonic development,protein binding,regulation of estradiol secretion,regulation of transcription from RNA polymerase II promoter,response to fungicide,rhythmic process,sequence-specific double-stranT=0, C=76 T=0.0, C=1.0 0.00001 1209.6 76 T=0/0, C=49/27

chr1:203023122 A/C A C SNV PPFIA4 PPFIA4:intronic:NM_001304331.1 1 50 intronic NM_001304331.1c.1829+33A>Cp.? -0.64 SAM domain (Sterile alpha motif)rs2291691 0.2248 YES 1.521E-1 (pos.203023122) Protein-tyrosine phosphatase, receptor-type, F polypeptide-interacting protein alpha 4cell surface,cytosol,glutamate secretion,intracellular,neurotransmitter secretion,presynaptic active zone,protein binding,synapseA=16, C=16 A=0.5, C=0.5 0.00001 158.116 32 A=7/9, C=7/9

chr1:203465396 C/C T C SNV OPTC OPTC:intronic:NM_014359.3 1 100 intronic NM_014359.3c.231+32T>Cp.? -0.22 Leucine rich repeat,Leucine rich repeats (6 copies)rs2242199 0.3847 YES 4.888E-1 (pos.203465396) extracellular matrix disassembly,extracellular matrix structural constituent,extracellular region,proteinaceous extracellular matrixT=0, C=64 T=0.0, C=1.0 0.00001 971.815 64 T=0/0, C=33/31

chr15:86124483 G/G C G SNV AKAP13 AKAP13:exonic:NM_006738.5 1 100 7 missense NM_006738.5c.3184C>G p.Pro1062Ala -0.51 0.01 27 0.356 0.06(COSM3999662),0.06(COSM3999663)PH domain,RII binding domain,RhoGEF domainrs4843074 0.3565 YES 5.787E-1 (pos.86124483) acute_myeloid_leukaemia,carcinomaA-kinase anchor protein 13G-protein coupled receptor signaling pathway,MAP-kinase scaffold activity,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,actin filament,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in heart process,bone development,cAMP-dependent protein kinase activity,cardiac muscle cell differentiation,cell cortex,cortical actin cytoskeleton,cytosol,guanyl-nucleotide exchange factor activity,heart development,intracellular,intracellular signal transduction,membrane,metal ion binding,nuclear export,nucleus,perinuclear region of cytoplasm,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of apoptotic process,protein binding,protein complex scaffold activity,protein kinase A binding,protein phosphorylation,regulation of Rho protein signal transduction,regulation of cardiac muscle hypertrophy,regulation of glucocorticoid mediated signaling pathAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, G=35 C=0.0, G=1.0 0.00001 520.013 35 C=0/0, G=10/25

chr1:203740458 C/A C A SNV LAX1 LAX1:intronic:NM_017773.3 1 52.38 intronic NM_017773.3c.200-37C>Ap.? 0.91 Lymphocyte activation family Xrs3820196 0.0664 YES 6.008E-1 (pos.203740458) B cell activation,Golgi apparatus,SH2 domain binding,adaptive immune response,antigen receptor-mediated signaling pathway,cytosol,immune response,immunoglobulin secretion,inactivation of MAPK activity,integral component of membrane,intracellular signal transduction,membrane,membrane raft,negative regulation of T cell activation,plasma membrane,protein binding,protein kinase bindingC=10, A=11 C=0.4762, A=0.5238 0.00001 95.3098 21 C=9/1, A=9/2

chr15:86124946 C/C T C SNV AKAP13 AKAP13:exonic:NM_006738.5 1 100 7 missense NM_006738.5c.3647T>C p.Met1216Thr -0.69 0.45 81 0 0.02(COSM6351592),0.02(COSM6351593)PH domain,RII binding domain,RhoGEF domainrs7162168 0.3557 YES 5.775E-1 (pos.86124946) carcinoma A-kinase anchor protein 13G-protein coupled receptor signaling pathway,MAP-kinase scaffold activity,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,actin filament,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in heart process,bone development,cAMP-dependent protein kinase activity,cardiac muscle cell differentiation,cell cortex,cortical actin cytoskeleton,cytosol,guanyl-nucleotide exchange factor activity,heart development,intracellular,intracellular signal transduction,membrane,metal ion binding,nuclear export,nucleus,perinuclear region of cytoplasm,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of apoptotic process,protein binding,protein complex scaffold activity,protein kinase A binding,protein phosphorylation,regulation of Rho protein signal transduction,regulation of cardiac muscle hypertrophy,regulation of glucocorticoid mediated signaling pathAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=10/13

chr1:204094902 C/C T C SNV SOX13 SOX13:intronic:NM_005686.2 1 100 intronic NM_005686.2c.1593-84T>Cp.? -3.18 HMG (high mobility group) box,HMG-box domainrs2692010 YES SRY-box 13 DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,anatomical structure morphogenesis,nucleoplasm,nucleus,protein binding,regulation of gamma-delta T cell differentiation,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templatedT=0, C=33 T=0.0, C=1.0 0.00001 497.046 33 T=0/0, C=15/18

chr15:86124968 A/A G A SNV AKAP13 AKAP13:exonic:NM_006738.5 1 100 7 synonymous NM_006738.5c.3669G>A p.(=) 0.77 0.15(COSM4128510),0.15(COSM4128511)PH domain,RII binding domain,RhoGEF domainrs11633087 0.3579 YES 5.749E-1 (pos.86124968) carcinoma,neoplasmA-kinase anchor protein 13G-protein coupled receptor signaling pathway,MAP-kinase scaffold activity,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,actin filament,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in heart process,bone development,cAMP-dependent protein kinase activity,cardiac muscle cell differentiation,cell cortex,cortical actin cytoskeleton,cytosol,guanyl-nucleotide exchange factor activity,heart development,intracellular,intracellular signal transduction,membrane,metal ion binding,nuclear export,nucleus,perinuclear region of cytoplasm,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of apoptotic process,protein binding,protein complex scaffold activity,protein kinase A binding,protein phosphorylation,regulation of Rho protein signal transduction,regulation of cardiac muscle hypertrophy,regulation of glucocorticoid mediated signaling pathAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=10/13

chr15:86125031 G/A G A SNV AKAP13 AKAP13:exonic:NM_006738.5 1 95.65 7 synonymous NM_006738.5c.3732G>A p.(=) 0.02 0(COSM4128512),0(COSM4128513)PH domain,RII binding domain,RhoGEF domainrs7178065 0.3558 YES 5.73E-1 (pos.86125031) acute_myeloid_leukaemia,carcinoma,neoplasmA-kinase anchor protein 13G-protein coupled receptor signaling pathway,MAP-kinase scaffold activity,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,actin filament,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in heart process,bone development,cAMP-dependent protein kinase activity,cardiac muscle cell differentiation,cell cortex,cortical actin cytoskeleton,cytosol,guanyl-nucleotide exchange factor activity,heart development,intracellular,intracellular signal transduction,membrane,metal ion binding,nuclear export,nucleus,perinuclear region of cytoplasm,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of apoptotic process,protein binding,protein complex scaffold activity,protein kinase A binding,protein phosphorylation,regulation of Rho protein signal transduction,regulation of cardiac muscle hypertrophy,regulation of glucocorticoid mediated signaling pathAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=1, A=22 G=0.0435, A=0.9565 0.00001 289.386 23 G=1/0, A=8/14

chr15:86123170 G/T G T SNV AKAP13 AKAP13:exonic:NM_006738.5 1 52.38 7 missense NM_006738.5c.1871G>T p.Gly624Val 0.12 0.19 109 0.001 0.11(COSM3754534),0.11(COSM3754535)PH domain,RII binding domain,RhoGEF domainrs745191 0.284 YES 2.492E-2 (pos.86123170) adenocarcinoma,basal_cell_carcinomaA-kinase anchor protein 13G-protein coupled receptor signaling pathway,MAP-kinase scaffold activity,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,actin filament,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in heart process,bone development,cAMP-dependent protein kinase activity,cardiac muscle cell differentiation,cell cortex,cortical actin cytoskeleton,cytosol,guanyl-nucleotide exchange factor activity,heart development,intracellular,intracellular signal transduction,membrane,metal ion binding,nuclear export,nucleus,perinuclear region of cytoplasm,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of apoptotic process,protein binding,protein complex scaffold activity,protein kinase A binding,protein phosphorylation,regulation of Rho protein signal transduction,regulation of cardiac muscle hypertrophy,regulation of glucocorticoid mediated signaling pathAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=10, T=11 G=0.4762, T=0.5238 0.00001 95.3003 21 G=6/4, T=6/5

chrX:1719897 G/G C G SNV AKAP17A AKAP17A:exonic:NM_005088.2 1 100 5 missense NM_005088.2c.1498C>G p.Pro500Ala -0.1 1 27 0.376 rs28661622 0.4477 YES 6.023E-1;0.0 (pos.1719897) A kinase (PRKA) anchor protein 17AB cell activation,RNA binding,RNA splicing,cytosol,mRNA processing,nuclear speck,nucleic acid binding,nucleus,protein binding,protein kinase A binding,regulation of RNA splicing,regulation of transcription, DNA-templated,signal transduction,spliceosomal complexC=0, G=39 C=0.0, G=1.0 0.00001 623.974 39 C=0/0, G=19/20

chr1:204434277 C/C T C SNV PIK3C2B PIK3C2B:intronic:NM_002646.3 1 100 intronic NM_002646.3c.1034+70A>Gp.? 0.92 C2 domain,PI3-kinase family, ras-binding domain,PX domain,Phosphatidylinositol 3- and 4-kinase,Phosphoinositide 3-kinase C2,Phosphoinositide 3-kinase family, accessory domain (PIK domain)rs2942149 YES Phosphatidylinositol 3-kinase, class 2, beta polypeptide1-phosphatidylinositol-3-kinase activity,1-phosphatidylinositol-4-phosphate 3-kinase activity,ATP binding,autophagosome organization,biological_process,cell migration,cellular response to starvation,cytoplasm,cytosol,endocytic vesicle,endoplasmic reticulum,intracellular,kinase activity,lipid kinase activity,nucleoplasm,phosphatidylinositol 3-kinase complex,phosphatidylinositol 3-kinase signaling,phosphatidylinositol binding,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-mediated signaling,plasma membrane,protein binding,protein kinase B signalingNeoplasm Metastasis;Neoplasms;Neoplastic ProcessesT=0, C=22 T=0.0, C=1.0 0.00001 298.886 22 T=0/0, C=16/6

chr1:204515859 CT/CT C CT INDEL MDM4 MDM4:intronic:NM_002393.4 1 100 intronic NM_002393.4c.823-66C>CTp.? -0.65 SWIB/MDM2 domain,Zinc finger, C3HC4 type (RING finger),Zn-finger in Ran binding protein and others Mouse double minute 4, homolog ofDNA damage response, signal transduction by p53 class mediator,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,G0 to G1 transition,cell proliferation,cellular response to hypoxia,enzyme binding,metal ion binding,negative regulation of apoptotic process,negative regulation of cell cycle arrest,negative regulation of cell proliferation,negative regulation of protein catabolic process,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,protein binding,protein complex assembly,protein deubiquitination,protein stabilization,protein ubiquitination,regulation of signal transduction by p53 class mediator,ubiquitin protein ligase activity,zinc ion bindingAstrocytoma;Breast Diseases;Breast Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Glioblastoma;Glioma;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Pneumoconiosis;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsC=0, CT=37 C=0.0, CT=1.0 0.00001 451.438 37 C=0/0, CT=18/19

chr1:204515863 T/T C T SNV MDM4 MDM4:intronic:NM_002393.4 1 100 intronic NM_002393.4c.823-62C>Tp.? -1.37 SWIB/MDM2 domain,Zinc finger, C3HC4 type (RING finger),Zn-finger in Ran binding protein and othersrs2290855 YES Mouse double minute 4, homolog ofDNA damage response, signal transduction by p53 class mediator,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,G0 to G1 transition,cell proliferation,cellular response to hypoxia,enzyme binding,metal ion binding,negative regulation of apoptotic process,negative regulation of cell cycle arrest,negative regulation of cell proliferation,negative regulation of protein catabolic process,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,protein binding,protein complex assembly,protein deubiquitination,protein stabilization,protein ubiquitination,regulation of signal transduction by p53 class mediator,ubiquitin protein ligase activity,zinc ion bindingAstrocytoma;Breast Diseases;Breast Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Glioblastoma;Glioma;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Pneumoconiosis;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsC=0, T=41 C=0.0, T=1.0 0.00001 664.572 41 C=0/0, T=21/20

chr1:204516025 G/G A G SNV MDM4 MDM4:intronic:NM_002393.4 1 100 intronic NM_002393.4c.903+20A>Gp.? 0.32 SWIB/MDM2 domain,Zinc finger, C3HC4 type (RING finger),Zn-finger in Ran binding protein and othersrs2290854 0.3122 YES 6.842E-1 (pos.204516025) Mouse double minute 4, homolog ofDNA damage response, signal transduction by p53 class mediator,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,G0 to G1 transition,cell proliferation,cellular response to hypoxia,enzyme binding,metal ion binding,negative regulation of apoptotic process,negative regulation of cell cycle arrest,negative regulation of cell proliferation,negative regulation of protein catabolic process,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,protein binding,protein complex assembly,protein deubiquitination,protein stabilization,protein ubiquitination,regulation of signal transduction by p53 class mediator,ubiquitin protein ligase activity,zinc ion bindingAstrocytoma;Breast Diseases;Breast Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Glioblastoma;Glioma;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Pneumoconiosis;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsA=0, G=43 A=0.0, G=1.0 0.00001 705.844 43 A=0/0, G=20/23

chr9:112811015 TCCCCCGGAGTCTCCTGGA/TTCCCCCGGAGTCTCCTGGAT INDEL

AKAP2,PAL

M2-AKAP2 PALM2-AKAP2:intronic:NM_007203.4, AKAP2:exonic:NM_001198656.118
46.58

1 nonframeshiftDeletion NM_007203.4, NM_001198656.1c.582+32696TCCCCCGGAGTCTCCTGGA>T, c.64_81delTCTCCTGGACCCCCGGAGp.?, p.Pro13_Gly18del -0.51, -1.29, 0.91, -1.25, -0.24, -0.69, 0.04, 0.71, 0.02, -0.07, -0.1, 0.08, -0.29, 0.95, -0.33, -2.68, -0.04, 0.33, 0.050.01(COSM6219929)A-kinase anchor protein 2 C-terminus,Paralemminrs754326938,rs759764997,rs764654508,rs767520370,rs772028413,rs7756002800.0 (pos.112811013),0.0 (pos.112811016),0.0 (pos.112811023),0.0 (pos.112811028),1.916E-3;0.0 (pos.112811017),2.471E-2;0.0 (pos.112811015)adenocarcinoma,nasopharyngeal_carcinomaA-kinase anchor protein 2 Benign TCCCCCGGAGTCTCCTGGA=39, T=34TCCCCCGGAGTCTCCTGGA=0.5342, T=0.46580.00001 346.039 73 TCCCCCGGAGTCTCCTGGA=29/10, T=21/13

chr12:4737318 G/G A G SNV AKAP3 AKAP3:exonic:NM_006422.3 1 100 5 synonymous NM_006422.3c.750T>C p.(=) 0.17 A-kinase anchor protein 110 kDa (AKAP 110),RII binding domainrs7960207 0.0337 YES 7.211E-1 (pos.4737318) acrosomal vesicle,acrosome reaction,cytoplasm,movement of cell or subcellular component,nucleus,protein binding,protein kinase A binding,protein localization,regulation of protein kinase A signaling,single fertilization,sperm fibrous sheath,sperm principal piece,transmembrane receptor protein serine/threonine kinase signaling pathwayA=0, G=21 A=0.0, G=1.0 0.00001 281.234 21 A=0/0, G=6/15

chr12:4737715 T/T C T SNV AKAP3 AKAP3:exonic:NM_006422.3 1 100 5 missense NM_006422.3c.353G>A p.Gly118Glu -0.3 0.84 98 0 A-kinase anchor protein 110 kDa (AKAP 110),RII binding domainrs2072355 0.1912 YES 6.507E-1 (pos.4737715) acrosomal vesicle,acrosome reaction,cytoplasm,movement of cell or subcellular component,nucleus,protein binding,protein kinase A binding,protein localization,regulation of protein kinase A signaling,single fertilization,sperm fibrous sheath,sperm principal piece,transmembrane receptor protein serine/threonine kinase signaling pathwayC=0, T=40 C=0.0, T=1.0 0.00001 644.286 40 C=0/0, T=22/18

chr1:204943285 T/T A T SNV NFASC NFASC:intronic:NM_001005388.2 1 100 intronic NM_001005388.2c.1280-22A>Tp.? -0.21 Bravo-like intracellular region,Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs2595945 0.0058 YES 9.944E-1 (pos.204943285) Neurofascin Schwann cell microvillus,axon guidance,axon initial segment,clustering of voltage-gated sodium channels,dendrite,extracellular exosome,ficolin-1-rich granule membrane,focal adhesion,heterotypic cell-cell adhesion,integral component of membrane,intracellular,myelin sheath,myelination,neutrophil degranulation,node of Ranvier,paranodal junction,paranodal junction assembly,paranode region of axon,peripheral nervous system development,plasma membrane,protein binding,protein binding involved in heterotypic cell-cell adhesion,protein domain specific binding,protein localization to juxtaparanode region of axon,protein localization to paranode region of axon,protein localization to plasma membrane,synapse organization,transmission of nerve impulseA=0, T=31 A=0.0, T=1.0 0.00001 460.666 31 A=0/0, T=15/16

chr14:64935720 T/T C T SNV AKAP5 AKAP5:exonic:NM_004857.3 1 100 2 missense NM_004857.3c.608C>T p.Thr203Ile -0.28 89 WSK motif rs1256149 0 9.464E-1 (pos.64935720) A-kinase anchor protein 5SH3 domain binding,adenylate cyclase binding,calmodulin binding,chemical synaptic transmission,cytosol,glutamate receptor binding,plasma membrane,positive regulation of cAMP biosynthetic process,positive regulation of protein kinase A signaling,protein binding,protein kinase A binding,protein kinase A regulatory subunit binding,protein phosphatase 2B binding,protein targeting,scaffold protein binding,signal transductionCardiomegaly;Cardiovascular Diseases;Heart Diseases;Memory Disorders;Mental Disorders;Motor Skills Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsC=0, T=56 C=0.0, T=1.0 0.00001 832.057 56 C=0/0, T=35/21

chr14:33015014 A/A G A SNV AKAP6 AKAP6:exonic:NM_004274.4 1 100 4 synonymous NM_004274.4c.1155G>A p.(=) -0.52 rs7150894 0.3424 YES 6.144E-1;0.0 (pos.33015014) T-tubule,action potential,adenylate cyclase binding,cAMP-mediated signaling,calcium channel complex,caveola,cellular response to cAMP,cellular response to cytokine stimulus,cytoplasm,intercalated disc,intracellular signal transduction,ion channel binding,junctional sarcoplasmic reticulum membrane,negative regulation of cAMP biosynthetic process,nuclear envelope,nuclear membrane,perinuclear region of cytoplasm,positive regulation of calcineurin-NFAT signaling cascade,positive regulation of cell growth,positive regulation of cell growth involved in cardiac muscle cell development,positive regulation of delayed rectifier potassium channel activity,positive regulation of phosphoprotein phosphatase activity,positive regulation of potassium ion transmembrane transport,positive regulation of release of sequestered calcium ion into cytosol,positive regulation of ryanodine-sensitive calcium-release channel activity,protein binding,protein complex scaffold activity,protein kinase A binding,protein kinase A regulatory sG=0, A=72 G=0.0, A=1.0 0.00001 1130.94 72 G=0/0, A=29/43

chr1:204951209 C/T C T SNV NFASC NFASC:intronic:NM_001005388.2 1 56 intronic NM_001005388.2c.2470+61C>Tp.? -1.19 Bravo-like intracellular region,Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs2278796 YES Neurofascin Schwann cell microvillus,axon guidance,axon initial segment,clustering of voltage-gated sodium channels,dendrite,extracellular exosome,ficolin-1-rich granule membrane,focal adhesion,heterotypic cell-cell adhesion,integral component of membrane,intracellular,myelin sheath,myelination,neutrophil degranulation,node of Ranvier,paranodal junction,paranodal junction assembly,paranode region of axon,peripheral nervous system development,plasma membrane,protein binding,protein binding involved in heterotypic cell-cell adhesion,protein domain specific binding,protein localization to juxtaparanode region of axon,protein localization to paranode region of axon,protein localization to plasma membrane,synapse organization,transmission of nerve impulseC=11, T=14 C=0.44, T=0.56 0.00001 134.349 25 C=3/8, T=10/4

chr1:204960445 A/G A G SNV NFASC NFASC:intronic:NM_001005388.2 1 45.83 intronic NM_001005388.2c.2782+11A>Gp.? 2.07 Bravo-like intracellular region,Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs72753447 0.0359 YES 1.336E-4 (pos.204960445) Neurofascin Schwann cell microvillus,axon guidance,axon initial segment,clustering of voltage-gated sodium channels,dendrite,extracellular exosome,ficolin-1-rich granule membrane,focal adhesion,heterotypic cell-cell adhesion,integral component of membrane,intracellular,myelin sheath,myelination,neutrophil degranulation,node of Ranvier,paranodal junction,paranodal junction assembly,paranode region of axon,peripheral nervous system development,plasma membrane,protein binding,protein binding involved in heterotypic cell-cell adhesion,protein domain specific binding,protein localization to juxtaparanode region of axon,protein localization to paranode region of axon,protein localization to plasma membrane,synapse organization,transmission of nerve impulseA=13, G=11 A=0.5417, G=0.4583 0.00001 93.4358 24 A=7/6, G=2/9

chr19:15508362 G/C G C SNV AKAP8L AKAP8L:exonic:NM_014371.3 1 97.5 11 missense NM_014371.3c.1374C>G p.His458Gln 0.34 1 24 0 0.42(COSM4590695),0.42(COSM4590696)A-kinase anchoring protein 95 (AKAP95)rs2058322 YES 1.0 (pos.15508362) squamous_cell_carcinomaA-kinase anchor protein 8-like proteinDEAD/H-box RNA helicase binding,DNA binding,PML body,RNA binding,RNA splicing,cell cycle G2/M phase transition,chromatin,cytoplasm,histone deacetylase binding,intracellular ribonucleoprotein complex,kinase activity,lamin binding,mRNA processing,metal ion binding,mitotic chromosome condensation,nuclear envelope disassembly,nuclear matrix,nuclear speck,nucleus,phosphorylation,positive regulation of histone deacetylation,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein kinase A regulatory subunit binding,regulation of histone phosphorylation,regulation of mRNA export from nucleus,transcription, DNA-templatedG=1, C=39 G=0.025, C=0.975 0.00001 611.656 40 G=1/0, C=23/16

chr1:205240913 G/G A G SNV TMCC2 TMCC2:intronic:NM_014858.3 1 100 intronic NM_014858.3c.1819-28A>Gp.? -0.66 Predicted transmembrane and coiled-coil 2 proteinrs386638735,rs9659978 0.0938 YES 1.0 (pos.205240913) amyloid precursor protein metabolic process,endoplasmic reticulum,integral component of membrane,protein bindingA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=19/3

chr7:91714911 T/T C T SNV AKAP9 AKAP9:exonic:NM_005751.4 1 100 36 missense NM_005751.4c.8935C>T p.Pro2979Ser 0.63 1 74 0 Pericentrin-AKAP-450 domain of centrosomal targeting proteinrs1063242 0.0038 1.0 (pos.91714911) A-kinase anchor protein 9DNA binding,G2/M transition of mitotic cell cycle,Golgi apparatus,Golgi stack,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,cardiac conduction,cellular response to cAMP,centrosome,chemical synaptic transmission,ciliary basal body-plasma membrane docking,cis-Golgi network,cytoskeleton,cytosol,dendritic branch,intracellular membrane-bounded organelle,ion channel binding,kinase activity,maintenance of centrosome location,microtubule nucleation,negative regulation of adenylate cyclase activity,neuronal cell body,phosphorylation,positive regulation of peptidyl-serine phosphorylation,positive regulation of potassium ion transmembrane transporter activity,potassium channel regulator activity,protein binding,protein complex scaffold activity,protein kinase A regulatory subunit binding,receptor binding,regulation of G2/M transition of mitotic cell cycle,regulation of Golgi organization,regulation of cardiac muscle cell action potential involved in regulation of contraction,regulation of heart rate by carArrhythmias, Cardiac;Arsenic Poisoning;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart Diseases;Heavy Metal Poisoning, Nervous System;Long QT Syndrome;Nervous System Diseases;Neurotoxicity Syndromes;Romano-Ward Syndrome;Skin Diseases;Skin and Connective Tissue DiseasesBenign/Likely benignC=0, T=62 C=0.0, T=1.0 0.00001 943.86 62 C=0/0, T=27/35

chr1:205766159 C/C CA C INDEL SLC41A1 SLC41A1:intronic:NM_173854.5 1 100 intronic NM_173854.5c.993-28TG>Gp.? -0.3, 0.99 Divalent cation transporterrs374392479,rs397982731,rs57803040.11 YES 7.978E-1 (pos.205766159) Solute carrier family 41, member 1basolateral plasma membrane,cellular magnesium ion homeostasis,cellular response to magnesium ion,divalent inorganic cation transmembrane transporter activity,divalent metal ion transport,integral component of membrane,magnesium ion transmembrane transport,magnesium ion transmembrane transporter activity,magnesium ion transport,magnesium:sodium antiporter activity,plasma membrane,protein complex,sodium ion transmembrane transport,substrate-specific transporter activityBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsCA=0, C=38 CA=0.0, C=1.0 0.00001 543.413 38 CA=0/0, C=20/18

chr7:91691601 C/T C T SNV AKAP9 AKAP9:exonic:NM_005751.4 1 52.38 24 synonymous NM_005751.4c.5778C>T p.(=) 0.25 0.81(COSM4416210),0.81(COSM4416211)Pericentrin-AKAP-450 domain of centrosomal targeting proteinrs10236397 0.4031 YES 1.746E-1 (pos.91691601) acute_myeloid_leukaemia,adenocarcinomaA-kinase anchor protein 9DNA binding,G2/M transition of mitotic cell cycle,Golgi apparatus,Golgi stack,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,cardiac conduction,cellular response to cAMP,centrosome,chemical synaptic transmission,ciliary basal body-plasma membrane docking,cis-Golgi network,cytoskeleton,cytosol,dendritic branch,intracellular membrane-bounded organelle,ion channel binding,kinase activity,maintenance of centrosome location,microtubule nucleation,negative regulation of adenylate cyclase activity,neuronal cell body,phosphorylation,positive regulation of peptidyl-serine phosphorylation,positive regulation of potassium ion transmembrane transporter activity,potassium channel regulator activity,protein binding,protein complex scaffold activity,protein kinase A regulatory subunit binding,receptor binding,regulation of G2/M transition of mitotic cell cycle,regulation of Golgi organization,regulation of cardiac muscle cell action potential involved in regulation of contraction,regulation of heart rate by carArrhythmias, Cardiac;Arsenic Poisoning;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart Diseases;Heavy Metal Poisoning, Nervous System;Long QT Syndrome;Nervous System Diseases;Neurotoxicity Syndromes;Romano-Ward Syndrome;Skin Diseases;Skin and Connective Tissue DiseasesBenign/Likely benignC=10, T=11 C=0.4762, T=0.5238 0.00001 95.3002 21 C=6/4, T=2/9

chr1:109395105 T/T C T SNV AKNAD1 AKNAD1:exonic:NM_152763.4 1 100 2 missense NM_152763.4c.182G>A p.Ser61Asn -0.41 1 46 0 AT-hook-containing transcription factorrs1277207 0.1837 YES 9.383E-1 (pos.109395105) C=0, T=97 C=0.0, T=1.0 0.00001 1606.13 97 C=0/0, T=70/27

chr1:205890679 C/C T C SNV SLC26A9 SLC26A9:intronic:NM_134325.2 1 100 intronic NM_134325.2c.2055+15A>Gp.? -1.07 STAS domain,Sulfate permease familyrs12759719,rs34323091 0.1024 YES 9.235E-1 (pos.205890679) Solute carrier family 26 (sulfate transporter), member 9ATPase binding,anion transport,anion:anion antiporter activity,apical plasma membrane,bicarbonate transmembrane transporter activity,bicarbonate transport,cell surface,chloride channel activity,chloride transmembrane transport,chloride transport,extracellular exosome,integral component of plasma membrane,ion transport,oxalate transmembrane transporter activity,oxalate transport,plasma membrane,positive regulation of gene expression,regulation of intracellular pH,regulation of membrane potential,secondary active sulfate transmembrane transporter activity,sulfate transmembrane transport,sulfate transmembrane transporter activityDigestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Intestinal ObstructionBenign T=0, C=56 T=0.0, C=1.0 0.00001 828.196 56 T=0/0, C=32/24

chr1:205896475 T/T C T SNV SLC26A9 SLC26A9:intronic:NM_134325.2 1 100 intronic NM_134325.2c.1216-59G>Ap.? 0.84 STAS domain,Sulfate permease familyrs7366204 YES Solute carrier family 26 (sulfate transporter), member 9ATPase binding,anion transport,anion:anion antiporter activity,apical plasma membrane,bicarbonate transmembrane transporter activity,bicarbonate transport,cell surface,chloride channel activity,chloride transmembrane transport,chloride transport,extracellular exosome,integral component of plasma membrane,ion transport,oxalate transmembrane transporter activity,oxalate transport,plasma membrane,positive regulation of gene expression,regulation of intracellular pH,regulation of membrane potential,secondary active sulfate transmembrane transporter activity,sulfate transmembrane transport,sulfate transmembrane transporter activityDigestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Intestinal ObstructionC=0, T=34 C=0.0, T=1.0 0.00001 524.186 34 C=0/0, T=13/21

chr7:134215403 T/C T C SNV AKR1B10 AKR1B10:exonic:NM_020299.4 1 50 2 synonymous NM_020299.4c.75T>C p.(=) -2.21 0.06(COSM3762386)Aldo/keto reductase familyrs1722883 0.4598 YES 4.435E-1 (pos.134215403)acute_myeloid_leukaemia,adenocarcinomaAldo-keto reductase family 1, member B10aldo-keto reductase (NADP) activity,cellular aldehyde metabolic process,cytosol,daunorubicin metabolic process,digestion,doxorubicin metabolic process,extracellular exosome,farnesol catabolic process,geranylgeranyl reductase activity,indanol dehydrogenase activity,lysosome,oxidation-reduction process,protein binding,retinal dehydrogenase activity,retinoid metabolic process,steroid metabolic processAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Colonic Diseases;Colorectal Neoplasms;Dermatitis;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Endometrial Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Neoplasms, Female;Intestinal Diseases;Intestinal Neoplasms;Liver Diseases;Liver Neoplasms;Melanoma;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplastic Processes;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Rectal Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Urogenital Neoplasms;Uterine Diseases;Uterine Neoplasms2'-Monophosphoadenosine 5'-Diphosphoribose,3,4-DIHYDRO-4-OXO-3-((5-TRIFLUOROMETHYL-2-BENZOTHIAZOLYL)METHYL)-1-PHTHALAZINE ACETIC ACID,TolrestatT=17, C=17 T=0.5, C=0.5 0.00001 172.008 34 T=9/8, C=7/10

chr1:206567100 C/T C T SNV

SRGAP2,SRG

AP2D SRGAP2D:intronic_nc:NR_120535.1, SRGAP2:intronic:NM_015326.4 1
46.51

intronic NM_015326.4, NR_120535.1c.571+70C>Tp.? -0.02 Fes/CIP4, and EFC/F-BAR homology domain,RhoGAP domain,SH3 domain,Variant SH3 domainrs2480377 YES SLIT-ROBO Rho GTPase-activating protein 2D,Slit-robo GTPase-activating protein, rho, 2GTPase activator activity,Rac GTPase binding,actin filament severing,cell junction,cell proliferation,cytoplasm,cytosol,dendritic spine development,dendritic spine head,extension of a leading process involved in cell motility in cerebral cortex radial glia guided migration,filopodium assembly,identical protein binding,lamellipodium,lamellipodium assembly involved in ameboidal cell migration,mitochondrial inner membrane,negative regulation of cell death,negative regulation of neuron migration,neuron projection morphogenesis,nucleoplasm,nucleus,phagocytic vesicle,plasma membrane,positive regulation of GTPase activity,postsynaptic density,postsynaptic membrane,protein binding,protein homodimerization activity,regulation of small GTPase mediated signal transduction,signal transduction,substrate adhesion-dependent cell spreadingC=23, T=20 C=0.5349, T=0.4651 0.00001 212.257 43 C=14/9, T=10/10

chr10:5139685 A/A G A SNV AKR1C3 AKR1C3:exonic:NM_001253908.1 1 100 3 synonymous NM_001253908.1c.312G>A p.(=) -0.45 Aldo/keto reductase familyrs12387,rs782551582 0.1702 YES 0.0 (pos.5139684),8.697E-1;0.0 (pos.5139685)Aldo-keto reductase family 1, member C315-hydroxyprostaglandin-D dehydrogenase (NADP+) activity,G-protein coupled receptor signaling pathway,NADP-retinol dehydrogenase activity,alditol:NADP+ 1-oxidoreductase activity,aldo-keto reductase (NADP) activity,androsterone dehydrogenase activity,cellular response to cadmium ion,cellular response to calcium ion,cellular response to corticosteroid stimulus,cellular response to jasmonic acid stimulus,cellular response to prostaglandin D stimulus,cellular response to prostaglandin stimulus,cellular response to reactive oxygen species,cellular response to starvation,cyclooxygenase pathway,cytoplasm,cytosol,daunorubicin metabolic process,delta4-3-oxosteroid 5beta-reductase activity,dihydrotestosterone 17-beta-dehydrogenase activity,doxorubicin metabolic process,extracellular exosome,farnesol catabolic process,geranylgeranyl reductase activity,indanol dehydrogenase activity,intracellular,keratinocyte differentiation,ketoreductase activity,ketosteroid monooxygenase activity,male gonad development,multicellular orAdnexal Diseases;Carcinogenesis;Cell Transformation, Neoplastic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Digestive System Diseases;Digestive System Neoplasms;Disorders of Sex Development;Endocrine System Diseases;Endometrial Neoplasms;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Hormone-Dependent;Neoplastic Processes;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Ovarian Cysts;Ovarian Diseases;Overnutrition;Polycystic Ovary Syndrome;Prostatic Diseases;Prostatic Neoplasms;Prostatic Neoplasms, Castration-Resistant;Stomach Diseases;Stomach Neoplasms;Urogenital Abnormalities;Urogenital Neoplasms;Uterine Diseases;Uterine Neoplasms2'-Monophosphoadenosine 5'-Diphosphoribose,3-CARBOXAMIDO-1,3,5(10)-ESTRATRIEN-17(R)-SPIRO-2'(5',5'-DIMETHYL-6'OXO)TETRAHYDROPYRAN,Androstenedione,Bimatoprost,Doxorubicin,Flufenamic Acid,NADH,Prostaglandin D2,RutinG=0, A=194 G=0.0, A=1.0 0.00001 3274.72 194 G=0/0, A=120/74

chr10:5255025 G/G A G SNV AKR1C4 AKR1C4:exonic:NM_001818.3 1 100 7 missense NM_001818.3c.749A>G p.Gln250Arg 0.24 1 43 0 0(COSM4590504)Aldo/keto reductase familyrs4880718 1.0 (pos.5255025) malignant_melanoma,squamous_cell_carcinomaAldo-keto reductase family 1, member C4 (chlordecone reductase)aldo-keto reductase (NADP) activity,androgen metabolic process,androsterone dehydrogenase activity,bile acid and bile salt transport,bile acid biosynthetic process,bile acid transmembrane transporter activity,cellular response to jasmonic acid stimulus,chlordecone reductase activity,cytoplasm,cytosol,daunorubicin metabolic process,doxorubicin metabolic process,electron transfer activity,electron transport chain,extracellular exosome,oxidoreductase activity, acting on NAD(P)H, quinone or similar compound as acceptor,retinal dehydrogenase activity,retinoid metabolic process,steroid metabolic process46, XY Disorders of Sex Development;Bipolar Disorder;Bipolar and Related Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gonadal Disorders;Gonadal Dysgenesis;Gonadal Dysgenesis, 46,XY;Male Urogenital Diseases;Mental Disorders;Paranoid Disorders;Schizophrenia Spectrum and Other Psychotic Disorders;Urogenital AbnormalitiesNADH A=0, G=44 A=0.0, G=1.0 0.00001 726.56 44 A=0/0, G=22/22

chr19:49967981 G/G T G SNV ALDH16A1 ALDH16A1:exonic:NM_153329.3 1 100 12 synonymous NM_153329.3c.1530T>G p.(=) -1.66 Aldehyde dehydrogenase familyrs11558188 0.3505 YES 2.428E-3;0.0 (pos.49967981) Aldehyde dehydrogenase 16 family, member A1aldehyde dehydrogenase (NAD) activity,extracellular exosome,membrane,oxidation-reduction process,oxidoreductase activityArthritis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Gout;Joint Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Purine-Pyrimidine Metabolism, Inborn Errors;Rheumatic DiseasesT=0, G=39 T=0.0, G=1.0 0.00001 623.98 39 T=0/0, G=24/15

chr9:38396065 T/T G T SNV ALDH1B1 ALDH1B1:exonic:NM_000692.4 1 100 2 missense NM_000692.4c.320G>T p.Arg107Leu 2.23 102 0.79(COSM1462466)Aldehyde dehydrogenase familyrs2073478 0.3963 YES 3.123E-1;0.0 (pos.38396065)adenocarcinoma,neoplasmAldehyde dehydrogenase 1 family, member B1NAD binding,aldehyde dehydrogenase (NAD) activity,carbohydrate metabolic process,ethanol catabolic process,ethanol oxidation,intracellular membrane-bounded organelle,mitochondrial matrix,mitochondrion,nucleoplasm,oxidation-reduction process,oxidoreductase activityColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Neoplasms;Neoplasms by SiteNADH Benign G=0, T=40 G=0.0, T=1.0 0.00001 644.286 40 G=0/0, T=13/27

chr1:207135546 G/A G A SNV FCAMR FCAMR:intronic:NM_001170631.1 1 45.83 intronic NM_001170631.1c.652+12C>Tp.? -5.07 Immunoglobulin V-set domainrs1572808 0.2746 YES 5.496E-2 (pos.207135546) Fc fragment of IgA and IgM, receptor for G=26, A=22 G=0.5417, A=0.4583 0.00001 240.97 48 G=21/5, A=13/9

chr1:207235954 A/A G A SNV PFKFB2 PFKFB2:intronic:NM_006212.2 1 100 intronic NM_006212.2c.212-11G>Ap.? -0.72 6-phosphofructo-2-kinase,AAA domain,Chromatin associated protein KTI12,Histidine phosphatase superfamily (branch 1)rs2075863 0.4272 YES 1.677E-1 (pos.207235954) Fructose-2,6-bisphosphatase, cardiac isozyme6-phosphofructo-2-kinase activity,ATP binding,carbohydrate phosphorylation,catalytic activity,cytosol,dephosphorylation,fructose 2,6-bisphosphate metabolic process,fructose metabolic process,fructose-2,6-bisphosphate 2-phosphatase activity,glucose catabolic process,glycolytic process,lactate metabolic process,positive regulation of glucokinase activity,positive regulation of glycolytic process,positive regulation of insulin secretion,protein binding,protein kinase binding,response to glucoseG=0, A=37 G=0.0, A=1.0 0.00001 583.326 37 G=0/0, A=19/18

chr1:207510596 A/A G A SNV CD55 CD55:intronic:NM_001114752.2 1 100 intronic NM_001114752.2c.980-78G>Ap.? -2.02 Sushi repeat (SCR repeat)rs10746463 YES CD55 antigen (blood group Cromer)CD4-positive, alpha-beta T cell cytokine production,ER to Golgi vesicle-mediated transport,Golgi membrane,anchored component of membrane,apical plasma membrane,cell surface,complement activation, classical pathway,endoplasmic reticulum-Golgi intermediate compartment membrane,enzyme inhibitor activity,extracellular exosome,extracellular region,ficolin-1-rich granule membrane,innate immune response,integral component of plasma membrane,lipid binding,maternal process involved in parturition,membrane raft,negative regulation of catalytic activity,negative regulation of complement activation,neutrophil degranulation,plasma membrane,positive regulation of CD4-positive, alpha-beta T cell activation,positive regulation of CD4-positive, alpha-beta T cell proliferation,positive regulation of cytosolic calcium ion concentration,protein binding,regulation of complement activation,regulation of lipopolysaccharide-mediated signaling pathway,respiratory burst,response to peptide hormone,secretory granule membrane,spermatogeAmphetamine-Related Disorders;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Mental Disorders;Substance-Related DisordersChloramphenicol G=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=12/12

chr1:2075570 T/C T C SNV PRKCZ PRKCZ:intronic:NM_002744.5 1 50 intronic NM_002744.5c.421-79T>Cp.? -0.51 PB1 domain,Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers377283 YES Protein kinase C, zeta form14-3-3 protein binding,ATP binding,actin cytoskeleton reorganization,activation of phospholipase D activity,activation of protein kinase B activity,apical cortex,apical plasma membrane,axon hillock,bicellular tight junction,cell junction,cell leading edge,cell migration,cell-cell junction,cytoplasm,cytosol,endosome,establishment of cell polarity,extracellular exosome,filamentous actin,inflammatory response,insulin receptor signaling pathway,insulin receptor substrate binding,intracellular,intracellular signal transduction,long-term memory,long-term synaptic potentiation,membrane,membrane depolarization,membrane hyperpolarization,membrane raft,metal ion binding,microtubule cytoskeleton organization,microtubule organizing center,myelin sheath abaxonal region,negative regulation of apoptotic process,negative regulation of hydrolase activity,negative regulation of insulin receptor signaling pathway,negative regulation of peptidyl-tyrosine phosphorylation,negative regulation of protein complex assembly,neuron projGenital Diseases, Male;Genital Neoplasms, Male;Leukemia;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsTamoxifen T=20, C=20 T=0.5, C=0.5 0.00001 214.332 40 T=4/16, C=16/4

chr9:38396502 A/A G A SNV ALDH1B1 ALDH1B1:exonic:NM_000692.4 1 100 2 missense NM_000692.4c.757G>A p.Val253Met 2.73 21 Aldehyde dehydrogenase familyrs4878199 0.0462 YES 9.999E-1 (pos.38396502) Aldehyde dehydrogenase 1 family, member B1NAD binding,aldehyde dehydrogenase (NAD) activity,carbohydrate metabolic process,ethanol catabolic process,ethanol oxidation,intracellular membrane-bounded organelle,mitochondrial matrix,mitochondrion,nucleoplasm,oxidation-reduction process,oxidoreductase activityColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Neoplasms;Neoplasms by SiteNADH Benign G=0, A=58 G=0.0, A=1.0 0.00001 867.38 58 G=0/0, A=48/10

chr1:208211887 C/C T C SNV PLXNA2 PLXNA2:intronic:NM_025179.3 1 100 intronic NM_025179.3c.4661-68A>Gp.? 0.86 IPT/TIG domain,Plexin cytoplasmic RasGAP domain,Plexin repeat,Sema domainrs905100 YES Plexin A2 (OCT transmembrane protein)branchiomotor neuron axon guidance,centrosome localization,cerebellar granule cell precursor tangential migration,identical protein binding,integral component of plasma membrane,limb bud formation,neural tube development,pharyngeal system development,plasma membrane,protein binding,regulation of axon extension involved in axon guidance,regulation of cell migration,semaphorin receptor activity,semaphorin receptor complex,semaphorin-plexin signaling pathway,somitogenesisMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersT=0, C=33 T=0.0, C=1.0 0.00001 504.596 33 T=0/0, C=6/27

chr1:208213125 G/G A G SNV PLXNA2 PLXNA2:intronic:NM_025179.3 1 100 intronic NM_025179.3c.4354-13T>Cp.? 0.07 IPT/TIG domain,Plexin cytoplasmic RasGAP domain,Plexin repeat,Sema domainrs1751580 2.00E-04 YES 1.0 (pos.208213125) Plexin A2 (OCT transmembrane protein)branchiomotor neuron axon guidance,centrosome localization,cerebellar granule cell precursor tangential migration,identical protein binding,integral component of plasma membrane,limb bud formation,neural tube development,pharyngeal system development,plasma membrane,protein binding,regulation of axon extension involved in axon guidance,regulation of cell migration,semaphorin receptor activity,semaphorin receptor complex,semaphorin-plexin signaling pathway,somitogenesisMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=15/11

chr1:208255877 C/C T C SNV PLXNA2 PLXNA2:intronic:NM_025179.3 1 100 intronic NM_025179.3c.2299-24A>Gp.? -0.41 IPT/TIG domain,Plexin cytoplasmic RasGAP domain,Plexin repeat,Sema domainrs6540453 0.3015 YES 6.871E-1 (pos.208255877) Plexin A2 (OCT transmembrane protein)branchiomotor neuron axon guidance,centrosome localization,cerebellar granule cell precursor tangential migration,identical protein binding,integral component of plasma membrane,limb bud formation,neural tube development,pharyngeal system development,plasma membrane,protein binding,regulation of axon extension involved in axon guidance,regulation of cell migration,semaphorin receptor activity,semaphorin receptor complex,semaphorin-plexin signaling pathway,somitogenesisMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersT=0, C=38 T=0.0, C=1.0 0.00001 603.785 38 T=0/0, C=18/20

chr11:67789293 GC/GC G GC INDEL ALDH3B1 ALDH3B1:exonic:NM_001030010.2 1 100 6 unknown NM_001030010.2 5.62 Aldehyde dehydrogenase familyrs397695802,rs528690328,rs581600341.00E-04 YES 9.899E-1;1.006E-2 (pos.67789293) Aldehyde dehydrogenase 3 family, member B13-chloroallyl aldehyde dehydrogenase activity,alcohol metabolic process,aldehyde catabolic process,aldehyde dehydrogenase (NAD) activity,aldehyde dehydrogenase NAD(P)+ activity,cellular response to oxidative stress,cytoplasm,cytosol,ethanol catabolic process,extracellular exosome,lipid metabolic process,neutrophil degranulation,oxidation-reduction process,oxidoreductase activity,plasma membrane,protein binding,secretory granule membrane,specific granule membrane,sphingolipid biosynthetic process,vesicleNADH G=0, GC=54 G=0.0, GC=1.0 0.00001 789.342 54 G=0/0, GC=27/27

chr11:67432804 C/C T C SNV ALDH3B2 ALDH3B2:exonic:NM_001031615.1 1 100 7 missense NM_001031615.1c.658A>G p.Ser220Gly 0.94 1 56 0 Aldehyde dehydrogenase familyrs2447571 0 9.907E-1 (pos.67432804) Aldehyde dehydrogenase 3 family, member B23-chloroallyl aldehyde dehydrogenase activity,alcohol metabolic process,aldehyde dehydrogenase NAD(P)+ activity,ethanol catabolic process,lipid droplet,lipid metabolic process,oxidation-reduction process,oxidoreductase activity,sphingolipid biosynthetic processNADH T=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=17/10

chr1:209786078 A/A G A SNV CAMK1G CAMK1G:intronic:NM_020439.2 1 100 intronic NM_020439.2c.1341-52G>Ap.? -3.36 Kinase-like,Protein kinase domain,Protein tyrosine kinasers2272880 0.3758 YES Calcium/calmodulin-dependent protein kinase IGATP binding,Golgi membrane,calcium- and calmodulin-dependent protein kinase complex,calmodulin binding,calmodulin-dependent protein kinase activity,intracellular,intracellular signal transduction,neuron projection,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,plasma membrane,protein phosphorylation,protein serine/threonine kinase activity5-(E)-(5-CHLORO-2-OXO-1,2-DIHYDRO-3H-INDOL-3-YLIDENE)METHYL-N-2-(DIETHYLAMINO)ETHYL-2,4-DIMETHYL-1H-PYRROLE-3-CARBOXAMIDEG=0, A=102 G=0.0, A=1.0 0.00001 1593.32 102 G=0/0, A=52/50

chr1:20978832 C/C T C SNV

DDOST,PINK

1,PINK1-AS PINK1:downstream:NM_032409.2, PINK1-AS:upstream:NR_046507.1, DDOST:utr_3:NM_005216.41

100

intronic NM_032409.2, NR_046507.1, NM_005216.4c.*1648T>C, c.1411A>Gp.?, p.? -0.33 Oligosaccharyltransferase 48 kDa subunit betars6893 0.1187 YES 8.308E-1;0.0 (pos.20978832) Dolichyl-diphosphooligosaccharide-protein glycosyltransferase,PTEN-induced putative kinase 1ATP binding,C3HC4-type RING finger domain binding,Lewy body,T cell activation,TORC2 complex,TORC2 signaling,activation of protein kinase B activity,astrocyte projection,autophagy of mitochondrion,axon,azurophil granule membrane,calcium-dependent protein kinase activity,cell body,cellular response to hydrogen sulfide,cellular response to hypoxia,cellular response to oxidative stress,cellular response to toxic substance,chromatin,cytoplasm,cytoskeleton,cytosol,dolichyl-diphosphooligosaccharide-protein glycotransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,establishment of protein localization to mitochondrion,growth cone,integral component of membrane,integral component of mitochondrial outer membrane,intracellular membrane-bounded organelle,intracellular signal transduction,kinase activity,macroautophagy,magnesium ion binding,maintenance of protein location in mitochondrion,membrane,mitochondrial inner membrane,mitochondrial intermembrane space,mitochondrial outer membrane,mitochondrialBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neuroblastoma;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, Peripheral;Neuromuscular Diseases;Parkinson Disease;Parkinsonian Disorders;Peripheral Nervous System DiseasesBenign T=0, C=23 T=0.0, C=1.0 0.00001 316.639 23 T=0/0, C=11/12

chr11:67432854 C/C T C SNV ALDH3B2 ALDH3B2:exonic:NM_001031615.1 1 100 7 missense NM_001031615.1c.608A>G p.His203Arg 4.56 1 29 0 Aldehyde dehydrogenase familyrs6591270 4.00E-04 YES 9.999E-1 (pos.67432854) Aldehyde dehydrogenase 3 family, member B23-chloroallyl aldehyde dehydrogenase activity,alcohol metabolic process,aldehyde dehydrogenase NAD(P)+ activity,ethanol catabolic process,lipid droplet,lipid metabolic process,oxidation-reduction process,oxidoreductase activity,sphingolipid biosynthetic processNADH T=0, C=21 T=0.0, C=1.0 0.00001 281.21 21 T=0/0, C=11/10

chr11:67434416 A/A C A SNV ALDH3B2 ALDH3B2:utr_5:NM_001031615.1 1 100 3 utr_5 NM_001031615.1c.-10G>T p.? 0.42 Aldehyde dehydrogenase familyrs4646823 0.1015 YES 8.878E-1 (pos.67434416) Aldehyde dehydrogenase 3 family, member B23-chloroallyl aldehyde dehydrogenase activity,alcohol metabolic process,aldehyde dehydrogenase NAD(P)+ activity,ethanol catabolic process,lipid droplet,lipid metabolic process,oxidation-reduction process,oxidoreductase activity,sphingolipid biosynthetic processNADH C=0, A=44 C=0.0, A=1.0 0.00001 729.745 44 C=0/0, A=9/35

chr1:209804095 A/A G A SNV LAMB3 LAMB3:intronic:NM_000228.2 1 100 intronic NM_000228.2c.823-15C>Tp.? -2.23 Laminin EGF domain,Laminin N-terminal (Domain VI)rs4844863 0.1515 YES 8.278E-1 (pos.209804095) Laminin, beta-3 (nicein, 125kD; kalinin, 140kD; BM600, 125kD)brown fat cell differentiation,cell adhesion,endodermal cell differentiation,epidermis development,extracellular matrix disassembly,extracellular matrix organization,extracellular region,hemidesmosome assembly,laminin-5 complex,protein binding,protein complex binding,structural molecule activityAmelogenesis Imperfecta;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dental Enamel Hypoplasia;Epidermolysis Bullosa;Epidermolysis Bullosa, Junctional;Genetic Diseases, Inborn;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesBenign G=0, A=53 G=0.0, A=1.0 0.00001 782.03 53 G=0/0, A=20/33

chr1:20992606 G/T G T SNV KIF17 KIF17:intronic:NM_020816.3 1 57.14 intronic NM_020816.3c.2911+101C>Ap.? 0 Kinesin motor domain,Microtubule bindingrs630484 YES Kinesin family member 17ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,anterograde dendritic transport of neurotransmitter receptor complex,axoneme,cell projection organization,ciliary basal body,cilium,cytosol,dendrite cytoplasm,intraciliary transport involved in cilium assembly,intraciliary transport particle B,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,neurogenesis,periciliary membrane compartment,photoreceptor connecting cilium,vesicle-mediated transportDigestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte DisordersG=12, T=16 G=0.4286, T=0.5714 0.00001 161.768 28 G=9/3, T=9/7

chr1:209950677 GC/GC G GC INDEL TRAF3IP3 TRAF3IP3:intronic:NM_025228.3 1 100 intronic NM_025228.3c.1054-20G>GCp.? -0.03 TRAF3-interacting protein 3integral component of membrane,protein binding G=0, GC=32 G=0.0, GC=1.0 0.00001 222.52 32 G=0/0, GC=22/10

chr1:209950681 C/C T C SNV TRAF3IP3 TRAF3IP3:intronic:NM_025228.3 1 100 intronic NM_025228.3c.1054-16T>Cp.? -0.14 rs649275 0.3649 YES 6.438E-1 (pos.209950681) TRAF3-interacting protein 3integral component of membrane,protein binding T=0, C=32 T=0.0, C=1.0 0.00001 484.13 32 T=0/0, C=22/10

chr1:19202917 C/C T C SNV ALDH4A1 ALDH4A1:exonic:NM_003748.3 1 100 12 synonymous NM_003748.3c.1230A>G p.(=) -5.52 0.02(COSM1337325),0.02(COSM1337326)Aldehyde dehydrogenase familyrs7550938 0.3062 YES 7.275E-1 (pos.19202917) adenocarcinoma,neoplasm,squamous_cell_carcinomaAldehyde dehydrogenase 4 family, member A1 (delta-1-pyrroline 5-carboxylate dehydrogenase)1-pyrroline-5-carboxylate dehydrogenase activity,4-hydroxyproline catabolic process,aldehyde dehydrogenase (NAD) activity,electron transfer activity,electron transport chain,glyoxylate metabolic process,identical protein binding,mitochondrial matrix,oxidation-reduction process,oxidoreductase activity,proline catabolic process,proline catabolic process to glutamate,proline metabolic processAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Nutritional and Metabolic Diseases;Precancerous ConditionsNADH Benign T=0, C=32 T=0.0, C=1.0 0.00001 485.123 32 T=0/0, C=7/25

chr1:210003402 C/C T C SNV DIEXF DIEXF:intronic:NM_014388.6 1 100 intronic NM_014388.6c.108-51T>Cp.? 0.28 Utp25, U3 small nucleolar RNA-associated SSU processome protein 25rs599649 0.2384 YES 3.957E-1 (pos.210003402) RNA binding,U3 snoRNA binding,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),multicellular organism development,nucleolus,nucleoplasm,nucleus,protein binding,rRNA binding,rRNA processing,small-subunit processomeT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=10/10

chr1:19202926 C/C T C SNV ALDH4A1 ALDH4A1:exonic:NM_003748.3 1 100 12 synonymous NM_003748.3c.1221A>G p.(=) 0.24 0.67(COSM1337327),0.67(COSM1337328)Aldehyde dehydrogenase familyrs2230706 0.3081 YES 7.31E-1 (pos.19202926) clear_cell_renal_cell_carcinoma,neoplasmAldehyde dehydrogenase 4 family, member A1 (delta-1-pyrroline 5-carboxylate dehydrogenase)1-pyrroline-5-carboxylate dehydrogenase activity,4-hydroxyproline catabolic process,aldehyde dehydrogenase (NAD) activity,electron transfer activity,electron transport chain,glyoxylate metabolic process,identical protein binding,mitochondrial matrix,oxidation-reduction process,oxidoreductase activity,proline catabolic process,proline catabolic process to glutamate,proline metabolic processAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Nutritional and Metabolic Diseases;Precancerous ConditionsNADH Benign T=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=6/25

chr1:210015568 G/G GCT G INDEL DIEXF DIEXF:intronic:NM_014388.6 2 100 intronic NM_014388.6c.1486-42GCT>Gp.? -0.1, 0.0, 0.0 Utp25, U3 small nucleolar RNA-associated SSU processome protein 25rs10570454,rs200325082,rs355114390.2173 YES 8.001E-1 (pos.210015568) RNA binding,U3 snoRNA binding,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),multicellular organism development,nucleolus,nucleoplasm,nucleus,protein binding,rRNA binding,rRNA processing,small-subunit processomeGCT=0, G=193GCT=0.0, G=1.0 0.00001 3231.48 193 GCT=0/0, G=105/88

chr1:19203997 G/G C G SNV ALDH4A1 ALDH4A1:exonic:NM_003748.3 1 100 10 synonymous NM_003748.3c.1050G>C p.(=) 1.51 0.18(COSM1473186),0.18(COSM424869)Aldehyde dehydrogenase familyrs2230705 0.2925 YES 5.004E-1 (pos.19203997) adenocarcinoma,ductal_carcinoma,neoplasmAldehyde dehydrogenase 4 family, member A1 (delta-1-pyrroline 5-carboxylate dehydrogenase)1-pyrroline-5-carboxylate dehydrogenase activity,4-hydroxyproline catabolic process,aldehyde dehydrogenase (NAD) activity,electron transfer activity,electron transport chain,glyoxylate metabolic process,identical protein binding,mitochondrial matrix,oxidation-reduction process,oxidoreductase activity,proline catabolic process,proline catabolic process to glutamate,proline metabolic processAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Nutritional and Metabolic Diseases;Precancerous ConditionsNADH Benign C=0, G=66 C=0.0, G=1.0 0.00001 1015.4 66 C=0/0, G=34/32

chr13:52603775 C/T C T SNV

ALG11,UTP1

4C ALG11:utr_3:NM_001004127.2, UTP14C:exonic:NM_021645.5 1
59.09

2 synonymous NM_001004127.2, NM_021645.5c.2528C>T, c.835C>Tp.?, p.(=) 0.11 0.03(COSM3753727)ALG11 mannosyltransferase N-terminus,Glycosyl transferases group 1,Utp14 proteinrs3742291 0.2948 YES 5.911E-1 (pos.52603775) adenocarcinomaAlg11, S. cerevisiae, homolog ofGDP-Man:Man3GlcNAc2-PP-Dol alpha-1,2-mannosyltransferase activity,cell differentiation,cytosol,endoplasmic reticulum membrane,integral component of membrane,mannosylation,maturation of SSU-rRNA,meiotic cell cycle,membrane,multicellular organism development,nucleolus,oligosaccharide-lipid intermediate biosynthetic process,protein binding,protein glycosylation in endoplasmic reticulum,small-subunit processome,spermatogenesisBenign C=18, T=26 C=0.4091, T=0.5909 0.00001 312.069 44 C=8/10, T=9/17

chr11:77811990 C/C T C SNV ALG8 ALG8:utr_3:NM_024079.4 1 100 13 utr_3 NM_024079.4c.1601A>G p.? 0.23 ALG6, ALG8 glycosyltransferase familyrs1263505 0.1485 YES 7.542E-1 (pos.77811990) Alg8, S. cerevisiae, homolog ofalpha-1,3-mannosyltransferase activity,dolichol-linked oligosaccharide biosynthetic process,dolichyl pyrophosphate Man9GlcNAc2 alpha-1,3-glucosyltransferase activity,dolichyl-phosphate-glucose-glycolipid alpha-glucosyltransferase activity,endoplasmic reticulum membrane,integral component of membrane,mannosylation,oligosaccharide-lipid intermediate biosynthetic process,protein N-linked glycosylation,protein binding,protein glycosylation,transferase activity, transferring hexosyl groupsCarbohydrate Metabolism, Inborn Errors;Congenital Disorders of Glycosylation;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesBenign T=0, C=92 T=0.0, C=1.0 0.00001 1524.47 92 T=0/0, C=56/36

chr1:210578141 A/G A G SNV HHAT HHAT:intronic:NM_001122834.3 1 51.92 intronic NM_001122834.3c.684+118A>Gp.? 1.15 MBOAT, membrane-bound O-acyltransferase familyrs2294850 YES Hedgehog acyltransferaseGTP binding,O-acyltransferase activity,endoplasmic reticulum membrane,integral component of membrane,multicellular organism development,palmitoyltransferase activity,positive regulation of protein targeting to mitochondrion,protein palmitoylation,smoothened signaling pathway46, XY Disorders of Sex Development;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gonadal Disorders;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Osteochondrodysplasias;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Urogenital AbnormalitiesA=25, G=27 A=0.4808, G=0.5192 0.00001 270.41 52 A=14/11, G=14/13

chr1:210761462 C/C G C SNV HHAT HHAT:intronic:NM_001122834.3 1 100 intronic NM_001122834.3c.1245+19G>Cp.? -3.06 MBOAT, membrane-bound O-acyltransferase familyrs4297293 0.0013 YES 1.0;0.0 (pos.210761462) Hedgehog acyltransferaseGTP binding,O-acyltransferase activity,endoplasmic reticulum membrane,integral component of membrane,multicellular organism development,palmitoyltransferase activity,positive regulation of protein targeting to mitochondrion,protein palmitoylation,smoothened signaling pathway46, XY Disorders of Sex Development;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gonadal Disorders;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Osteochondrodysplasias;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Urogenital AbnormalitiesG=0, C=21 G=0.0, C=1.0 0.00001 281.235 21 G=0/0, C=5/16

chr2:29416572 C/C T C SNV ALK ALK:exonic:NM_004304.4 1 100 29 missense NM_004304.4c.4381A>G p.Ile1461Val -0.73 0.84 29 0 Glycine rich protein,MAM domain, meprin/A5/mu,Protein kinase domain,Protein tyrosine kinasers1670283 3.00E-04 1.0 (pos.29416572) Anaplastic lymphoma kinase (Ki-1)ATP binding,NF-kappaB-inducing kinase activity,NIK/NF-kappaB signaling,activation of MAPK activity,adult behavior,cell proliferation,extracellular exosome,hippocampus development,identical protein binding,integral component of membrane,integral component of plasma membrane,intracellular,neuron development,peptidyl-tyrosine phosphorylation,phosphorylation,plasma membrane,positive regulation of NF-kappaB transcription factor activity,protein autophosphorylation,protein binding,protein complex,protein tyrosine kinase activity,regulation of apoptotic process,regulation of cell proliferation,regulation of dopamine receptor signaling pathway,response to environmental enrichment,signal transduction,swimming behavior,transmembrane receptor protein tyrosine kinase activity,transmembrane receptor protein tyrosine kinase signaling pathwayAdenocarcinoma;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Brain Diseases;Brain Neoplasms;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Carcinoma, Renal Cell;Cell Transformation, Neoplastic;Central Nervous System Diseases;Central Nervous System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Inflammatory Breast Neoplasms;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Large-Cell, Anaplastic;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoproliferative Disorders;Male Urogenital Diseases;Neoplasm Metastasis;Neoplasm Recurrence, Local;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;NeopATP,Alectinib,Ceritinib,CrizotinibBenign T=0, C=21 T=0.0, C=1.0 0.00001 285.522 21 T=0/0, C=13/8

chr2:30143499 C/C G C SNV ALK ALK:exonic:NM_004304.4 1 100 1 synonymous NM_004304.4c.27C>G p.(=) 0.32 0.07(COSM3749653),0.07(COSM5826170)Glycine rich protein,MAM domain, meprin/A5/mu,Protein kinase domain,Protein tyrosine kinasers4358080 0.0773 YES 1.0 (pos.30143499) adenocarcinomaAnaplastic lymphoma kinase (Ki-1)ATP binding,NF-kappaB-inducing kinase activity,NIK/NF-kappaB signaling,activation of MAPK activity,adult behavior,cell proliferation,extracellular exosome,hippocampus development,identical protein binding,integral component of membrane,integral component of plasma membrane,intracellular,neuron development,peptidyl-tyrosine phosphorylation,phosphorylation,plasma membrane,positive regulation of NF-kappaB transcription factor activity,protein autophosphorylation,protein binding,protein complex,protein tyrosine kinase activity,regulation of apoptotic process,regulation of cell proliferation,regulation of dopamine receptor signaling pathway,response to environmental enrichment,signal transduction,swimming behavior,transmembrane receptor protein tyrosine kinase activity,transmembrane receptor protein tyrosine kinase signaling pathwayAdenocarcinoma;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Brain Diseases;Brain Neoplasms;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Carcinoma, Renal Cell;Cell Transformation, Neoplastic;Central Nervous System Diseases;Central Nervous System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Inflammatory Breast Neoplasms;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Large-Cell, Anaplastic;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoproliferative Disorders;Male Urogenital Diseases;Neoplasm Metastasis;Neoplasm Recurrence, Local;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;NeopATP,Alectinib,Ceritinib,CrizotinibBenign G=0, C=31 G=0.0, C=1.0 0.00001 465.778 31 G=0/0, C=14/17

chr1:211452678 A/A G A SNV RCOR3 RCOR3:intronic:NM_001136223.2 1 100 intronic NM_001136223.2c.720+20G>Ap.? 0.72 ELM2 domain,Myb-like DNA-binding domainrs3767377 0.3928 YES 6.288E-1 (pos.211452678) DNA binding,DNA binding transcription factor activity,negative regulation of transcription from RNA polymerase II promoter,nucleus,protein binding,transcription corepressor activity,transcription factor binding,transcription factor complex,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor complexG=0, A=49 G=0.0, A=1.0 0.00001 831.13 49 G=0/0, A=24/25

chr1:211452728 A/A G A SNV RCOR3 RCOR3:intronic:NM_001136223.2 1 100 intronic NM_001136223.2c.720+70G>Ap.? 0 ELM2 domain,Myb-like DNA-binding domainrs3767378 YES DNA binding,DNA binding transcription factor activity,negative regulation of transcription from RNA polymerase II promoter,nucleus,protein binding,transcription corepressor activity,transcription factor binding,transcription factor complex,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor complexG=0, A=49 G=0.0, A=1.0 0.00001 831.633 49 G=0/0, A=24/25

chr14:78174473 C/C A C SNV

ALKBH1,SLI

RP ALKBH1:upstream:NM_006020.2, SLIRP:exonic:NM_031210.5 1
100

1 synonymous NM_006020.2, NM_031210.5c.-126T>G, c.19A>Cp.?, p.(=) 0.07 0.04(COSM4415403),0.06(COSM3999384)RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs11159286 0.0363 YES 8.221E-1;0.0 (pos.78174473)acute_myeloid_leukaemiaAlkB, E. coli, homolog of, 1,SRA stem loop-interacting RNA-binding protein1-ethyladenine demethylase activity,DNA dealkylation involved in DNA repair,DNA demethylation,DNA repair,DNA-(apurinic or apyrimidinic site) lyase activity,DNA-N1-methyladenine dioxygenase activity,RNA binding,RNA repair,acrosomal vesicle,chemoattractant activity,class I DNA-(apurinic or apyrimidinic site) lyase activity,class III/IV DNA-(apurinic or apyrimidinic site) lyase activity,developmental growth,ferrous iron binding,flagellated sperm motility,in utero embryonic development,intracellular ribonucleoprotein complex,methylcytosine dioxygenase activity,mitochondrion,mitochondrion morphogenesis,negative regulation of mitochondrial RNA catabolic process,negative regulation of neuron apoptotic process,neuron migration,neuron projection development,nuclear euchromatin,nucleic acid binding,nucleus,oxidation-reduction process,oxidative demethylation,oxidative single-stranded DNA demethylation,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, 2-oxoglutarate asA=0, C=31 A=0.0, C=1.0 0.00001 465.725 31 A=0/0, C=9/22

chr11:43911365 C/C T C SNV ALKBH3 ALKBH3:exonic:NM_139178.3 1 100 6 synonymous NM_139178.3c.357T>C p.(=) -2.07 2OG-Fe(II) oxygenase superfamilyrs2434478 0 1.0 (pos.43911365) AlkB, E. coli, homolog of, 3DNA dealkylation involved in DNA repair,DNA repair,DNA-N1-methyladenine dioxygenase activity,L-ascorbic acid binding,RNA N1-methyladenosine dioxygenase activity,cell proliferation,cytosol,dioxygenase activity,ferrous iron binding,mitochondrion,nucleoplasm,nucleus,oxidative single-stranded DNA demethylation,oxidative single-stranded RNA demethylation,protein bindingVitamin C T=0, C=116 T=0.0, C=1.0 0.00001 1854.51 116 T=0/0, C=81/35

chr1:212519292 T/G T G SNV PPP2R5A PPP2R5A:intronic:NM_006243.3 1 57.14 intronic NM_006243.3c.704+17T>Gp.? 1.17 Protein phosphatase 2A regulatory B subunit (B56 family) Protein phosphatase-2, regulatory subunit B (B56), alpha isoformM band,Z disc,chromosome, centromeric region,cytoplasm,cytosol,kinase binding,membrane,negative regulation of lipid kinase activity,negative regulation of protein localization to plasma membrane,nucleus,positive regulation of protein dephosphorylation,protein binding,protein phosphatase regulator activity,protein phosphatase type 2A complex,signal transductionT=21, G=28 T=0.4286, G=0.5714 0.00001 342.296 49 T=8/13, G=15/13

chr1:212616037 G/A G A SNV NENF NENF:intronic:NM_013349.4 1 52.27 intronic NM_013349.4c.238+70G>Ap.? 0.66 Cytochrome b5-like Heme/Steroid binding domainrs377685630 3.00E-04 Neuron-derived neurotrophic factorendomembrane system,extracellular space,growth factor activity,membrane,metal ion binding,negative regulation of appetite,positive regulation of MAPK cascade,regulation of receptor activityG=21, A=23 G=0.4773, A=0.5227 0.00001 260.142 44 G=6/15, A=12/11

chr2:73679866 T/C T C SNV ALMS1 ALMS1:exonic:NM_015120.4 1 51.85 8 missense NM_015120.4c.6209T>C p.Ile2070Thr -0.19 89 0.034 ALMS motif rs10496192 0.1673 YES 5.393E-3 (pos.73679866) Alstrom syndrome geneG2/M transition of mitotic cell cycle,alpha-actinin binding,calcium-mediated signaling,centriole,centrosome,cholesterol homeostasis,ciliary basal body,ciliary basal body-plasma membrane docking,cilium,cilium assembly,cytosol,endosomal transport,epithelial cell proliferation,establishment of planar polarity,fat cell differentiation,glucose homeostasis,inner ear receptor stereocilium organization,intracellular,lipid metabolic process,molecular_function,negative regulation of apoptotic process,negative regulation of multicellular organism growth,ovulation,protein binding,regulation of G2/M transition of mitotic cell cycle,regulation of fat cell differentiation,regulation of stress fiber assembly,retinal rod cell development,sensory perception of sound,spermatid development,spindle poleAbnormalities, Multiple;Alstrom Syndrome;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Heart Diseases;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Retinitis PigmentosaBenign T=13, C=14 T=0.4815, C=0.5185 0.00001 132.665 27 T=8/5, C=4/10

chr1:213032568 A/A T A SNV FLVCR1 FLVCR1:intronic:NM_014053.3 1 100 intronic NM_014053.3c.738+36T>Ap.? -0.05 Major Facilitator Superfamilyrs12023052 0.4994 YES 5.295E-1 (pos.213032568) Feline leukemia virus subgroup C receptor 1blood vessel development,cellular iron ion homeostasis,embryonic digit morphogenesis,embryonic skeletal system morphogenesis,erythrocyte differentiation,erythrocyte maturation,head morphogenesis,heme export,heme transport,heme transporter activity,in utero embryonic development,integral component of membrane,integral component of plasma membrane,mitochondrial membrane,mitochondrial transport,mitochondrion,multicellular organism development,multicellular organism growth,plasma membrane,protein binding,regulation of organ growth,spleen development,transmembrane transport,transport,transporter activityAtaxia;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Nervous System Diseases;Neurologic Manifestations;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaT=0, A=24 T=0.0, A=1.0 0.00001 334.163 24 T=0/0, A=6/18

chr17:6899559 C/G C G SNV

ALOX12,ALO

X12-AS1 ALOX12:exonic:NM_000697.2, ALOX12-AS1:intronic_nc:NR_040089.11
96.77

1 synonymous NR_040089.1, NM_000697.2c.123C>G p.(=) -1.45 0(COSM3749414)Lipoxygenase,PLAT/LH2 domainrs312467 YES 9.821E-1;0.0 (pos.6899559)adenocarcinoma,neoplasmArachidonate 12-lipoxygenaseaging,arachidonate 12-lipoxygenase activity,arachidonic acid metabolic process,cellular response to lipid,cytoplasm,cytosol,establishment of skin barrier,extracellular exosome,fatty acid oxidation,hepoxilin A3 synthase activity,hepoxilin biosynthetic process,hepoxilin metabolic process,hepoxilin-epoxide hydrolase activity,iron ion binding,leukotriene A4 metabolic process,linoleate 13S-lipoxygenase activity,linoleic acid metabolic process,lipoxin A4 biosynthetic process,lipoxin B4 biosynthetic process,lipoxin metabolic process,lipoxygenase pathway,membrane,movement of cell or subcellular component,negative regulation of apoptotic process,negative regulation of muscle cell apoptotic process,negative regulation of platelet aggregation,oxidation-reduction process,oxidoreductase activity, acting on single donors with incorporation of molecular oxygen, incorporation of two atoms of oxygen,positive regulation of angiogenesis,positive regulation of blood vessel diameter,positive regulation of cell adhesion,positive rArthritis;Arthritis, Juvenile;Autoimmune Diseases;Cardiovascular Diseases;Connective Tissue Diseases;Hyperalgesia;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Rheumatic Diseases;Sensation Disorders;Skin Diseases;Skin and Connective Tissue Diseases;Somatosensory Disorders;Vascular DiseasesC=1, G=30 C=0.0323, G=0.9677 0.00001 426.944 31 C=1/0, G=22/8

chr1:213139748 T/G T G SNV VASH2 VASH2:intronic:NM_024749.4 1 100 intronic NM_024749.4c.365+5152T>Gp.? -0.07 Vasohibin rs3738805,rs935491319 0.4214 YES Vasohibin 2 cytoplasm,extracellular region,labyrinthine layer blood vessel development,plasma membrane fusion,positive regulation of angiogenesis,positive regulation of endothelial cell proliferation,syncytium formation by plasma membrane fusionT=0, G=50 T=0.0, G=1.0 0.00001 821.339 50 T=0/0, G=25/25

chr1:213341353 AT/A AT A INDEL RPS6KC1 RPS6KC1:intronic:NM_012424.5 1 58.33 intronic NM_012424.5c.951+37AT>Ap.? -0.15, -0.12 MIT (microtubule interacting and transport) domain,PX domain,Protein kinase domain,Protein tyrosine kinasers900180687 Ribosomal protein S6 kinase C1ATP binding,early endosome,membrane,phosphatidylinositol binding,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,signal transductionAT=10, A=14AT=0.4167, A=0.5833 0.00001 79.0301 24 AT=7/3, A=5/9

chr1:213405414 G/G GGCAACTGAGGATG INDEL RPS6KC1 RPS6KC1:intronic:NM_012424.5 12 100 intronic NM_012424.5c.1093-52GGCAACTGAGGAT>Gp.? 7.79, 6.08, 3.48, 4.56, 1.73, 6.18, 1.18, 4.06, 3.63, 6.0, 7.79, 5.89, 3.67MIT (microtubule interacting and transport) domain,PX domain,Protein kinase domain,Protein tyrosine kinasers11271079,rs398053791,rs74139159,rs746523449,rs7591116750.3118 YES 0.0 (pos.213405422),9.921E-4 (pos.213405417)Ribosomal protein S6 kinase C1ATP binding,early endosome,membrane,phosphatidylinositol binding,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,signal transductionGGCAACTGAGGAT=0, G=58GGCAACTGAGGAT=0.0, G=1.00.00001 887.69 58 GGCAACTGAGGAT=0/0, G=31/27

chr1:214491536 C/C G C SNV SMYD2 SMYD2:intronic:NM_020197.2 1 100 intronic NM_020197.2c.409+54G>Cp.? -0.11 MYND finger,SET domain,Tetratricopeptide repeatrs55760458 0.3341 YES SET and MYND domain-containing protein 2RNA polymerase II core binding,cytoplasm,cytosol,heart development,histone H3-K36 methylation,histone methyltransferase activity (H3-K36 specific),histone-lysine N-methyltransferase activity,lysine N-methyltransferase activity,metal ion binding,negative regulation of cell proliferation,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,p53 binding,peptidyl-lysine dimethylation,peptidyl-lysine monomethylation,protein binding,protein-lysine N-methyltransferase activity,regulation of DNA damage response, signal transduction by p53 class mediator,regulation of signal transduction by p53 class mediator,transcription, DNA-templatedG=0, C=34 G=0.0, C=1.0 0.00001 524.186 34 G=0/0, C=16/18

chr4:113352628 A/G A G SNV ALPK1 ALPK1:exonic:NM_001102406.1 1 57.14 11 missense NM_001102406.1c.1925A>G p.His642Arg 0.25 0.51 29 0 Alpha-kinase familyrs13148353 0.3429 YES 7.159E-1 (pos.113352628) Alpha-kinase 1ATP binding,cytoplasm,kinase activity,phosphorylation,protein phosphorylation,protein serine/threonine kinase activityNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=42, G=56 A=0.4286, G=0.5714 0.00001 673.819 98 A=22/20, G=27/29

chr1:214637881 AG/AG A AG INDEL PTPN14 PTPN14:intronic:NM_005401.4 1 100 intronic NM_005401.4c.174+92T>CTp.? -0.44 Dual specificity phosphatase, catalytic domain,FERM C-terminal PH-like domain,FERM N-terminal domain,FERM central domain,Protein-tyrosine phosphataseProtein tyrosine phosphatase, nonreceptor-type, 14cytoplasm,cytoskeleton,lymphangiogenesis,negative regulation of cell proliferation,nucleoplasm,nucleus,peptidyl-tyrosine dephosphorylation,protein binding,protein dephosphorylation,protein tyrosine phosphatase activity,receptor tyrosine kinase binding,regulation of protein export from nucleus,regulation of transcription, DNA-templated,transcription cofactor activity,transcription, DNA-templatedEar Diseases;Hearing Disorders;Hearing Loss;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neuroblastoma;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, Peripheral;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersA=0, AG=28 A=0.0, AG=1.0 0.00001 348.249 28 A=0/0, AG=18/10

chr4:113359703 A/G A G SNV ALPK1 ALPK1:exonic:NM_001102406.1 1 45.45 13 synonymous NM_001102406.1c.3252A>G p.(=) -0.44 0.05(COSM4158752)Alpha-kinase familyrs231247 0.3442 YES 7.173E-1 (pos.113359703)neoplasm Alpha-kinase 1ATP binding,cytoplasm,kinase activity,phosphorylation,protein phosphorylation,protein serine/threonine kinase activityNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=12, G=10 A=0.5455, G=0.4545 0.00001 81.7625 22 A=7/5, G=5/5

chr18:56247180 C/C T C SNV ALPK2 ALPK2:exonic:NM_052947.3 1 100 4 synonymous NM_052947.3c.828A>G p.(=) -0.36 0.01(COSM3756178)Alpha-kinase family,Immunoglobulin I-set domain,Immunoglobulin domainrs9958735 0.4988 YES 6.077E-1;0.0 (pos.56247180)adenocarcinoma,neoplasm ATP binding,cytoplasm,protein phosphorylation,protein serine/threonine kinase activityT=0, C=175 T=0.0, C=1.0 0.00001 2881.01 175 T=0/0, C=95/80

chr1:216370130 G/G T G SNV USH2A USH2A:intronic:NM_206933.2 1 100 intronic NM_206933.2c.4082-66A>Cp.? -0.17 Concanavalin A-like lectin/glucanases superfamily,Fibronectin type III domain,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs386851 YES Usherin USH2 complex,apical plasma membrane,basement membrane,ciliary basal body,collagen binding,cytoplasm,establishment of protein localization,hair cell differentiation,inner ear receptor cell differentiation,integral component of membrane,maintenance of animal organ identity,myosin binding,periciliary membrane compartment,photoreceptor cell maintenance,photoreceptor connecting cilium,photoreceptor inner segment,protein binding,protein homodimerization activity,response to stimulus,sensory perception of light stimulus,sensory perception of sound,stereocilia ankle link complex,stereocilium bundle,stereocilium membrane,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Leber Congenital Amaurosis;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersT=0, G=50 T=0.0, G=1.0 0.00001 852.261 50 T=0/0, G=20/30

chr18:56247567 G/G A G SNV ALPK2 ALPK2:exonic:NM_052947.3 1 100 4 synonymous NM_052947.3c.441T>C p.(=) -0.34 0.03(COSM3756179)Alpha-kinase family,Immunoglobulin I-set domain,Immunoglobulin domainrs9956630 0.498 YES 6.072E-1 (pos.56247567) adenocarcinoma,neoplasm ATP binding,cytoplasm,protein phosphorylation,protein serine/threonine kinase activityA=0, G=29 A=0.0, G=1.0 0.00001 427.586 29 A=0/0, G=16/13

chr18:56204250 A/C A C SNV ALPK2 ALPK2:exonic:NM_052947.3 1 52.27 5 missense NM_052947.3c.3169T>G p.Leu1057Val -0.23 0.01 32 0.675 0.06(COSM4999545)Alpha-kinase family,Immunoglobulin I-set domain,Immunoglobulin domainrs3809976 0.2316 YES 7.845E-1 (pos.56204250) ductal_carcinoma ATP binding,cytoplasm,protein phosphorylation,protein serine/threonine kinase activityA=21, C=23 A=0.4773, C=0.5227 0.00001 260.156 44 A=10/11, C=14/9

chr1:21799489 C/C T C SNV NBPF3 NBPF3:intronic:NM_032264.4 1 100 intronic NM_032264.4c.734+81T>Cp.? -3.69 Repeat of unknown function (DUF1220)rs1971327 YES Neuroblastoma breakpoint family, member 3cytoplasm,positive regulation of protein targeting to mitochondrionT=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=7/16

chr1:21801346 A/A G A SNV NBPF3 NBPF3:intronic:NM_032264.4 1 100 intronic NM_032264.4c.941-47G>Ap.? 0.22 Repeat of unknown function (DUF1220)rs7531217 0.2213 YES 8.079E-1 (pos.21801346) Neuroblastoma breakpoint family, member 3cytoplasm,positive regulation of protein targeting to mitochondrionG=0, A=21 G=0.0, A=1.0 0.00001 281.215 21 G=0/0, A=6/15

chr1:21805730 G/G A G SNV NBPF3 NBPF3:intronic:NM_032264.4 1 100 intronic NM_032264.4c.1157-112A>Gp.? -0.5 Repeat of unknown function (DUF1220)rs2316504 YES Neuroblastoma breakpoint family, member 3cytoplasm,positive regulation of protein targeting to mitochondrionA=0, G=81 A=0.0, G=1.0 0.00001 1309.45 81 A=0/0, G=51/30

chr18:56203891 G/T G T SNV ALPK2 ALPK2:exonic:NM_052947.3 1 50 5 synonymous NM_052947.3c.3528C>A p.(=) -0.32 0.01(COSM4827881)Alpha-kinase family,Immunoglobulin I-set domain,Immunoglobulin domainrs3809978 0.2319 YES 7.827E-1 (pos.56203891) squamous_cell_carcinoma ATP binding,cytoplasm,protein phosphorylation,protein serine/threonine kinase activityG=21, T=21 G=0.5, T=0.5 0.00001 228.879 42 G=16/5, T=8/13

chr1:21928344 G/G C G SNV RAP1GAP RAP1GAP:intronic:NM_001145658.2 1 100 intronic NM_001145658.2c.1731-54G>Cp.? 0.01 GoLoco motif,Rap/ran-GAPrs2275366 YES GTPase activator activity,GTPase activity,GTPase regulator activity,Golgi membrane,Ras GTPase binding,axon,axon guidance,cellular response to glial cell derived neurotrophic factor,cytosol,dendrite,early endosome,membrane,negative regulation of GTP binding,negative regulation of microvillus assembly,negative regulation of neuron differentiation,negative regulation of thyroid gland epithelial cell proliferation,neuronal cell body,positive regulation of GTPase activity,protein binding,protein homodimerization activity,regulation of GTPase activity,regulation of catalytic activity,regulation of small GTPase mediated signal transduction,signal transductionDigestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Pancreatic Diseases;Pancreatic Neoplasms;Thyroid Diseases;Thyroid NeoplasmsC=0, G=47 C=0.0, G=1.0 0.00001 776.955 47 C=0/0, G=19/28

chr1:219383867 C/C T C SNV LYPLAL1 LYPLAL1:intronic:NM_138794.4 1 100 intronic NM_138794.4c.362-7T>C p.? 1.1 Dienelactone hydrolase family,Phospholipase/Carboxylesterase,Putative esterasers940571 3.00E-04 YES 1.0 (pos.219383867) Lysophospholipase-like 1biological_process,carboxylic ester hydrolase activity,cytoplasm,cytosol,extracellular exosome,lysophospholipase activity,palmitoyl-(protein) hydrolase activity,protein depalmitoylationT=0, C=79 T=0.0, C=1.0 0.00001 1239.52 79 T=0/0, C=32/47

chr18:56203898 T/G T G SNV ALPK2 ALPK2:exonic:NM_052947.3 1 50 5 missense NM_052947.3c.3521A>C p.His1174Pro -0.33 0.25 77 0.937 Alpha-kinase family,Immunoglobulin I-set domain,Immunoglobulin domainrs3809977 0.2324 YES 7.826E-1;0.0 (pos.56203898) ATP binding,cytoplasm,protein phosphorylation,protein serine/threonine kinase activityT=21, G=21 T=0.5, G=0.5 0.00001 228.879 42 T=16/5, G=8/13

chr1:21889635 C/C T C SNV ALPL ALPL:exonic:NM_000478.5 1 100 5 synonymous NM_000478.5c.330T>C p.(=) -0.92 0.01(COSM3746801)Alkaline phosphatasers1780316,rs200166222 0.0507 YES 9.878E-1 (pos.21889635) Ewings_sarcoma-peripheral_primitive_neuroectodermal_tumour,hepatocellular_carcinomaAlkaline phosphatase, liver/bone/kidneyC-terminal protein lipidation,alkaline phosphatase activity,anchored component of membrane,cellular response to organic cyclic compound,cementum mineralization,dephosphorylation,developmental process involved in reproduction,endochondral ossification,extracellular exosome,extracellular membrane-bounded organelle,extracellular region,integral component of membrane,membrane,metal ion binding,osteoblast differentiation,phosphatase activity,plasma membrane,protein binding,proteinaceous extracellular matrix,pyrophosphatase activity,response to antibiotic,response to glucocorticoid,response to lipopolysaccharide,response to vitamin D,skeletal system developmentAlveolar Bone Loss;Bone Diseases;Bone Resorption;Brain Diseases;Calcinosis;Calcium Metabolism Disorders;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Endocrine System Diseases;Epilepsy;Genetic Diseases, Inborn;Hyperparathyroidism;Hyperparathyroidism, Secondary;Hypophosphatasia;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Mouth Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Parathyroid Diseases;Periodontal Atrophy;Periodontal Diseases;Seizures;Stomatognathic Diseases;Tooth Demineralization;Tooth DiseasesAmifostine,FospropofolBenign T=0, C=36 T=0.0, C=1.0 0.00001 563.743 36 T=0/0, C=21/15

chr1:22013771 A/A G A SNV USP48 USP48:intronic:NM_032236.7 1 100 intronic NM_032236.7c.3010-39C>Tp.? -0.92 Ubiquitin carboxyl-terminal hydrolasers10493008 0.4398 YES 6.832E-1 (pos.22013771) Ubiquitin-specific peptidase 48cytosol,mitochondrion,nucleoplasm,protein deubiquitination,proteolysis,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersG=0, A=34 G=0.0, A=1.0 0.00001 523.724 34 G=0/0, A=14/20

chr1:220205943 A/A G A SNV

EPRS,RNU5F-

1 RNU5F-1:intronic_nc:NR_002753.5, EPRS:intronic:NM_004446.2 1
100

intronic NR_002753.5, NM_004446.2c.389-75C>Tp.? 0.14 Anticodon binding domain,Glutathione S-transferase, C-terminal domain,Prolyl-tRNA synthetase, C-terminal,WHEP-TRS domain,tRNA synthetase class II core domain (G, H, P, S and T),tRNA synthetases class I (E and Q), anti-codon binding domain,tRNA synthetases class I (E and Q), catalytic domainrs2789816 YES Glutamyl-prolyl-tRNA synthetaseATP binding,GAIT complex,GTPase binding,RNA stem-loop binding,aminoacyl-tRNA synthetase multienzyme complex,cellular response to interferon-gamma,cytoplasm,cytosol,glutamate-tRNA ligase activity,glutamyl-tRNA aminoacylation,identical protein binding,intracellular ribonucleoprotein complex,ligase activity,membrane,negative regulation of translation,proline-tRNA ligase activity,prolyl-tRNA aminoacylation,protein binding,protein complex assembly,protein homodimerization activity,tRNA aminoacylation for protein translation,zinc ion binding'5'-O-(N-(L-Alanyl)-Sulfamoyl)Adenosine,'5'-O-(N-(L-Prolyl)-Sulfamoyl)Adenosine,5'-O-(N-(L-Cysteinyl)-Sulfamoyl)Adenosine,Glutamic Acid,L-ProlineG=0, A=43 G=0.0, A=1.0 0.00001 704.114 43 G=0/0, A=21/22

chr1:22032472 AT/AT A AT INDEL USP48 USP48:intronic:NM_032236.7 1 100 intronic NM_032236.7c.2274-142T>ATp.? 0.55 Ubiquitin carboxyl-terminal hydrolasers11426922,rs397764126 Ubiquitin-specific peptidase 48cytosol,mitochondrion,nucleoplasm,protein deubiquitination,proteolysis,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersA=0, AT=60 A=0.0, AT=1.0 0.00001 677.576 60 A=0/0, AT=5/55

chr1:220789236 T/T C T SNV MARK1 MARK1:intronic:NM_018650.4 1 100 intronic NM_018650.4c.496-45C>Tp.? -3.98 Kinase associated domain 1,Kinase-like,Protein kinase domain,Protein tyrosine kinase,UBA/TS-N domainrs2786599 7.00E-04 YES 1.0 (pos.220789236) MAP/microtubule affinity-regulating kinase 1ATP binding,Wnt signaling pathway,cytoplasm,cytoskeleton,cytoskeleton organization,establishment of cell polarity,intracellular signal transduction,magnesium ion binding,microtubule cytoskeleton,microtubule cytoskeleton organization,neuron migration,phosphatidic acid binding,phosphatidylinositol-4,5-bisphosphate binding,phosphatidylserine binding,plasma membrane,protein phosphorylation,protein serine/threonine kinase activity,tau-protein kinase activityAutistic Disorder;Child Development Disorders, Pervasive;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Site;Neurodevelopmental Disorders;Stomach Diseases;Stomach NeoplasmsC=0, T=40 C=0.0, T=1.0 0.00001 644.254 40 C=0/0, T=16/24

chr2:233245141 C/C T C SNV ALPP ALPP:exonic:NM_001632.4 1 100 7 synonymous NM_001632.4c.804T>C p.(=) -4.44 Alkaline phosphatasers2260309 0.4952 YES 7.911E-1;0.0 (pos.233245141) Alkaline phosphatase, placental (Regan isozyme)alkaline phosphatase activity,anchored component of membrane,cell surface,dephosphorylation,integral component of membrane,magnesium ion binding,plasma membrane,protein binding,zinc ion bindingMETHYL-PHOSPHONIC ACID MONO-(4-NITRO-PHENYL) ESTERT=0, C=39 T=0.0, C=1.0 0.00001 613.135 39 T=0/0, C=14/25

chr1:221055463 A/A G A SNV HLX HLX:intronic:NM_021958.3 1 100 intronic NM_021958.3c.773-43G>Ap.? -3.8 Homeobox domainrs2247213 0.3523 YES 6.702E-2 (pos.221055463) cell differentiation,embryonic digestive tract morphogenesis,enteric nervous system development,liver development,multicellular organism development,negative regulation of T-helper 2 cell differentiation,nucleus,positive regulation of T-helper 1 cell differentiation,positive regulation of cell proliferation,positive regulation of organ growth,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,skeletal muscle tissue development,transcription, DNA-templatedG=0, A=43 G=0.0, A=1.0 0.00001 705.839 43 G=0/0, A=23/20

chr2:202625615 T/T C T SNV ALS2 ALS2:exonic:NM_020919.3 1 100 4 missense NM_020919.3c.1102G>A p.Val368Met -2.36 0.13 21 0 MORN repeat,Regulator of chromosome condensation (RCC1) repeat,RhoGEF domain,Vacuolar sorting protein 9 (VPS9) domainrs3219156 0.1016 YES 9.999E-1 (pos.202625615) Alsin Rab GTPase binding,Rab guanyl-nucleotide exchange factor activity,Rac guanyl-nucleotide exchange factor activity,Rac protein signal transduction,Rho guanyl-nucleotide exchange factor activity,axon,axonogenesis,behavioral fear response,cell death,centrosome,cytosol,dendrite,dendritic spine,early endosome,endosomal transport,endosome organization,growth cone,guanyl-nucleotide exchange factor activity,in utero embryonic development,intracellular membrane-bounded organelle,lamellipodium,locomotory behavior,membrane,neuromuscular junction development,neuron projection morphogenesis,neuronal cell body,positive regulation of GTPase activity,positive regulation of Rac protein signal transduction,positive regulation of protein kinase activity,positive regulation of protein serine/threonine kinase activity,postsynaptic density,protein binding,protein complex,protein homodimerization activity,protein localization,protein serine/threonine kinase activator activity,receptor recycling,regulation of Rho protein signal transAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Proteostasis Deficiencies;Spastic Paraplegia, Hereditary;Spinal Cord Diseases;TDP-43 ProteinopathiesBenign C=0, T=78 C=0.0, T=1.0 0.00001 1249.34 78 C=0/0, T=40/38

chr11:44297054 C/C T C SNV ALX4 ALX4:exonic:NM_021926.3 1 100 2 synonymous NM_021926.3c.621A>G p.(=) -6.83 0.01(COSM4145711)Homeobox domain,OAR domainrs10769028 2.00E-04 9.999E-1;0.0 (pos.44297054)neoplasm Aristaless-like 4, mouse, homolog ofDNA binding,HMG box domain binding,RNA polymerase II regulatory region sequence-specific DNA binding,anterior/posterior pattern specification,digestive tract development,embryonic digit morphogenesis,embryonic forelimb morphogenesis,embryonic hindlimb morphogenesis,embryonic skeletal system morphogenesis,hair follicle development,muscle organ development,nucleus,palate development,positive regulation of transcription from RNA polymerase II promoter,post-embryonic development,protein heterodimerization activity,regulation of apoptotic process,skeletal system development,transcription factor complex,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingBone Diseases;Bone Diseases, Developmental;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Encephalocele;Exostoses;Exostoses, Multiple Hereditary;Genetic Diseases, Inborn;Hyperostosis;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Osteochondrodysplasias;Osteochondroma;Osteochondromatosis;PolydactylyBenign T=0, C=58 T=0.0, C=1.0 0.00001 870.82 58 T=0/0, C=34/24

chr12:96346594 C/C T C SNV AMDHD1 AMDHD1:exonic:NM_152435.2 1 100 2 synonymous NM_152435.2c.237T>C p.(=) -0.06 Amidohydrolase familyrs1982138 0.2411 YES 4.401E-1 (pos.96346594) cytosol,histidine catabolic process,histidine catabolic process to glutamate and formamide,histidine catabolic process to glutamate and formate,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in cyclic amides,imidazolonepropionase activity,metal ion binding,molecular_functionT=0, C=59 T=0.0, C=1.0 0.00001 885.286 59 T=0/0, C=19/40

chr19:2249477 T/T G T SNV AMH,SF3A2 SF3A2:downstream:NM_007165.4, AMH:exonic:NM_000479.4 1 100 1 missense NM_007165.4, NM_000479.4c.*932G>T, c.146G>Tp.?, p.Ser49Ile 2.14 0.04 142 0.838 0.42(COSM4131575)Anti-Mullerian hormone, N terminal region,Transforming growth factor beta like domainrs10407022 0.169 YES 6.45E-1 (pos.2249477) neoplasm Anti-Mullerian hormone,Splicing factor 3a, subunit 2, 66kDBMP signaling pathway,Mullerian duct regression,RNA binding,RNA splicing,U2 snRNP,U2-type prespliceosome,aging,catalytic step 2 spliceosome,cell-cell signaling,extracellular region,extracellular space,gonadal mesoderm development,growth factor activity,hormone activity,mRNA 3'-splice site recognition,mRNA processing,mRNA splicing, via spliceosome,negative regulation of ovarian follicle development,nuclear speck,nucleic acid binding,nucleoplasm,nucleus,positive regulation of NF-kappaB transcription factor activity,positive regulation of gene expression,positive regulation of neuron projection development,preantral ovarian follicle growth,protein binding,receptor binding,regulation of receptor activity,response to drug,response to organic cyclic compound,sex determination,sex differentiation,small nuclear ribonucleoprotein complex,spliceosomal complex,transforming growth factor beta receptor binding,urogenital system development,zinc ion binding46, XY Disorders of Sex Development;Adnexal Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Ovarian Diseases;Urogenital AbnormalitiesG=0, T=36 G=0.0, T=1.0 0.00001 563.744 36 G=0/0, T=19/17

chr14:103388999 C/C T C SNV AMN AMN:utr_5:NM_030943.3 1 100 1 utr_5 NM_030943.3c.-27T>C p.? -3.59 Amnionless rs2295828 0.4825 YES 2.283E-1;0.0;0.0 (pos.103388999) ATP-binding cassette, subfamily D, member 1,Amnionless, mouse, homolog ofGolgi to plasma membrane protein transport,apical plasma membrane,brush border membrane,clathrin-coated pit,cobalamin metabolic process,cobalamin transport,endocytic vesicle,endosome membrane,excretion,extracellular exosome,extracellular space,high-density lipoprotein particle clearance,integral component of membrane,multicellular organism development,plasma membrane,protein complex,receptor binding,receptor-mediated endocytosisAcute Kidney Injury;Anemia;Anemia, Macrocytic;Anemia, Megaloblastic;Avitaminosis;Deficiency Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Kidney Diseases;Malabsorption Syndromes;Male Urogenital Diseases;Malnutrition;Metabolic Diseases;Nervous System Diseases;Neurogenic Inflammation;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Proteinuria;Renal Insufficiency;Urination Disorders;Urologic Diseases;Vitamin B 12 Deficiency;Vitamin B DeficiencyCyanocobalamin,HydroxocobalaminT=0, C=88 T=0.0, C=1.0 0.00001 1451.91 88 T=0/0, C=48/40

chr3:134077470 G/G C G SNV AMOTL2 AMOTL2:exonic:NM_016201.3 1 100 9 missense NM_016201.3c.2196G>C p.Glu732Asp -2.81 1 45 0 0.02(COSM4407384)Angiomotin C terminalrs1353776 0.343 YES 9.218E-1;0.0 (pos.134077470)hepatocellular_carcinomaAngiomotin-like 2Wnt signaling pathway,apical plasma membrane,bicellular tight junction,cytosol,hippo signaling,identical protein binding,protein binding,recycling endosomeC=0, G=44 C=0.0, G=1.0 0.00001 726.443 44 C=0/0, G=22/22

chr1:110170896 C/C T C SNV AMPD2 AMPD2:exonic:NM_001257360.1 1 100 11 synonymous NM_001257360.1c.1434T>C p.(=) -0.77 0.12(COSM4142108),0.12(COSM4142109)Adenosine/AMP deaminasers863978 0.3526 YES 9.82E-1 (pos.110170896) ductal_carcinoma,neoplasmAdenosine monophosphate deaminase-2, isoform LAMP deaminase activity,IMP biosynthetic process,IMP salvage,cellular_component,cyclic purine nucleotide metabolic process,cytosol,energy homeostasis,metal ion binding,protein binding,purine-containing compound salvageT=0, C=45 T=0.0, C=1.0 0.00001 747.392 45 T=0/0, C=29/16

chr4:71388551 A/G A G SNV AMTN AMTN:exonic:NM_212557.3 1 45.52 3 missense NM_212557.3c.134A>G p.Asn45Ser -0.25 0.09 46 0.102 0.38(COSM3760718)Amelotin rs7660807 0.0821 YES 1.96E-1;0.0 (pos.71388551)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,rhabdomyosarcomaAmelotin basal lamina,biomineral tissue development,cell adhesion,cell-cell junction,cellular protein metabolic process,endoplasmic reticulum lumen,molecular_function,odontogenesis of dentin-containing tooth,positive regulation of biomineral tissue development,positive regulation of enamel mineralization,post-translational protein modification,protein binding,proteinaceous extracellular matrixA=73, G=61 A=0.5448, G=0.4552 0.00001 630.549 134 A=38/35, G=24/37

chr17:66246416 G/G A G SNV AMZ2 AMZ2:exonic:NM_001033571.1 1 100 3 missense NM_001033571.1c.88A>G p.Asn30Asp 0.39 1 23 0 0.01(COSM4000271),0.01(COSM4000272)Peptidase family M54rs3213690 0.3264 YES 7.766E-1 (pos.66246416) acute_myeloid_leukaemia,carcinoma,neoplasmArchaelysin family metallopeptidase 2cellular_component,metallopeptidase activity,peptidase activity,proteolysis,zinc ion bindingA=0, G=100 A=0.0, G=1.0 0.00001 1702.26 100 A=0/0, G=58/42

chr8:6378763 T/T C T SNV

ANGPT2,MC

PH1 ANGPT2:exonic:NM_001147.2, MCPH1:intronic:NM_024596.4 1
100

4 synonymous NM_024596.4, NM_001147.2c.2214+21313C>T, c.735G>Ap.?, p.(=) 0.03 BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Fibrinogen beta and gamma chains, C-terminal globular domain,Microcephalin protein,twin BRCT domainrs3020221 0.3807 YES 2.312E-1 (pos.6378763) Angiopoietin 2,MicrocephalinTie signaling pathway,angiogenesis,animal organ regeneration,bone development,cell projection,cellular response to growth factor stimulus,cerebral cortex development,cytoplasm,establishment of mitotic spindle orientation,extracellular region,extracellular space,germ cell development,glomerulus vasculature development,identical protein binding,leukocyte migration,maternal process involved in female pregnancy,metal ion binding,microtubule organizing center,mitotic cell cycle arrest,negative regulation of angiogenesis,negative regulation of blood vessel endothelial cell migration,negative regulation of cell-substrate adhesion,negative regulation of positive chemotaxis,negative regulation of transcription from RNA polymerase II promoter,neuronal stem cell population maintenance,nucleoplasm,nucleus,plasma membrane,positive regulation of angiogenesis,protein binding,protein localization to centrosome,receptor binding,receptor tyrosine kinase binding,regulation of centrosome cycle,regulation of chromosome condensatiBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Diabetes Mellitus;Digestive System Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Heart Diseases;Hemangiosarcoma;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective and Soft Tissue;Neoplasms, Glandular and Epithelial;Neoplasms, Vascular Tissue;Nephritis;Nervous System Diseases;Nervous System Malformations;Retinal Diseases;Sarcoma;Urologic Diseases;Vascular DiseasesLikely benign C=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=14/6

chr1:22174426 G/G T G SNV HSPG2 HSPG2:intronic:NM_005529.6 1 100 intronic NM_005529.6c.7873+25A>Cp.? 0 EGF-like domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Laminin B (Domain IV),Laminin EGF domain,Laminin G domain,Low-density lipoprotein receptor domain class Ars2290501 0.3108 YES 1.72E-1 (pos.22174426) Heparan sulfate proteoglycan of basement membrane (perlecan)Golgi lumen,angiogenesis,basement membrane,brain development,calcium ion binding,cardiovascular system development,cell differentiation,cell growth,cellular protein metabolic process,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,inflammatory response,lipid metabolic process,low-density lipoprotein particle receptor binding,lysosomal lumen,negative regulation of angiogenesis,plasma membrane,plasma membrane protein complex,protein C-terminus binding,protein binding,receptor-mediated endocytosis,retinoid metabolic processBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Osteochondrodysplasias;Schizophrenia, ChildhoodPalifermin T=0, G=55 T=0.0, G=1.0 0.00001 814.874 55 T=0/0, G=20/35

chr1:22199081 T/T A T SNV HSPG2 HSPG2:intronic:NM_005529.6 1 100 intronic NM_005529.6c.4029+32T>Ap.? -0.48 EGF-like domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Laminin B (Domain IV),Laminin EGF domain,Laminin G domain,Low-density lipoprotein receptor domain class Ars2501266 7.00E-04 1.0 (pos.22199081) Heparan sulfate proteoglycan of basement membrane (perlecan)Golgi lumen,angiogenesis,basement membrane,brain development,calcium ion binding,cardiovascular system development,cell differentiation,cell growth,cellular protein metabolic process,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,inflammatory response,lipid metabolic process,low-density lipoprotein particle receptor binding,lysosomal lumen,negative regulation of angiogenesis,plasma membrane,plasma membrane protein complex,protein C-terminus binding,protein binding,receptor-mediated endocytosis,retinoid metabolic processBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Osteochondrodysplasias;Schizophrenia, ChildhoodPalifermin A=0, T=45 A=0.0, T=1.0 0.00001 747.351 45 A=0/0, T=32/13

chr1:22208030 C/T C T SNV HSPG2 HSPG2:intronic:NM_005529.6 1 95.45 intronic NM_005529.6c.1655-35G>Ap.? -0.49 EGF-like domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Laminin B (Domain IV),Laminin EGF domain,Laminin G domain,Low-density lipoprotein receptor domain class Ars921847 0.0163 YES 1.0 (pos.22208030) Heparan sulfate proteoglycan of basement membrane (perlecan)Golgi lumen,angiogenesis,basement membrane,brain development,calcium ion binding,cardiovascular system development,cell differentiation,cell growth,cellular protein metabolic process,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,inflammatory response,lipid metabolic process,low-density lipoprotein particle receptor binding,lysosomal lumen,negative regulation of angiogenesis,plasma membrane,plasma membrane protein complex,protein C-terminus binding,protein binding,receptor-mediated endocytosis,retinoid metabolic processBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Osteochondrodysplasias;Schizophrenia, ChildhoodPalifermin Benign C=1, T=21 C=0.0455, T=0.9545 0.00001 271.505 22 C=1/0, T=6/15

chr1:22211222 C/C T C SNV HSPG2 HSPG2:intronic:NM_005529.6 1 100 intronic NM_005529.6c.1507+38A>Gp.? -0.99 EGF-like domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Laminin B (Domain IV),Laminin EGF domain,Laminin G domain,Low-density lipoprotein receptor domain class Ars4654994 0.0652 YES 9.639E-1 (pos.22211222) Heparan sulfate proteoglycan of basement membrane (perlecan)Golgi lumen,angiogenesis,basement membrane,brain development,calcium ion binding,cardiovascular system development,cell differentiation,cell growth,cellular protein metabolic process,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,inflammatory response,lipid metabolic process,low-density lipoprotein particle receptor binding,lysosomal lumen,negative regulation of angiogenesis,plasma membrane,plasma membrane protein complex,protein C-terminus binding,protein binding,receptor-mediated endocytosis,retinoid metabolic processBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Osteochondrodysplasias;Schizophrenia, ChildhoodPalifermin T=0, C=37 T=0.0, C=1.0 0.00001 583.384 37 T=0/0, C=21/16

chr8:6389889 A/A C A SNV

ANGPT2,MC

PH1 ANGPT2:exonic:NM_001147.2, MCPH1:intronic:NM_024596.4 1
100

2 synonymous NM_024596.4, NM_001147.2c.2214+32439C>A, c.408G>Tp.?, p.(=) -1.8 0.02(COSM4163037),0.02(COSM4163038),0.04(COSM3763369),0.04(COSM3763370)BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Fibrinogen beta and gamma chains, C-terminal globular domain,Microcephalin protein,twin BRCT domainrs6559167 0.4506 YES 4.607E-1;4.022E-1;0.0 (pos.6389889)adenocarcinoma,neoplasm,osteosarcoma,squamous_cell_carcinomaAngiopoietin 2,MicrocephalinTie signaling pathway,angiogenesis,animal organ regeneration,bone development,cell projection,cellular response to growth factor stimulus,cerebral cortex development,cytoplasm,establishment of mitotic spindle orientation,extracellular region,extracellular space,germ cell development,glomerulus vasculature development,identical protein binding,leukocyte migration,maternal process involved in female pregnancy,metal ion binding,microtubule organizing center,mitotic cell cycle arrest,negative regulation of angiogenesis,negative regulation of blood vessel endothelial cell migration,negative regulation of cell-substrate adhesion,negative regulation of positive chemotaxis,negative regulation of transcription from RNA polymerase II promoter,neuronal stem cell population maintenance,nucleoplasm,nucleus,plasma membrane,positive regulation of angiogenesis,protein binding,protein localization to centrosome,receptor binding,receptor tyrosine kinase binding,regulation of centrosome cycle,regulation of chromosome condensatiBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Diabetes Mellitus;Digestive System Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Heart Diseases;Hemangiosarcoma;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective and Soft Tissue;Neoplasms, Glandular and Epithelial;Neoplasms, Vascular Tissue;Nephritis;Nervous System Diseases;Nervous System Malformations;Retinal Diseases;Sarcoma;Urologic Diseases;Vascular DiseasesLikely benign C=0, A=31 C=0.0, A=1.0 0.00001 465.662 31 C=0/0, A=17/14

chr8:41585438 A/A G A SNV ANK1 ANK1:exonic:NM_001142446.1 1 100 4 synonymous NM_001142446.1c.414C>T p.(=) -0.65 0.12(COSM3763345),0.12(COSM3763346)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,ZU5 domainrs2304871 0.2795 YES 1.949E-1 (pos.41585438) adenocarcinomaAnkyrin-1, erythrocyticATPase binding,ER to Golgi vesicle-mediated transport,M band,Z disc,axolemma,basolateral plasma membrane,cytoskeletal adaptor activity,cytoskeleton,cytoskeleton organization,cytosol,enzyme binding,exocytosis,maintenance of epithelial cell apical/basal polarity,nucleus,plasma membrane,positive regulation of organelle organization,postsynaptic membrane,protein binding,protein localization to plasma membrane,sarcolemma,sarcoplasmic reticulum,signal transduction,spectrin binding,spectrin-associated cytoskeleton,structural constituent of cytoskeleton,structural molecule activityAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Spherocytosis, Hereditary;Vascular DiseasesBenign/Likely benignG=0, A=78 G=0.0, A=1.0 0.00001 1249.34 78 G=0/0, A=40/38

chr10:61868716 A/A C A SNV ANK3 ANK3:exonic:NM_020987.4 1 100 27 synonymous NM_020987.4c.3045G>T p.(=) -2.37 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,ZU5 domainrs3750800 0.3264 YES 6.08E-2;0.0 (pos.61868716) Ankyrin-3, node of RanvierER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi to plasma membrane protein transport,T-tubule,Z disc,axon initial segment,axonogenesis,basal plasma membrane,basolateral plasma membrane,bicellular tight junction,cadherin binding,cell surface,cellular response to magnesium ion,costamere,cytoskeletal anchoring at plasma membrane,cytoskeletal protein binding,cytosol,dendrite,endoplasmic reticulum,establishment of protein localization,intercalated disc,ion channel binding,lateral plasma membrane,lysosome,magnesium ion homeostasis,maintenance of protein location in plasma membrane,membrane assembly,mitotic cytokinesis,negative regulation of delayed rectifier potassium channel activity,neuromuscular junction,neuromuscular junction development,neuron projection,neuronal action potential,node of Ranvier,plasma membrane,plasma membrane organization,positive regulation of cation channel activity,positive regulation of cell communication by electrical coupling,positive regulation of gene expression,positive Amyotrophic Lateral Sclerosis;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Central Nervous System Diseases;Epilepsy;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Spinal Cord Diseases;Status Epilepticus;TDP-43 ProteinopathiesLikely benign C=0, A=58 C=0.0, A=1.0 0.00001 867.385 58 C=0/0, A=34/24

chr1:222751034 T/C T C SNV TAF1A TAF1A:intronic:NM_001201536.1 1 97.3 intronic NM_001201536.1c.406-49A>Gp.? -1.04 TAF RNA Polymerase I subunit Ars2936033 0.2955 YES 5.73E-1 (pos.222751034) TATA box-binding protein-associated factor 1ADNA binding,RNA polymerase I transcription factor complex,intracellular membrane-bounded organelle,microtubule cytoskeleton,nucleoplasm,nucleus,positive regulation of gene expression, epigenetic,protein binding,regulation of transcription, DNA-templated,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription from RNA polymerase I promoter,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase I promoterT=1, C=36 T=0.027, C=0.973 0.00001 551.74 37 T=0/1, C=22/14

chr1:222825717 C/C T C SNV MIA3 MIA3:intronic:NM_198551.3 1 100 intronic NM_198551.3c.4086+43T>Cp.? -4.37 Variant SH3 domainrs10495198 0.2826 YES 5.975E-1 (pos.222825717) Melanoma inhibitory activity family, member 3ER to Golgi vesicle-mediated transport,Golgi membrane,cargo loading into COPII-coated vesicle,cellular protein metabolic process,endoplasmic reticulum exit site,endoplasmic reticulum lumen,endoplasmic reticulum membrane,exocytosis,integral component of membrane,lipoprotein transport,lipoprotein transporter activity,membrane,negative regulation of cell adhesion,negative regulation of cell migration,positive regulation of leukocyte migration,post-translational protein modification,protein binding,protein transport,wound healingArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Heart Diseases;Myocardial Infarction;Myocardial Ischemia;Vascular DiseasesT=0, C=142 T=0.0, C=1.0 0.00001 2383.55 142 T=0/0, C=49/93

chr1:222826481 A/A G A SNV MIA3 MIA3:intronic:NM_198551.3 1 100 intronic NM_198551.3c.4209+9G>Ap.? -0.33 0(COSM146782)Variant SH3 domainrs2291832 0.2827 YES 5.79E-1;0.0 (pos.222826481)adenocarcinomaMelanoma inhibitory activity family, member 3ER to Golgi vesicle-mediated transport,Golgi membrane,cargo loading into COPII-coated vesicle,cellular protein metabolic process,endoplasmic reticulum exit site,endoplasmic reticulum lumen,endoplasmic reticulum membrane,exocytosis,integral component of membrane,lipoprotein transport,lipoprotein transporter activity,membrane,negative regulation of cell adhesion,negative regulation of cell migration,positive regulation of leukocyte migration,post-translational protein modification,protein binding,protein transport,wound healingArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Heart Diseases;Myocardial Infarction;Myocardial Ischemia;Vascular DiseasesG=0, A=118 G=0.0, A=1.0 0.00001 1893.97 118 G=0/0, A=52/66

chr2:190595258 T/T G T SNV ANKAR ANKAR:exonic:NM_144708.3 1 100 16 missense NM_144708.3c.3231G>T p.Leu1077Phe -1.3 1 22 0 Ankyrin repeats (3 copies),Armadillo/beta-catenin-like repeatrs1225090,rs7601991773.00E-04 2.32E-4 (pos.190595256),9.998E-1 (pos.190595258) cytoplasm,integral component of membrane,nucleus G=0, T=43 G=0.0, T=1.0 0.00001 705.67 43 G=0/0, T=23/20

chr1:22304712 G/G A G SNV CELA3B CELA3B:intronic:NM_007352.3 1 100 intronic NM_007352.3c.44-150A>Gp.? 0.45 Trypsin rs10917088 YES cholesterol metabolic process,extracellular space,peptidase activity,proteolysis,serine-type endopeptidase activityDigestive System Diseases;Exocrine Pancreatic Insufficiency;Pancreatic DiseasesA=0, G=31 A=0.0, G=1.0 0.00001 465.817 31 A=0/0, G=16/15

chr17:54450038 A/A C A SNV ANKFN1 ANKFN1:exonic:NM_153228.2 1 100 6 synonymous NM_153228.2c.642C>A p.(=) 0.53 Ankyrin repeats (many copies),Fibronectin type III domainrs957724 0.3291 YES 9.689E-1 (pos.54450038) Marijuana Abuse;Mental Disorders;Substance-Related DisordersC=0, A=22 C=0.0, A=1.0 0.00001 298.892 22 C=0/0, A=5/17

chr1:22310933 G/G C G SNV CELA3B CELA3B:intronic:NM_007352.3 1 100 intronic NM_007352.3c.642+109C>Gp.? -0.23 Trypsin rs12130164 YES cholesterol metabolic process,extracellular space,peptidase activity,proteolysis,serine-type endopeptidase activityDigestive System Diseases;Exocrine Pancreatic Insufficiency;Pancreatic DiseasesC=0, G=23 C=0.0, G=1.0 0.00001 316.664 23 C=0/0, G=6/17



chr17:54450134 A/A G A SNV ANKFN1 ANKFN1:exonic:NM_153228.2 1 100 6 synonymous NM_153228.2c.738G>A p.(=) 0.14 Ankyrin repeats (many copies),Fibronectin type III domainrs8069322 0.2723 YES 9.691E-1 (pos.54450134) Marijuana Abuse;Mental Disorders;Substance-Related DisordersG=0, A=36 G=0.0, A=1.0 0.00001 563.744 36 G=0/0, A=4/32

chr1:22336371 A/A C A SNV CELA3A CELA3A:intronic:NM_005747.4 1 100 intronic NM_005747.4c.795+21C>Ap.? -4.01 rs3806297 0.2959 YES 3.045E-1;0.0 (pos.22336371) cholesterol metabolic process,digestion,extracellular space,proteolysis,serine-type endopeptidase activityC=0, A=34 C=0.0, A=1.0 0.00001 524.187 34 C=0/0, A=17/17

chr1:2234903 T/T C T SNV SKI SKI:intronic:NM_003036.3 1 100 intronic NM_003036.3c.1211+64C>Tp.? -1.4 SKI/SNO/DAC family,c-SKI Smad4 binding domainrs2256178 YES Avian sarcoma viral (v-ski) oncogene homologBMP signaling pathway,PML body,SMAD binding,SMAD protein signal transduction,anterior/posterior axis specification,bone morphogenesis,camera-type eye development,camera-type eye morphogenesis,cell motility,cell proliferation,centrosome,cytoplasm,embryonic limb morphogenesis,face morphogenesis,histone deacetylase inhibitor activity,lens morphogenesis in camera-type eye,myelination in peripheral nervous system,myotube differentiation,negative regulation of BMP signaling pathway,negative regulation of Schwann cell proliferation,negative regulation of activin receptor signaling pathway,negative regulation of cell proliferation,negative regulation of fibroblast proliferation,negative regulation of histone deacetylation,negative regulation of osteoblast differentiation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transforming growth factor beta receptor signaling pathway,neural tube closure,neuron development,nose morphogenesis,nuclear body,nucleoplasm,nucleus,olfactorAbnormalities, Multiple;Aneurysm;Aortic Aneurysm;Aortic Diseases;Arachnodactyly;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Craniosynostoses;Dysostoses;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Limb Deformities, Congenital;Marfan Syndrome;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Skin and Connective Tissue Diseases;Synostosis;Vascular DiseasesC=0, T=42 C=0.0, T=1.0 0.00001 685.187 42 C=0/0, T=9/33

chr1:223717379 C/C A C SNV CAPN8 CAPN8:intronic:NM_001143962.1 1 100 intronic NM_001143962.1c.1703+50T>Gp.? -0.43 Calpain family cysteine protease,Calpain large subunit, domain IIIrs61823524 0.0019 9.443E-1 (pos.223717379) Golgi apparatus,calcium ion binding,calcium-dependent cysteine-type endopeptidase activity,cytoplasm,digestion,intracellular,proteolysisA=0, C=28 A=0.0, C=1.0 0.00001 408.699 28 A=0/0, C=22/6

chr1:223853099 C/A C A SNV CAPN8 CAPN8:intronic:NM_001143962.1 1 57.14 intronic NM_001143962.1c.237+13G>Tp.? -0.38 Calpain family cysteine protease,Calpain large subunit, domain IIIrs66700641 0.0937 YES 0.0;0.0 (pos.223853099) Golgi apparatus,calcium ion binding,calcium-dependent cysteine-type endopeptidase activity,cytoplasm,digestion,intracellular,proteolysisC=9, A=12 C=0.4286, A=0.5714 0.00001 109.102 21 C=6/3, A=4/8

chr17:54534634 A/A G A SNV ANKFN1 ANKFN1:exonic:NM_153228.2 1 100 12 missense NM_153228.2c.1333G>A p.Val445Ile 4.13 0.01 29 0.659 Ankyrin repeats (many copies),Fibronectin type III domainrs10852985 0.2757 YES 9.734E-1 (pos.54534634) Marijuana Abuse;Mental Disorders;Substance-Related DisordersG=0, A=61 G=0.0, A=1.0 0.00001 921.854 61 G=0/0, A=42/19

chr17:4088291 T/T C T SNV ANKFY1 ANKFY1:exonic:NM_001257999.2 1 100 12 synonymous NM_001257999.2c.1647G>A p.(=) -4.24 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),BTB/POZ domain,FYVE zinc fingerrs2020118 0.0751 YES 9.398E-1 (pos.4088291) Ankyrin repeats- and FYVE domain-containing protein 1Golgi to lysosome transport,Rab GTPase binding,cytosol,early endosome,endocytosis,endosomal vesicle fusion,endosome,endosome localization,endosome membrane,extracellular exosome,intracellular membrane-bounded organelle,lysosomal membrane,macropinosome,membrane,metal ion binding,phosphatidylinositol phosphate binding,positive regulation of pinocytosis,protein binding,retrograde transport, endosome to Golgi,retromer complexFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, T=75 C=0.0, T=1.0 0.00001 1189.47 75 C=0/0, T=30/45

chr1:224463189 A/G A G SNV NVL NVL:intronic:NM_002533.3 1 50 intronic NM_002533.3c.1963-29T>Cp.? 0.26 AAA domain (Cdc48 subfamily),AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA),Holliday junction DNA helicase ruvB N-terminus,Nucleolin binding domainrs199926089 0.0022 0.0 (pos.224463189) Nuclear valosin-containing protein-likeATP binding,RNA binding,membrane,nucleolus,nucleoplasm,nucleus,positive regulation of telomerase activity,preribosome binding,protein binding,ribosome biogenesis,telomerase holoenzyme complexA=15, G=15 A=0.5, G=0.5 0.00001 145.459 30 A=0/15, G=8/7

chr11:113270015 C/C G C SNV ANKK1 ANKK1:exonic:NM_178510.1 1 100 8 missense NM_178510.1c.1324G>C p.Gly442Arg -0.71 0.7 125 0 0(COSM428436)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Protein kinase domain,Protein tyrosine kinasers4938016 0.3046 YES 5.025E-1;0.0;1.537E-4 (pos.113270015)neoplasm Ankyrin repeat and kinase domain containing 1ATP binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activityCommunication Disorders;Language Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic ManifestationsG=0, C=29 G=0.0, C=1.0 0.00001 427.546 29 G=0/0, C=25/4

chr1:224517907 T/T A T SNV NVL NVL:upstream:NM_002533.3 1 100 intronic NM_002533.3c.-78T>A p.? 0.71 rs4146965 YES Nuclear valosin-containing protein-likeATP binding,RNA binding,membrane,nucleolus,nucleoplasm,nucleus,positive regulation of telomerase activity,preribosome binding,protein binding,ribosome biogenesis,telomerase holoenzyme complexA=0, T=68 A=0.0, T=1.0 0.00001 1053.56 68 A=0/0, T=36/32

chr1:224621368 C/C G C SNV WDR26 WDR26:intronic:NM_025160.6 1 100 intronic NM_025160.6c.422+18C>Gp.? -0.54 WD domain, G-beta repeatrs2405033 0 YES 1.0 (pos.224621368) WD repeat-containing protein 26cytoplasm,cytosol,nucleoplasm,protein binding G=0, C=24 G=0.0, C=1.0 0.00001 333.441 24 G=0/0, C=17/7

chr1:225492845 T/T C T SNV DNAH14 DNAH14:intronic:NM_001373.1 1 100 intronic NM_001373.1c.8726+54C>Tp.? -1.4 ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs12034925 YES Dynein, axonemal, heavy chain 14ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axonemal dynein complex,cilium,cilium assembly,cilium or flagellum-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule motor activity,microtubule-based movementCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaC=0, T=36 C=0.0, T=1.0 0.00001 563.739 36 C=0/0, T=17/19

chr1:225510641 C/C T C SNV DNAH14 DNAH14:intronic:NM_001373.1 1 100 intronic NM_001373.1c.9216+116T>Cp.? -0.26 ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs1532771 YES Dynein, axonemal, heavy chain 14ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axonemal dynein complex,cilium,cilium assembly,cilium or flagellum-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule motor activity,microtubule-based movementCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaT=0, C=30 T=0.0, C=1.0 0.00001 446.639 30 T=0/0, C=9/21

chr1:225511905 T/C T C SNV DNAH14 DNAH14:intronic:NM_001373.1 1 53.13 intronic NM_001373.1c.9217-19T>Cp.? -1.08 ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs10799300 0.2131 YES 1.447E-1 (pos.225511905) Dynein, axonemal, heavy chain 14ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axonemal dynein complex,cilium,cilium assembly,cilium or flagellum-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule motor activity,microtubule-based movementCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaT=15, C=17 T=0.4688, C=0.5313 0.00001 173.559 32 T=9/6, C=7/10

chr19:17393504 C/C G C SNV ANKLE1 ANKLE1:exonic:NM_152363.5 1 100 3 synonymous NM_152363.5c.417G>C p.(=) 0.18 0(COSM3749479),0(COSM3749480),0(COSM3749481)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),LEM domainrs1864113 0.1584 YES 3.882E-1 (pos.17393504) adenocarcinoma,neoplasm DNA repair,chromatin DNA binding,cytoplasm,endonuclease activity,integral component of membrane,integral component of nuclear inner membrane,meiotic attachment of telomere to nuclear envelope,negative regulation of mitotic recombination,nuclear envelope organization,nucleic acid phosphodiester bond hydrolysis,nucleus,positive regulation of response to DNA damage stimulus,protein binding,protein export from nucleus,regulation of lymphoid progenitor cell differentiation,regulation of myeloid progenitor cell differentiationAdnexal Diseases;Breast Diseases;Breast Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsG=0, C=34 G=0.0, C=1.0 0.00001 528.567 34 G=0/0, C=21/13

chr19:17393015 C/T C T SNV ANKLE1 ANKLE1:exonic:NM_152363.5 1 96.77 2 missense NM_152363.5c.374C>T p.Ala125Val 0.6 0.85 64 0.155 0.09(COSM3756451),0.09(COSM3756452),0.09(COSM3756453)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),LEM domainrs1864116 0.128 YES 3.776E-1 (pos.17393015) adenocarcinoma,neoplasm DNA repair,chromatin DNA binding,cytoplasm,endonuclease activity,integral component of membrane,integral component of nuclear inner membrane,meiotic attachment of telomere to nuclear envelope,negative regulation of mitotic recombination,nuclear envelope organization,nucleic acid phosphodiester bond hydrolysis,nucleus,positive regulation of response to DNA damage stimulus,protein binding,protein export from nucleus,regulation of lymphoid progenitor cell differentiation,regulation of myeloid progenitor cell differentiationAdnexal Diseases;Breast Diseases;Breast Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsC=2, T=60 C=0.0323, T=0.9677 0.00001 877.531 62 C=2/0, T=14/46

chr1:225611845 C/T C T SNV LBR LBR:intronic:NM_002296.3 1 50 intronic NM_002296.3c.-13-54G>Ap.? -0.47 Ergosterol biosynthesis ERG4/ERG24 family,Lamin-B receptor of TUDOR domain,Protein of unknown function (DUF1295)rs1340867 YES Lamin B receptorDNA binding,RNA binding,cholesterol biosynthetic process,chromo shadow domain binding,delta14-sterol reductase activity,integral component of endoplasmic reticulum membrane,integral component of membrane,integral component of nuclear inner membrane,lamin binding,membrane,nuclear envelope,nuclear membrane,oxidation-reduction process,oxidoreductase activity, acting on the CH-CH group of donors,protein binding,sterol biosynthetic processBone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukocyte Disorders;Musculoskeletal Diseases;Osteochondrodysplasias;Pelger-Huet AnomalyC=11, T=11 C=0.5, T=0.5 0.00001 92.9105 22 C=3/8, T=6/5

chr1:225742588 A/G A G SNV ENAH ENAH:intronic:NM_001008493.2 1 47.62 intronic NM_001008493.2c.349+20T>Cp.? 1.18 VASP tetramerisation domain,WH1 domainrs17561228 0.0508 YES 1.564E-2 (pos.225742588) Enabled, Drosophila, homolog ofSH3 domain binding,WW domain binding,actin binding,axon guidance,cell junction,cytoskeleton,cytosol,filopodium,focal adhesion,lamellipodium,plasma membrane,protein binding,synapseAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Nephritis;Urologic DiseasesA=33, G=30 A=0.5238, G=0.4762 0.00001 289.4 63 A=14/19, G=16/14

chr16:89350178 A/A G A SNV ANKRD11 ANKRD11:exonic:NM_001256183.1 1 100 9 synonymous NM_001256183.1c.2772C>T p.(=) -3.21 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs2279349 0.1501 YES 6.153E-1 (pos.89350178) Ankyrin repeat domain-containing protein 11bone development,cytosol,face morphogenesis,in utero embryonic development,multicellular organism growth,nucleoplasm,nucleus,odontogenesis of dentin-containing tooth,plasma membrane,skeletal system morphogenesis,tissue homeostasisAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Intellectual Disability;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesG=0, A=25 G=0.0, A=1.0 0.00001 353.018 25 G=0/0, A=3/22

chr1:226044766 A/A G A SNV TMEM63A TMEM63A:intronic:NM_014698.2 1 100 intronic NM_014698.2c.1378-49C>Tp.? -1.68 Calcium-dependent channel, 7TM region, putative phosphate,Cytosolic domain of 10TM putative phosphate transporter,Late exocytosis, associated with Golgi transportrs9919303 0.2887 YES 5.628E-1 (pos.226044766) extracellular exosome,integral component of membrane,intracellular membrane-bounded organelle,ion transport,lysosomal membrane,microtubule organizing center,neutrophil degranulation,nucleic acid binding,plasma membrane,specific granule membrane,tertiary granule membraneDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=6/17

chr1:226550924 C/C G C SNV PARP1 PARP1:intronic:NM_001618.3 1 100 intronic NM_001618.3c.2787-63C>Gp.? -0.65 BRCA1 C Terminus (BRCT) domain,PADR1 (NUC008) domain,Poly(ADP-ribose) polymerase and DNA-Ligase Zn-finger region,Poly(ADP-ribose) polymerase catalytic domain,Poly(ADP-ribose) polymerase, regulatory domain,WGR domainrs747657 0.3375 YES Poly(ADP-ribose) polymerase 1ATP generation from poly-ADP-D-ribose,DNA binding,DNA damage response, detection of DNA damage,DNA ligase (ATP) activity,DNA ligation involved in DNA repair,DNA repair,NAD binding,NAD+ ADP-ribosyltransferase activity,R-SMAD binding,RNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,apoptotic process,cellular response to DNA damage stimulus,cellular response to amyloid-beta,cellular response to insulin stimulus,cellular response to oxidative stress,cellular response to zinc ion,double-strand break repair,double-strand break repair via homologous recombination,enzyme binding,estrogen receptor binding,global genome nucleotide-excision repair,histone deacetylase binding,identical protein binding,lagging strand elongation,macrophage differentiation,membrane,mitochondrial DNA metabolic process,mitochondrial DNA repair,mitochondrion,mitochondrion organization,negative regulation of ATP biosynthetic process,negative regulation of telomere maintenance via telomere lengthening,negative regulaAlopecia;Anemia;Arterial Occlusive Diseases;Arteriosclerosis;Asthma;Atherosclerosis;Avitaminosis;Basal Ganglia Diseases;Blood Protein Disorders;Bone Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deficiency Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hair Diseases;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hepatitis;Heredodegenerative Disorders, Nervous System;Hypersensitivity;Hypersensitivity, Immediate;Hypotrichosis;Immune System Diseases;Immunoproliferative Disorders;Intellectual Disability;Kidney Diseases;Kyphosis;Lipid 2-(3'-Methoxyphenyl) Benzimidazole-4-Carboxamide,2-(4-Chlorophenyl)-5-Quinoxalinecarboxamide,2-{3-4-(4-Fluorophenyl)-3,6-Dihydro-1(2h)-PyridinylPropyl}-8-Methyl-4(3h)-Quinazolinone,3,4-Dihydro-5-Methyl-Isoquinolinone,3-Methoxybenzamide,5-FLUORO-1-4-(4-PHENYL-3,6-DIHYDROPYRIDIN-1(2H)-YL)BUTYLQUINAZOLINE-2,4(1H,3H)-DIONE,6-AMINO-BENZODEISOQUINOLINE-1,3-DIONE,Carba-Nicotinamide-Adenine-Dinucleotide,NU1025,Nicotinamide,Niraparib,Olaparib,Rucaparib,Veliparib,trans-4-(7-carbamoyl-1H-benzimidazol-2-yl)-1-propylpiperidiniumG=0, C=25 G=0.0, C=1.0 0.00001 353.018 25 G=0/0, C=7/18

chr1:226578098 G/GC G GC INDEL PARP1 PARP1:intronic:NM_001618.3 1 100 intronic NM_001618.3c.617+13C>GCp.? -0.11 BRCA1 C Terminus (BRCT) domain,PADR1 (NUC008) domain,Poly(ADP-ribose) polymerase and DNA-Ligase Zn-finger region,Poly(ADP-ribose) polymerase catalytic domain,Poly(ADP-ribose) polymerase, regulatory domain,WGR domainPoly(ADP-ribose) polymerase 1ATP generation from poly-ADP-D-ribose,DNA binding,DNA damage response, detection of DNA damage,DNA ligase (ATP) activity,DNA ligation involved in DNA repair,DNA repair,NAD binding,NAD+ ADP-ribosyltransferase activity,R-SMAD binding,RNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,apoptotic process,cellular response to DNA damage stimulus,cellular response to amyloid-beta,cellular response to insulin stimulus,cellular response to oxidative stress,cellular response to zinc ion,double-strand break repair,double-strand break repair via homologous recombination,enzyme binding,estrogen receptor binding,global genome nucleotide-excision repair,histone deacetylase binding,identical protein binding,lagging strand elongation,macrophage differentiation,membrane,mitochondrial DNA metabolic process,mitochondrial DNA repair,mitochondrion,mitochondrion organization,negative regulation of ATP biosynthetic process,negative regulation of telomere maintenance via telomere lengthening,negative regulaAlopecia;Anemia;Arterial Occlusive Diseases;Arteriosclerosis;Asthma;Atherosclerosis;Avitaminosis;Basal Ganglia Diseases;Blood Protein Disorders;Bone Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deficiency Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hair Diseases;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hepatitis;Heredodegenerative Disorders, Nervous System;Hypersensitivity;Hypersensitivity, Immediate;Hypotrichosis;Immune System Diseases;Immunoproliferative Disorders;Intellectual Disability;Kidney Diseases;Kyphosis;Lipid 2-(3'-Methoxyphenyl) Benzimidazole-4-Carboxamide,2-(4-Chlorophenyl)-5-Quinoxalinecarboxamide,2-{3-4-(4-Fluorophenyl)-3,6-Dihydro-1(2h)-PyridinylPropyl}-8-Methyl-4(3h)-Quinazolinone,3,4-Dihydro-5-Methyl-Isoquinolinone,3-Methoxybenzamide,5-FLUORO-1-4-(4-PHENYL-3,6-DIHYDROPYRIDIN-1(2H)-YL)BUTYLQUINAZOLINE-2,4(1H,3H)-DIONE,6-AMINO-BENZODEISOQUINOLINE-1,3-DIONE,Carba-Nicotinamide-Adenine-Dinucleotide,NU1025,Nicotinamide,Niraparib,Olaparib,Rucaparib,Veliparib,trans-4-(7-carbamoyl-1H-benzimidazol-2-yl)-1-propylpiperidiniumG=0, GC=42 G=0.0, GC=1.0 0.00001 223.31 42 G=0/0, GC=28/14

chr1:226578099 C/C T C SNV PARP1 PARP1:intronic:NM_001618.3 1 100 intronic NM_001618.3c.617+12A>Gp.? -5.63 BRCA1 C Terminus (BRCT) domain,PADR1 (NUC008) domain,Poly(ADP-ribose) polymerase and DNA-Ligase Zn-finger region,Poly(ADP-ribose) polymerase catalytic domain,Poly(ADP-ribose) polymerase, regulatory domain,WGR domainrs1805403 0.2331 YES 9.365E-1 (pos.226578099) Poly(ADP-ribose) polymerase 1ATP generation from poly-ADP-D-ribose,DNA binding,DNA damage response, detection of DNA damage,DNA ligase (ATP) activity,DNA ligation involved in DNA repair,DNA repair,NAD binding,NAD+ ADP-ribosyltransferase activity,R-SMAD binding,RNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,apoptotic process,cellular response to DNA damage stimulus,cellular response to amyloid-beta,cellular response to insulin stimulus,cellular response to oxidative stress,cellular response to zinc ion,double-strand break repair,double-strand break repair via homologous recombination,enzyme binding,estrogen receptor binding,global genome nucleotide-excision repair,histone deacetylase binding,identical protein binding,lagging strand elongation,macrophage differentiation,membrane,mitochondrial DNA metabolic process,mitochondrial DNA repair,mitochondrion,mitochondrion organization,negative regulation of ATP biosynthetic process,negative regulation of telomere maintenance via telomere lengthening,negative regulaAlopecia;Anemia;Arterial Occlusive Diseases;Arteriosclerosis;Asthma;Atherosclerosis;Avitaminosis;Basal Ganglia Diseases;Blood Protein Disorders;Bone Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deficiency Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hair Diseases;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hepatitis;Heredodegenerative Disorders, Nervous System;Hypersensitivity;Hypersensitivity, Immediate;Hypotrichosis;Immune System Diseases;Immunoproliferative Disorders;Intellectual Disability;Kidney Diseases;Kyphosis;Lipid 2-(3'-Methoxyphenyl) Benzimidazole-4-Carboxamide,2-(4-Chlorophenyl)-5-Quinoxalinecarboxamide,2-{3-4-(4-Fluorophenyl)-3,6-Dihydro-1(2h)-PyridinylPropyl}-8-Methyl-4(3h)-Quinazolinone,3,4-Dihydro-5-Methyl-Isoquinolinone,3-Methoxybenzamide,5-FLUORO-1-4-(4-PHENYL-3,6-DIHYDROPYRIDIN-1(2H)-YL)BUTYLQUINAZOLINE-2,4(1H,3H)-DIONE,6-AMINO-BENZODEISOQUINOLINE-1,3-DIONE,Carba-Nicotinamide-Adenine-Dinucleotide,NU1025,Nicotinamide,Niraparib,Olaparib,Rucaparib,Veliparib,trans-4-(7-carbamoyl-1H-benzimidazol-2-yl)-1-propylpiperidiniumT=0, C=49 T=0.0, C=1.0 0.00001 829.408 49 T=0/0, C=28/21

chr18:9254785 T/T C T SNV ANKRD12 ANKRD12:exonic:NM_015208.4 1 100 9 missense NM_015208.4c.1520C>T p.Thr507Ile 7.29 0.02 89 0.437 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs17498752 0.0749 YES 2.642E-2 (pos.9254785) Ankyrin repeat domain-containing protein 12cytosol,nucleoplasm C=0, T=99 C=0.0, T=1.0 0.00001 1685.3 99 C=0/0, T=31/68

chr1:227071377 C/C T C SNV PSEN2 PSEN2:intronic:NM_000447.2 1 100 intronic NM_000447.2c.142-29T>Cp.? -3.99 Presenilin rs1295644 0.225 YES 5.277E-1;0.0 (pos.227071377) Presenilin 2 Golgi apparatus,Golgi membrane,Notch receptor processing,Notch signaling pathway,Z disc,amyloid precursor protein catabolic process,amyloid-beta metabolic process,aspartic endopeptidase activity, intramembrane cleaving,aspartic-type endopeptidase activity,axon,calcium ion transport,cell cortex,cell surface,centrosome,ciliary rootlet,dendritic shaft,endopeptidase activity,endoplasmic reticulum,endoplasmic reticulum membrane,ephrin receptor signaling pathway,growth cone,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,kinetochore,lysosomal membrane,membrane,membrane protein ectodomain proteolysis,membrane protein intracellular domain proteolysis,membrane raft,mitochondrial inner membrane,negative regulation of apoptotic process,neuromuscular junction,neuronal cell body,nuclear inner membrane,perinuclear region of cytoplasm,plasma membrane,positive regulation of apoptotic process,positive regulation of catalytic activity,protein binding,protein Alzheimer Disease;Asphyxia Neonatorum;Brain Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Heart Diseases;Infant, Newborn, Diseases;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=8/12

chr1:227073410 C/C G C SNV PSEN2 PSEN2:intronic:NM_000447.2 1 100 intronic NM_000447.2c.498+30G>Cp.? -1.4 Presenilin rs2236910,rs753615781 0.22 YES 0.0 (pos.227073409),5.616E-1;0.0;0.0 (pos.227073410)Presenilin 2 Golgi apparatus,Golgi membrane,Notch receptor processing,Notch signaling pathway,Z disc,amyloid precursor protein catabolic process,amyloid-beta metabolic process,aspartic endopeptidase activity, intramembrane cleaving,aspartic-type endopeptidase activity,axon,calcium ion transport,cell cortex,cell surface,centrosome,ciliary rootlet,dendritic shaft,endopeptidase activity,endoplasmic reticulum,endoplasmic reticulum membrane,ephrin receptor signaling pathway,growth cone,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,kinetochore,lysosomal membrane,membrane,membrane protein ectodomain proteolysis,membrane protein intracellular domain proteolysis,membrane raft,mitochondrial inner membrane,negative regulation of apoptotic process,neuromuscular junction,neuronal cell body,nuclear inner membrane,perinuclear region of cytoplasm,plasma membrane,positive regulation of apoptotic process,positive regulation of catalytic activity,protein binding,protein Alzheimer Disease;Asphyxia Neonatorum;Brain Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Heart Diseases;Infant, Newborn, Diseases;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=0, C=33 G=0.0, C=1.0 0.00001 501.062 33 G=0/0, C=19/14

chr18:9275542 T/T C T SNV ANKRD12 ANKRD12:exonic:NM_015208.4 1 100 11 synonymous NM_015208.4c.5784C>T p.(=) 0.19 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs59633812 0.076 YES 2.635E-2 (pos.9275542) Ankyrin repeat domain-containing protein 12cytosol,nucleoplasm C=0, T=79 C=0.0, T=1.0 0.00001 1269.33 79 C=0/0, T=54/25

chr18:9275563 G/G T G SNV ANKRD12 ANKRD12:exonic:NM_015208.4 1 100 11 synonymous NM_015208.4c.5805T>G p.(=) 0.85 0.88(COSM5619324)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs17499116 0.0759 YES 2.635E-2 (pos.9275563) ductal_carcinomaAnkyrin repeat domain-containing protein 12cytosol,nucleoplasm T=0, G=80 T=0.0, G=1.0 0.00001 1289.37 80 T=0/0, G=54/26

chr18:9258531 T/T C T SNV ANKRD12 ANKRD12:exonic:NM_015208.4 1 99.26 9 synonymous NM_015208.4c.5266C>T p.(=) 1.58 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs3744823 0.076 YES 2.634E-2 (pos.9258531) Ankyrin repeat domain-containing protein 12cytosol,nucleoplasm C=1, T=135 C=0.0074, T=0.9926 0.00001 2220.23 136 C=1/0, T=107/28

chr11:67068859 C/C T C SNV ANKRD13D ANKRD13D:exonic:NM_207354.2 1 100 12 synonymous NM_207354.2c.1338T>C p.(=) -0.59 Ankyrin repeats (3 copies),Ankyrin repeats (many copies),GPCR-chaperone,Ubiquitin interaction motifrs2298815 0.0336 YES 8.843E-1 (pos.67068859) Ankyrin repeat domain-containing protein 13Dcytoplasm,late endosome,plasma membrane T=0, C=58 T=0.0, C=1.0 0.00001 867.197 58 T=0/0, C=21/37

chr10:5920121 C/C T C SNV ANKRD16 ANKRD16:exonic:NM_019046.2 1 100 7 missense NM_019046.2c.1058A>G p.Gln353Arg -0.03 0.34 43 0.001 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs1052420 0.1241 YES 8.55E-1 (pos.5920121) T=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=10/10

chr1:22832743 T/T A T SNV ZBTB40 ZBTB40:intronic:NM_014870.3 1 100 intronic NM_014870.3c.1360+9A>Tp.? 0.89 0.02(COSM3746831)BTB/POZ domain,Zinc finger, C2H2 type,Zinc-finger of C2H2 type,zinc-finger of a C2HC-typers209732 0.3836 YES 8.964E-1 (pos.22832743) hepatocellular_carcinomaZinc finger- and BTB domain-containing protein 40DNA binding,bone mineralization,cellular response to DNA damage stimulus,metal ion binding,molecular_function,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsA=0, T=85 A=0.0, T=1.0 0.00001 1355.71 85 A=0/0, T=27/58

chr10:5925971 A/A C A SNV ANKRD16 ANKRD16:exonic:NM_019046.2 1 100 4 synonymous NM_019046.2c.648G>T p.(=) -1.88 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs631947 0.1021 YES 9.572E-1 (pos.5925971) C=0, A=24 C=0.0, A=1.0 0.00001 334.789 24 C=0/0, A=13/11

chr4:73991006 C/C T C SNV ANKRD17 ANKRD17:exonic:NM_032217.4 1 100 17 synonymous NM_032217.4c.3258A>G p.(=) -0.82 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KH domainrs6822576 1.00E-04 1.0 (pos.73991006) Ankyrin repeat domain-containing protein 17RNA binding,blood vessel maturation,chromatin,chromatin binding,cytoplasm,defense response to bacterium,innate immune response,membrane,negative regulation of smooth muscle cell differentiation,nuclear membrane,nucleus,positive regulation of G1/S transition of mitotic cell cycle,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MDA-5 signaling pathway,positive regulation of RIG-I signaling pathway,positive regulation of cell cycle,protein binding,regulation of DNA replication,viral processT=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=12/15

chr1:228404668 C/C T C SNV OBSCN OBSCN:intronic:NM_001271223.2 1 100 intronic NM_001271223.2c.2378-46T>Cp.? -4.77 Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs3795777 0.3954 YES 3.91E-1 (pos.228404668) T=0, C=27 T=0.0, C=1.0 0.00001 389.987 27 T=0/0, C=11/16

chr9:38588602 T/C T C SNV ANKRD18A ANKRD18A:exonic:NM_147195.3 1 57.45 11 missense NM_147195.3c.2063A>G p.Tyr688Cys -0.52 0.08 194 0.991 0.01(COSM455966)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil region,Domain of unknown function (DUF3496)rs2799163 YES 4.855E-1 (pos.38588602) acute_myeloid_leukaemia,adenocarcinoma,carcinomaLung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsT=20, C=27 T=0.4255, C=0.5745 0.00001 326.525 47 T=18/2, C=25/2

chr9:33548690 G/A G A SNV ANKRD18B ANKRD18B:exonic:NM_001353432.1 1 51.85 9 missense NM_001353432.1c.1715G>A p.Arg572His 1.52 1 29 0.001 0(COSM4163770)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil region,Domain of unknown function (DUF3496)rs41313776 YES 3.537E-2 (pos.33548690) neoplasm,squamous_cell_carcinoma G=13, A=14 G=0.4815, A=0.5185 0.00001 133.048 27 G=3/10, A=9/5

chr9:33548689 C/CA C CA INDEL ANKRD18B ANKRD18B:exonic:NM_001353432.1 1 50 9 frameshiftInsertion NM_001353432.1c.1714_1715insAp.Arg572fs -0.04 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil region,Domain of unknown function (DUF3496)rs760567222 0.0 (pos.33548689) C=10, CA=10C=0.5, CA=0.5 0.00001 63.9364 20 C=0/10, CA=7/3

chr10:90580144 T/T C T SNV

ANKRD22,LI

PM ANKRD22:utr_3:NM_144590.2, LIPM:exonic:NM_001128215.1 1
100

9 synonymous NM_001128215.1, NM_144590.2c.1158C>T, c.3130G>Ap.(=), p.? -0.86 0.03(COSM4144959),0.03(COSM5654158)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Partial alpha/beta-hydrolase lipase region,alpha/beta hydrolase foldrs10788615 0.3149 YES 4.444E-1 (pos.90580144) acute_myeloid_leukaemia,diffuse_large_B_cell_lymphoma,neoplasmLipase family, member Mcornification,extracellular region,lipid catabolic process,lipoprotein lipase activityC=0, T=31 C=0.0, T=1.0 0.00001 464.245 31 C=0/0, T=14/17

chr1:228464842 G/G C G SNV OBSCN OBSCN:intronic:NM_001271223.2 1 100 intronic NM_001271223.2c.7726-19C>Gp.? -3.01 Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs936885 0.3047 YES 7.475E-1 (pos.228464842) C=0, G=31 C=0.0, G=1.0 0.00001 465.53 31 C=0/0, G=18/13

chr1:228466750 T/C T C SNV OBSCN OBSCN:intronic:NM_001271223.2 1 97.06 intronic NM_001271223.2c.8413+94T>Cp.? -2.78 Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs3795782 YES T=1, C=33 T=0.0294, C=0.9706 0.00001 493.065 34 T=0/1, C=28/5

chr19:33106621 T/T C T SNV ANKRD27 ANKRD27:exonic:NM_032139.2 1 100 22 synonymous NM_032139.2c.2118G>A p.(=) -4.18 0.02(COSM3756596)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Vacuolar sorting protein 9 (VPS9) domainrs200055396,rs405858 0.318 YES 3.244E-1 (pos.33106621) adenocarcinoma GTPase activator activity,Rab GTPase binding,Rab guanyl-nucleotide exchange factor activity,SNARE binding,cytoplasmic vesicle membrane,cytosol,early endosome,early endosome to late endosome transport,endosome to melanosome transport,guanyl-nucleotide exchange factor activity,late endosome,lysosome,melanosome,membrane,negative regulation of SNARE complex assembly,neuron projection,neuron projection morphogenesis,plasma membrane,positive regulation of GTPase activity,positive regulation of dendrite morphogenesis,protein binding,protein transport,retrograde transport, endosome to plasma membrane,transport vesicle,tubular endosomeDepressive Disorder;Depressive Disorder, Major;Digestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte Disorders;Mental Disorders;Mood DisordersC=0, T=50 C=0.0, T=1.0 0.00001 852.748 50 C=0/0, T=29/21

chr19:33117666 C/C T C SNV ANKRD27 ANKRD27:exonic:NM_032139.2 1 100 16 synonymous NM_032139.2c.1488A>G p.(=) -0.3 0.17(COSM3756598)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Vacuolar sorting protein 9 (VPS9) domainrs6510271 0.3617 YES 6.931E-1 (pos.33117666) adenocarcinoma GTPase activator activity,Rab GTPase binding,Rab guanyl-nucleotide exchange factor activity,SNARE binding,cytoplasmic vesicle membrane,cytosol,early endosome,early endosome to late endosome transport,endosome to melanosome transport,guanyl-nucleotide exchange factor activity,late endosome,lysosome,melanosome,membrane,negative regulation of SNARE complex assembly,neuron projection,neuron projection morphogenesis,plasma membrane,positive regulation of GTPase activity,positive regulation of dendrite morphogenesis,protein binding,protein transport,retrograde transport, endosome to plasma membrane,transport vesicle,tubular endosomeDepressive Disorder;Depressive Disorder, Major;Digestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte Disorders;Mental Disorders;Mood DisordersT=0, C=80 T=0.0, C=1.0 0.00001 1288.34 80 T=0/0, C=27/53

chr1:22849003 C/C A C SNV ZBTB40 ZBTB40:intronic:NM_014870.3 1 100 intronic NM_014870.3c.3298+47A>Cp.? -6.29 BTB/POZ domain,Zinc finger, C2H2 type,Zinc-finger of C2H2 type,zinc-finger of a C2HC-typers998978 0.3691 YES 4.561E-1 (pos.22849003) Zinc finger- and BTB domain-containing protein 40DNA binding,bone mineralization,cellular response to DNA damage stimulus,metal ion binding,molecular_function,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsA=0, C=29 A=0.0, C=1.0 0.00001 427.599 29 A=0/0, C=16/13

chr1:228494357 T/T C T SNV OBSCN OBSCN:intronic:NM_001271223.2 1 100 intronic NM_001271223.2c.14797+18C>Tp.? -0.48 Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs3795795 0.1716 YES 1.608E-1 (pos.228494357) C=0, T=23 C=0.0, T=1.0 0.00001 316.746 23 C=0/0, T=9/14

chr1:228494382 C/C T C SNV OBSCN OBSCN:intronic:NM_001271223.2 1 100 intronic NM_001271223.2c.14797+43T>Cp.? -0.59 Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs1150911 0.378 YES 2.161E-1;5.149E-1 (pos.228494382) T=0, C=23 T=0.0, C=1.0 0.00001 316.698 23 T=0/0, C=9/14

chr18:14850375 G/A G A SNV ANKRD30B ANKRD30B:exonic:NM_001145029.1 1 46.51 35 synonymous NM_001145029.1c.3201G>A p.(=) -0.43 0.03(COSM3756091)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil regionrs3126404 YES 4.497E-1 (pos.14850375) acute_myeloid_leukaemia,adenocarcinoma,carcinomaAnkyrin repeat domain-containing protein 30Bbiological_process,cellular_component,molecular_functionG=23, A=20 G=0.5349, A=0.4651 0.00001 212.326 43 G=10/13, A=13/7

chr2:97849219 C/C T C SNV ANKRD36 ANKRD36:exonic:NM_001164315.1 1 100 27 missense NM_001164315.1c.1861T>C p.Trp621Arg 1.81 0.03 101 0.797 0.03(COSM148907),0.03(COSM4415937)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil regionrs12996352 YES 4.289E-1 (pos.97849219) acute_myeloid_leukaemia,adenocarcinoma,neoplasm,squamous_cell_carcinoma T=0, C=53 T=0.0, C=1.0 0.00001 782.03 53 T=0/0, C=26/27

chr2:97864333 AT/AT CC AT MNV ANKRD36 ANKRD36:exonic:NM_001164315.1 2 100 44 missense NM_001164315.1c.2693_2694delCCinsATp.Ala898Asp -0.65, -0.16 1 126 0.055 0(COSM4591045),0(COSM4591046)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil regionrs56835800,rs61218502,rs71329611YES 3.006E-1 (pos.97864333),3.051E-1 (pos.97864334)acute_myeloid_leukaemia,neoplasm,squamous_cell_carcinoma CC=0, AT=87CC=0.0, AT=1.0 0.00001 1431.39 87 CC=0/0, AT=39/48

chr2:97877292 A/A C A SNV ANKRD36 ANKRD36:exonic:NM_001164315.1 1 100 57 missense NM_001164315.1c.3377C>A p.Pro1126Gln 0.19 0.79 76 0 0(COSM3991528),0(COSM3991529)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil regionrs10171441 YES 5.189E-1;1.225E-4 (pos.97877292)acute_myeloid_leukaemia,papillary_renal_cell_carcinoma,squamous_cell_carcinomaC=0, A=244 C=0.0, A=1.0 0.00001 4124.13 244 C=0/0, A=32/212

chr4:125592065 C/A C A SNV ANKRD50 ANKRD50:exonic:NM_020337.2 1 59.09 4 synonymous NM_020337.2c.2367G>T p.(=) 0.03 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs10018651,rs7764437260.2093 YES 2.681E-1;1.157E-4;0.0 (pos.125592065) endosome,protein binding,protein transport,retrograde transport, endosome to plasma membraneC=9, A=13 C=0.4091, A=0.5909 0.00001 122.539 22 C=4/5, A=8/5

chr4:125591687 A/G A G SNV ANKRD50 ANKRD50:exonic:NM_020337.2 1 47.37 4 synonymous NM_020337.2c.2745T>C p.(=) 0.21 0.77(COSM4158783)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs3733471 0.2097 YES 2.685E-1 (pos.125591687)neoplasm endosome,protein binding,protein transport,retrograde transport, endosome to plasma membraneA=40, G=36 A=0.5263, G=0.4737 0.00001 364.044 76 A=14/26, G=19/17

chr12:56647911 C/C G C SNV ANKRD52 ANKRD52:exonic:NM_173595.3 1 100 8 synonymous NM_173595.3c.846C>G p.(=) 2.84 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs808919 0.0664 YES 9.724E-1;0.0 (pos.56647911) protein binding G=0, C=37 G=0.0, C=1.0 0.00001 583.686 37 G=0/0, C=19/18

chr2:71211989 G/G A G SNV ANKRD53 ANKRD53:exonic:NM_001115116.1 1 100 6 synonymous NM_001115116.1c.1152A>G p.(=) -0.32 0.01(COSM5653849)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs3796099 0.384 YES 4.733E-1 (pos.71211989) diffuse_large_B_cell_lymphomaAnkyrin repeat domain-containing protein 53cell division,cytoplasm,mitotic metaphase plate congression,positive regulation of microtubule polymerization,protein binding,regulation of mitotic cytokinesis,regulation of mitotic spindle organization,spindle,spindle poleA=0, G=32 A=0.0, G=1.0 0.00001 485.117 32 A=0/0, G=6/26

chr1:228613052 C/C T C SNV HIST3H3 HIST3H3:upstream:NM_003493.2 1 100 intronic NM_003493.2c.-26A>G p.? -2.71 rs1188474 0.1051 YES 6.702E-1 (pos.228613052) Histone 3, H3double-strand break repair via nonhomologous end joining,extracellular exosome,histone binding,negative regulation of protein oligomerization,nuclear nucleosome,nucleoplasm,nucleosomal DNA binding,nucleosome,nucleosome assembly,nucleus,protein binding,protein heterodimerization activity,protein heterotetramerization,telomere cappingIntellectual Disability;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Pneumoconiosis;Respiratory Tract DiseasesT=0, C=26 T=0.0, C=1.0 0.00001 371.415 26 T=0/0, C=10/16

chr1:229568002 AG/A AG A INDEL ACTA1 ACTA1:intronic:NM_001100.3 1 100 intronic NM_001100.3c.616+15CT>Tp.? -0.69, -2.18 Actin Actin, alpha-1, skeletal muscleADP binding,ATP binding,actin cytoskeleton,actin filament,blood microparticle,cell body,cellular response to organonitrogen compound,cytosol,extracellular exosome,extracellular space,filopodium,lamellipodium,mesenchyme migration,muscle contraction,muscle filament sliding,myosin binding,positive regulation of gene expression,protein binding,response to extracellular stimulus,response to lithium ion,response to mechanical stimulus,response to steroid hormone,sarcomere,skeletal muscle fiber adaptation,skeletal muscle fiber development,skeletal muscle thin filament assembly,stress fiber,striated muscle thin filament,structural constituent of cytoskeletonBone Diseases;Cardiomegaly;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Hypertrophy, Left Ventricular;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myopathies, Nemaline;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular Diseases;Scoliosis;Spinal Curvatures;Spinal Diseases4-Methyl-Histidine,Aplyronine A,Jaspisamide A,Kabiramide C,LATRUNCULIN B,Latrunculin A,Phosphoaminophosphonic Acid-Adenylate Ester,Reidispongiolide A,Reidispongiolide C,Sphinxolide B,Sucrose,Tmr,Ulapualide AAG=0, A=27 AG=0.0, A=1.0 0.00001 268.265 27 AG=0/0, A=9/18

chr6:90333599 G/G A G SNV ANKRD6 ANKRD6:exonic:NM_001242809.1 1 100 12 synonymous NM_001242809.1c.1041A>G p.(=) -0.91 0.34(COSM4161383)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Apolipoprotein A1/A4/E domainrs17292811 0.1631 YES 9.974E-1 (pos.90333599) neoplasm Ankyrin repeat domain-containing protein 6cytoplasm,intracellular membrane-bounded organelle,negative regulation of canonical Wnt signaling pathway,nucleus,positive regulation of JNK cascade,positive regulation of Wnt signaling pathway, planar cell polarity pathwayA=0, G=23 A=0.0, G=1.0 0.00001 316.748 23 A=0/0, G=10/13

chr15:40573716 G/G A G SNV ANKRD63 ANKRD63:exonic:NM_001190479.2 1 100 1 missense NM_001190479.2c.1072T>C p.Ser358Pro 1.89 1 74 0 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs4924446 1.0 (pos.40573716) A=0, G=77 A=0.0, G=1.0 0.00001 1229.33 77 A=0/0, G=14/63

chr6:35027927 C/C T C SNV ANKS1A ANKS1A:exonic:NM_015245.2 1 100 13 missense NM_015245.2c.2081T>C p.Leu694Ser 3.78 1 145 0 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Phosphotyrosine interaction domain (PTB/PID),SAM domain (Sterile alpha motif)rs820085 1.00E-04 1.0 (pos.35027927) cytosol,ephrin receptor binding,ephrin receptor signaling pathway,neuron projection,neuron remodeling,nucleoplasm,protein binding,regulation of ephrin receptor signaling pathway,substrate-dependent cell migrationArterial Occlusive Diseases;Arteriosclerosis;Autoimmune Diseases;Cardiovascular Diseases;Connective Tissue Diseases;Coronary Artery Disease;Coronary Disease;Heart Diseases;Immune System Diseases;Lupus Erythematosus, Systemic;Myocardial Ischemia;Scleroderma, Systemic;Skin Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesT=0, C=32 T=0.0, C=1.0 0.00001 485.14 32 T=0/0, C=23/9

chr6:35056443 G/G A G SNV ANKS1A ANKS1A:utr_3:NM_015245.2 1 100 24 utr_3 NM_015245.2c.3462A>G p.? -0.82 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Phosphotyrosine interaction domain (PTB/PID),SAM domain (Sterile alpha motif)rs2005 0.0893 YES cytosol,ephrin receptor binding,ephrin receptor signaling pathway,neuron projection,neuron remodeling,nucleoplasm,protein binding,regulation of ephrin receptor signaling pathway,substrate-dependent cell migrationArterial Occlusive Diseases;Arteriosclerosis;Autoimmune Diseases;Cardiovascular Diseases;Connective Tissue Diseases;Coronary Artery Disease;Coronary Disease;Heart Diseases;Immune System Diseases;Lupus Erythematosus, Systemic;Myocardial Ischemia;Scleroderma, Systemic;Skin Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesA=0, G=93 A=0.0, G=1.0 0.00001 1555.33 93 A=0/0, G=88/5

chr1:230825942 A/G A G SNV COG2 COG2:intronic:NM_007357.2 1 57.14 intronic NM_007357.2c.1934+43A>Gp.? 0.39 COG (conserved oligomeric Golgi) complex component, COG2,Domain of unknown function (DUF3510)rs3000064 0.4328 YES 1.146E-1 (pos.230825942) Component of oligomeric golgi complex 2ER to Golgi vesicle-mediated transport,Golgi membrane,Golgi organization,Golgi stack,Golgi transport complex,cytosol,intra-Golgi vesicle-mediated transport,membrane,protein binding,protein complex binding,protein transport,protein transporter activity,trans-Golgi network membraneA=9, G=12 A=0.4286, G=0.5714 0.00001 109.102 21 A=7/2, G=8/4

chr11:69934085 A/A G A SNV ANO1 ANO1:exonic:NM_018043.5 1 100 2 synonymous NM_018043.5c.336G>A p.(=) -1.13 0.07(COSM5033647),0.07(COSM5033648),0.07(COSM5033649)Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs10898112 0.2468 YES 4.032E-2;0.0 (pos.69934085)Wilms_tumour,carcinomaAnoctamin 1, calcium activated chloride channelapical plasma membrane,calcium activated cation channel activity,cation transmembrane transport,cation transport,cellular response to heat,chloride channel activity,chloride channel complex,chloride transmembrane transport,chloride transport,cytoplasm,detection of temperature stimulus involved in sensory perception of pain,extracellular exosome,integral component of membrane,intracellular calcium activated chloride channel activity,iodide transmembrane transporter activity,iodide transport,ion transmembrane transport,multicellular organism development,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of insulin secretion involved in cellular response to glucose stimulus,protein binding,protein dimerization activity,regulation of anion transmembrane transport,voltage-gated chloride channel activityCrofelemer G=0, A=67 G=0.0, A=1.0 0.00001 956.88 67 G=0/0, A=37/30

chr1:231057310 T/T C T SNV TTC13 TTC13:intronic:NM_024525.4 1 100 intronic NM_024525.4c.1815-60G>Ap.? 0.35 Tetratricopeptide repeatrs2275334 YES C=0, T=76 C=0.0, T=1.0 0.00001 1209.6 76 C=0/0, T=43/33

chr11:70007311 G/G A G SNV ANO1 ANO1:exonic:NM_018043.5 1 100 17 synonymous NM_018043.5c.1623A>G p.(=) -0.01 0.32(COSM4146239),0.32(COSM4146240),0.32(COSM4146241)Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs2276066 0.3398 YES 7.704E-1 (pos.70007311) acute_myeloid_leukaemia,neoplasmAnoctamin 1, calcium activated chloride channelapical plasma membrane,calcium activated cation channel activity,cation transmembrane transport,cation transport,cellular response to heat,chloride channel activity,chloride channel complex,chloride transmembrane transport,chloride transport,cytoplasm,detection of temperature stimulus involved in sensory perception of pain,extracellular exosome,integral component of membrane,intracellular calcium activated chloride channel activity,iodide transmembrane transporter activity,iodide transport,ion transmembrane transport,multicellular organism development,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of insulin secretion involved in cellular response to glucose stimulus,protein binding,protein dimerization activity,regulation of anion transmembrane transport,voltage-gated chloride channel activityCrofelemer A=0, G=80 A=0.0, G=1.0 0.00001 1289.07 80 A=0/0, G=47/33

chr11:70007392 G/G A G SNV ANO1 ANO1:exonic:NM_018043.5 1 100 17 synonymous NM_018043.5c.1704A>G p.(=) -8.35 0.01(COSM4418386),0.01(COSM4418387),0.01(COSM4418388)Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs2276067 0.3352 YES 7.699E-1 (pos.70007392) acute_myeloid_leukaemiaAnoctamin 1, calcium activated chloride channelapical plasma membrane,calcium activated cation channel activity,cation transmembrane transport,cation transport,cellular response to heat,chloride channel activity,chloride channel complex,chloride transmembrane transport,chloride transport,cytoplasm,detection of temperature stimulus involved in sensory perception of pain,extracellular exosome,integral component of membrane,intracellular calcium activated chloride channel activity,iodide transmembrane transporter activity,iodide transport,ion transmembrane transport,multicellular organism development,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of insulin secretion involved in cellular response to glucose stimulus,protein binding,protein dimerization activity,regulation of anion transmembrane transport,voltage-gated chloride channel activityCrofelemer A=0, G=84 A=0.0, G=1.0 0.00001 1370.17 84 A=0/0, G=41/43

chr1:232568293 G/G A G SNV SIPA1L2 SIPA1L2:intronic:NM_020808.4 1 100 intronic NM_020808.4c.4032-76T>Cp.? 0.3 C-terminal domain of SPAR protein,Rap/ran-GAPrs1547741 YES SIPA1-like protein 2GTPase activator activity,biological_process,cellular_component,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transductionBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersA=0, G=45 A=0.0, G=1.0 0.00001 747.392 45 A=0/0, G=20/25

chr1:232576998 T/A T A SNV SIPA1L2 SIPA1L2:intronic:NM_020808.4 1 45.45 intronic NM_020808.4c.3642+39A>Tp.? 0.15 C-terminal domain of SPAR protein,Rap/ran-GAPrs12036020,rs751732728 0.033 YES 0.0 (pos.232576997),5.624E-1 (pos.232576998)SIPA1-like protein 2GTPase activator activity,biological_process,cellular_component,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transductionBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersT=12, A=10 T=0.5455, A=0.4545 0.00001 81.7621 22 T=12/0, A=6/4

chr11:26587133 C/C T C SNV

ANO3,MUC1

5 MUC15:exonic:NM_001135091.1, ANO3:intronic:NM_031418.3 1
100

3 synonymous NM_031418.3, NM_001135091.1c.1447+5807T>C, c.354A>Gp.?, p.(=) -0.41 0(COSM4416577),0(COSM4416578)Calcium-activated chloride channel,Cell-membrane associated Mucin15,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs293980,rs747584011 0.2597 YES 4.571E-1;0.0 (pos.26587133)acute_myeloid_leukaemiaAnoctamin 3Golgi lumen,O-glycan processing,calcium activated galactosylceramide scrambling,calcium activated phosphatidylcholine scrambling,calcium activated phospholipid scrambling,chloride transmembrane transport,detection of mechanical stimulus,detection of temperature stimulus,extracellular region,integral component of membrane,intracellular calcium activated chloride channel activity,ion transmembrane transport,lipid transport,phospholipid scramblase activity,plasma membrane,protein dimerization activity,stimulatory C-type lectin receptor signaling pathwayBrain Diseases;Central Nervous System Diseases;Epilepsy;Nervous System Diseases;Seizures, FebrileT=0, C=84 T=0.0, C=1.0 0.00001 1370.17 84 T=0/0, C=23/61

chr11:22242729 C/C T C SNV ANO5 ANO5:exonic:NM_213599.2 1 100 5 synonymous NM_213599.2c.267T>C p.(=) -1.04 0.02(COSM3998372)Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs4312063 0.2004 YES 5.576E-1 (pos.22242729) acute_myeloid_leukaemia,carcinomaAnoctamin 5chloride transmembrane transport,chloride transport,endoplasmic reticulum membrane,integral component of membrane,intracellular,intracellular calcium activated chloride channel activity,ion transmembrane transport,plasma membrane,protein dimerization activity,vesicleBone Diseases;Bone Diseases, Developmental;Collagen Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Distal Myopathies;Genetic Diseases, Inborn;Muscular Atrophy;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Osteochondrodysplasias;Osteogenesis Imperfecta;Skin and Connective Tissue DiseasesBenign T=0, C=47 T=0.0, C=1.0 0.00001 789.324 47 T=0/0, C=17/30

chr2:242163359 A/A G A SNV ANO7 ANO7:exonic:NM_001001891.3 1 100 24 missense NM_001001891.3c.2734G>A p.Glu912Lys 1 0.1 56 0 0.05(COSM4133718)Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs7590653 0.2206 YES 5.78E-4 (pos.242163359) neoplasm calcium activated galactosylceramide scrambling,calcium activated phosphatidylcholine scrambling,calcium activated phosphatidylserine scrambling,calcium activated phospholipid scrambling,cell junction,chloride transmembrane transport,chloride transport,cytosol,endoplasmic reticulum,integral component of membrane,intracellular,intracellular calcium activated chloride channel activity,ion transmembrane transport,lipid transport,nucleus,phospholipid scramblase activity,plasma membrane,protein dimerization activityG=0, A=44 G=0.0, A=1.0 0.00001 726.558 44 G=0/0, A=32/12

chr1:23399932 T/T C T SNV KDM1A KDM1A:intronic:NM_001009999.2 1 100 intronic NM_001009999.2c.1734+36C>Tp.? -0.53 FAD binding domain,FAD dependent oxidoreductase,Flavin containing amine oxidoreductase,NAD(P)-binding Rossmann-like domain,Pyridine nucleotide-disulphide oxidoreductase,SWIRM domainrs967605 0.1709 YES 8.099E-1;0.0 (pos.23399932) Lysine-specific demethylase 1ADNA repair complex,MRF binding,alternative mRNA splicing, via spliceosome,androgen receptor binding,blood coagulation,cellular response to UV,cellular response to cAMP,cellular response to gamma radiation,cerebral cortex development,chromatin binding,demethylase activity,enzyme binding,flavin adenine dinucleotide binding,guanine metabolic process,histone H3-K4 demethylation,histone H3-K9 demethylation,histone deacetylase activity,histone deacetylation,histone demethylase activity,histone demethylase activity (H3-K4 specific),histone demethylase activity (H3-K9 specific),histone demethylase activity (H3-dimethyl-K4 specific),ligand-dependent nuclear receptor transcription coactivator activity,muscle cell development,negative regulation of DNA binding,negative regulation of DNA binding transcription factor activity,negative regulation of DNA damage response, signal transduction by p53 class mediator,negative regulation of intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,negaBronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Lung Diseases;Lung Neoplasms;Neoplasm Invasiveness;Neoplasms;Neoplasms by Site;Neoplastic Processes;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Vascular DiseasesC=0, T=31 C=0.0, T=1.0 0.00001 465.814 31 C=0/0, T=16/15

chr19:17438642 G/G A G SNV ANO8 ANO8:exonic:NM_020959.2 1 100 14 synonymous NM_020959.2c.2274T>C p.(=) -0.96 Calcium-activated chloride channelrs8102944 0.2919 YES 2.611E-1 (pos.17438642) cellular protein metabolic process,chloride transmembrane transport,chloride transport,endoplasmic reticulum lumen,integral component of membrane,intracellular calcium activated chloride channel activity,ion transmembrane transport,plasma membrane,post-translational protein modificationArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=0, G=61 A=0.0, G=1.0 0.00001 918.908 61 A=0/0, G=22/39

chr1:234454405 C/C A C SNV SLC35F3 SLC35F3:intronic:NM_173508.3 1 100 intronic NM_173508.3c.955-92A>Cp.? -0.66 EamA-like transporter family,Solute carrier family 35rs657010 integral component of membrane,thiamine transport A=0, C=21 A=0.0, C=1.0 0.00001 280.985 21 A=0/0, C=12/9

chr1:234454412 G/A G A SNV SLC35F3 SLC35F3:intronic:NM_173508.3 1 47.62 intronic NM_173508.3c.955-85G>Ap.? -1.07 EamA-like transporter family,Solute carrier family 35rs116179211 integral component of membrane,thiamine transport G=11, A=10 G=0.5238, A=0.4762 0.00001 82.29 21 G=7/4, A=5/5

chr1:235394541 C/C A C SNV ARID4B ARID4B:intronic:NM_016374.5 1 100 intronic NM_016374.5c.666-37T>Gp.? 0.02 ARID/BRIGHT DNA binding domain,RBB1NT (NUC162) domain,RNA binding activity-knot of a chromodomainrs7518225,rs758507423 0.4185 YES 2.696E-1;5.862E-4 (pos.235394541) AT-rich interactive domain-containing protein 4BDNA binding,biological_process,cellular_component,cytoplasm,establishment of Sertoli cell barrier,histone H3-K9 trimethylation,histone H4-K20 trimethylation,histone deacetylase activity,histone deacetylation,molecular_function,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of gene expression by genetic imprinting,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,spermatogenesis,transcription regulatory region DNA binding,transcription, DNA-templatedAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and EpithelialA=0, C=47 A=0.0, C=1.0 0.00001 671.621 47 A=0/0, C=22/25

chr1:235582924 T/G T G SNV TBCE TBCE:intronic:NM_001079515.2 1 51.85 intronic NM_001079515.2c.460+48T>Gp.? -0.07 CAP-Gly domain,Ubiquitin-like domainrs13374091 0.0295 YES 4.877E-4 (pos.235582924) Tubulin-specific chaperone Eadult locomotory behavior,chaperone binding,cytoplasm,developmental growth,microtubule,microtubule cytoskeleton organization,mitotic spindle organization,muscle atrophy,peripheral nervous system neuron axonogenesis,post-chaperonin tubulin folding pathway,post-embryonic development,protein binding,protein foldingAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Calcium Metabolism Disorders;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Epilepsy;Genetic Diseases, Inborn;Hyperostosis;Hyperostosis, Cortical, Congenital;Hypocalcemia;Hypoparathyroidism;Infant, Newborn, Diseases;Intellectual Disability;Mental Disorders;Metabolic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Osteochondrodysplasias;Osteosclerosis;Overnutrition;Parathyroid Diseases;Seizures;Water-Electrolyte ImbalanceT=26, G=28 T=0.4815, G=0.5185 0.00001 277.148 54 T=13/13, G=11/17

chr11:433387 G/G A G SNV ANO9 ANO9:exonic:NM_001012302.2 1 100 4 missense NM_001012302.2c.277T>C p.Phe93Leu 3.61 1 22 0 0(COSM4145701)Calcium-activated chloride channelrs7395065,rs766579871 4.634E-4 (pos.433376),9.995E-1 (pos.433387)malignant_melanoma,neoplasm,squamous_cell_carcinomacalcium activated galactosylceramide scrambling,calcium activated phosphatidylcholine scrambling,calcium activated phosphatidylserine scrambling,chloride transmembrane transport,chloride transport,integral component of membrane,intracellular,intracellular calcium activated chloride channel activity,ion transmembrane transport,lipid transport,negative regulation of intracellular calcium activated chloride channel activity,phospholipid scramblase activity,plasma membrane,protein bindingA=0, G=43 A=0.0, G=1.0 0.00001 705.844 43 A=0/0, G=26/17

chr1:235647631 T/T G T SNV B3GALNT2 B3GALNT2:intronic:NM_152490.4 1 100 intronic NM_152490.4c.555+7C>Ap.? -1.93 0(COSM5904676)Galactosyltransferasers291387 0.4985 YES 8.609E-1 (pos.235647631)basal_cell_carcinomaBeta-1,3-N-acetylgalactosaminyltransferase 2Golgi membrane,acetylgalactosaminyltransferase activity,acetylglucosaminyltransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,galactosyltransferase activity,integral component of membrane,protein O-linked glycosylation,protein glycosylationCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Nervous System Diseases;Nervous System Malformations;Walker-Warburg SyndromeG=0, T=42 G=0.0, T=1.0 0.00001 685.22 42 G=0/0, T=20/22

chr4:165118652 T/T C T SNV

ANP32C,MA

RCH1 MARCH1:intronic:NM_001166373.1, ANP32C:exonic:NM_012403.1 1
100

1 missense NM_001166373.1, NM_012403.1c.-112-85838G>A, c.212G>Ap.?, p.Arg71Lys 3.47 0 26 0.57 0.1(COSM4999319)Leucine Rich Repeat,Leucine Rich repeat,Leucine Rich repeats (2 copies),Leucine-rich repeat,RING-variant domainrs2288675 0.4941 YES 1.8E-1 (pos.165118652) carcinoma,ductal_carcinomaAcidic leucine-rich nuclear phosphoprotein 32 family, member C,Membrane-associated RING-CH finger protein 1MHC protein binding,antigen processing and presentation of peptide antigen via MHC class II,cytoplasmic vesicle membrane,early endosome membrane,endoplasmic reticulum membrane,endosome,histone binding,histone exchange,immune response,integral component of membrane,late endosome membrane,lysosomal membrane,lysosome,nucleocytoplasmic transport,nucleosome assembly,nucleus,plasma membrane,protein polyubiquitination,regulation of apoptotic process,trans-Golgi network membrane,ubiquitin protein ligase activity,ubiquitin-protein transferase activity,zinc ion bindingC=0, T=32 C=0.0, T=1.0 0.00001 485.141 32 C=0/0, T=4/28

chr1:235860340 T/T C T SNV

LYST,MIR50

96 MIR5096:intronic_nc:NR_039973.1, LYST:intronic:NM_000081.3 1
100

intronic NR_039973.1, NM_000081.3c.10564+43G>Ap.? -1.5 Beige/BEACH domain,PH domain associated with Beige/BEACH,WD domain, G-beta repeatrs7541057 0.4907 YES 5.353E-2 (pos.235860340) Lysosomal trafficking regulatorcytoplasm,defense response to bacterium,defense response to protozoan,defense response to virus,endosome to lysosome transport via multivesicular body sorting pathway,leukocyte chemotaxis,lysosome organization,mast cell secretory granule organization,melanosome organization,microtubule cytoskeleton,natural killer cell mediated cytotoxicity,pigmentation,protein binding,protein transportChediak-Higashi Syndrome;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Leukocyte Disorders;Phagocyte Bactericidal DysfunctionBenign C=0, T=58 C=0.0, T=1.0 0.00001 867.074 58 C=0/0, T=30/28

chr1:235909485 C/C T C SNV LYST LYST:intronic:NM_000081.3 1 100 intronic NM_000081.3c.7972+151A>Gp.? -0.03 Beige/BEACH domain,PH domain associated with Beige/BEACH,WD domain, G-beta repeatrs10926565 YES Lysosomal trafficking regulatorcytoplasm,defense response to bacterium,defense response to protozoan,defense response to virus,endosome to lysosome transport via multivesicular body sorting pathway,leukocyte chemotaxis,lysosome organization,mast cell secretory granule organization,melanosome organization,microtubule cytoskeleton,natural killer cell mediated cytotoxicity,pigmentation,protein binding,protein transportChediak-Higashi Syndrome;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Leukocyte Disorders;Phagocyte Bactericidal DysfunctionT=0, C=20 T=0.0, C=1.0 0.00001 263.784 20 T=0/0, C=13/7

chr4:165118796 A/A G A SNV

ANP32C,MA

RCH1 MARCH1:intronic:NM_001166373.1, ANP32C:exonic:NM_012403.1 1
100

1 missense NM_001166373.1, NM_012403.1c.-112-85982C>T, c.68C>Tp.?, p.Ala23Val 4.21 1 64 0.007 Leucine Rich Repeat,Leucine Rich repeat,Leucine Rich repeats (2 copies),Leucine-rich repeat,RING-variant domainrs2288674 0.4936 YES 1.775E-1;0.0 (pos.165118796) Acidic leucine-rich nuclear phosphoprotein 32 family, member C,Membrane-associated RING-CH finger protein 1MHC protein binding,antigen processing and presentation of peptide antigen via MHC class II,cytoplasmic vesicle membrane,early endosome membrane,endoplasmic reticulum membrane,endosome,histone binding,histone exchange,immune response,integral component of membrane,late endosome membrane,lysosomal membrane,lysosome,nucleocytoplasmic transport,nucleosome assembly,nucleus,plasma membrane,protein polyubiquitination,regulation of apoptotic process,trans-Golgi network membrane,ubiquitin protein ligase activity,ubiquitin-protein transferase activity,zinc ion bindingG=0, A=57 G=0.0, A=1.0 0.00001 849.607 57 G=0/0, A=23/34

chr15:90349558 T/T C T SNV ANPEP ANPEP:exonic:NM_001150.2 1 100 2 missense NM_001150.2c.257G>A p.Arg86Gln -0.4 0.39 43 0 0.02(COSM4984858)ERAP1-like C-terminal domain,Peptidase family M1 domainrs25653 0.4749 YES 4.66E-1 (pos.90349558) rhabdomyosarcomaAlanyl (membrane) aminopeptidase (aminopeptidase N, aminopeptidase M, microsomal aminopeptidase, CD13, p150)aminopeptidase activity,angiogenesis,cell differentiation,cell-cell signaling,endoplasmic reticulum-Golgi intermediate compartment,external side of plasma membrane,extracellular exosome,extracellular space,integral component of membrane,lysosomal membrane,metalloaminopeptidase activity,metallopeptidase activity,neutrophil degranulation,nucleus,peptide binding,peptide catabolic process,plasma membrane,proteolysis,receptor activity,regulation of blood pressure,secretory granule membrane,signal transduction,viral entry into host cell,virus receptor activity,zinc ion bindingFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsEzetimibe,Icatibant C=0, T=25 C=0.0, T=1.0 0.00001 352.765 25 C=0/0, T=8/17

chr4:80905990 G/G C G SNV ANTXR2 ANTXR2:exonic:NM_001145794.1 1 100 13 missense NM_001145794.1c.1069G>C p.Ala357Pro 2.24 1 27 0 0.01(COSM3760782),0.01(COSM3760783)Anthrax receptor C-terminus region,Anthrax receptor extracellular domain,von Willebrand factor type A domainrs12647691,rs386676514,rs556120147,rs7748512040.2926 YES 1.143E-2;0.0;0.0 (pos.80905989),1.528E-4;0.0;0.0 (pos.80905987),9.468E-1;1.258E-4;0.0 (pos.80905990)adenocarcinomaAnthrax toxin receptor 2endoplasmic reticulum membrane,endosome membrane,external side of plasma membrane,extracellular region,integral component of membrane,metal ion binding,plasma membrane,protein binding,receptor activity,reproductive process,toxin transportAnkylosis;Arthritis;Bone Diseases;Bone Diseases, Metabolic;Bone Resorption;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Fibroma;Genetic Diseases, Inborn;Gingival Diseases;Gingival Hypertrophy;Gingival Overgrowth;Hyalinosis, Systemic;Joint Diseases;Mouth Diseases;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Fibrous Tissue;Osteolysis;Osteoporosis;Periodontal Diseases;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, Ankylosing;Stomatognathic DiseasesBenign C=0, G=76 C=0.0, G=1.0 0.00001 1209.6 76 C=0/0, G=18/58

chr4:169086441 G/G A G SNV ANXA10 ANXA10:exonic:NM_007193.4 1 100 6 synonymous NM_007193.4c.444A>G p.(=) -1.26 0.03(COSM149756)Annexin rs4405979 0.4164 YES 2.296E-1 (pos.169086441)adenocarcinoma,epithelial_predominantAnnexin A10 calcium ion binding,calcium-dependent phospholipid binding,mitochondrion,protein bindingA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=7/13

chr8:124693444 T/T C T SNV ANXA13 ANXA13:utr_3:NM_001003954.2 1 100 12 utr_3 NM_001003954.2c.1110G>A p.? -0.6 Annexin rs3739283 0.2793 YES 4.138E-1 (pos.124693444) apical plasma membrane,basolateral plasma membrane,calcium ion binding,calcium-dependent phospholipid binding,cell differentiation,exocytic vesicle,extracellular exosome,extracellular space,membrane raft,negative regulation of Golgi to plasma membrane protein transport,nucleoplasm,phosphatidylcholine binding,phosphatidylglycerol binding,phosphatidylserine binding,plasma membrane,positive regulation of Golgi to plasma membrane protein transportC=0, T=28 C=0.0, T=1.0 0.00001 413.152 28 C=0/0, T=13/15

chr1:236706352 C/C A C SNV LGALS8 LGALS8:intronic:NM_006499.4 1 100 intronic NM_006499.4c.675+12A>Cp.? 0.22 Galactoside-binding lectinrs2758174 0.3187 YES 4.912E-1 (pos.236706352) Lectin, galactoside-binding, soluble, 8carbohydrate binding,cellular response to virus,cytoplasm,cytoplasmic vesicle,cytosol,extracellular exosome,extracellular space,integrin binding,lymphatic endothelial cell migration,membrane,protein binding,xenophagyA=0, C=20 A=0.0, C=1.0 0.00001 263.786 20 A=0/0, C=6/14

chr1:236706780 T/T C T SNV LGALS8 LGALS8:intronic:NM_006499.4 1 100 intronic NM_006499.4c.676-80C>Tp.? -0.62 Galactoside-binding lectinrs2243527 YES 6.947E-1 (pos.236706780) Lectin, galactoside-binding, soluble, 8carbohydrate binding,cellular response to virus,cytoplasm,cytoplasmic vesicle,cytosol,extracellular exosome,extracellular space,integrin binding,lymphatic endothelial cell migration,membrane,protein binding,xenophagyC=0, T=70 C=0.0, T=1.0 0.00001 1090.58 70 C=0/0, T=45/25

chr1:236707007 T/T C T SNV LGALS8 LGALS8:intronic:NM_006499.4 1 100 intronic NM_006499.4c.764+59C>Tp.? -1.18 Galactoside-binding lectinrs2799410 YES Lectin, galactoside-binding, soluble, 8carbohydrate binding,cellular response to virus,cytoplasm,cytoplasmic vesicle,cytosol,extracellular exosome,extracellular space,integrin binding,lymphatic endothelial cell migration,membrane,protein binding,xenophagyC=0, T=66 C=0.0, T=1.0 0.00001 1015.3 66 C=0/0, T=30/36

chr1:236708224 C/C A C SNV LGALS8 LGALS8:intronic:NM_006499.4 1 100 intronic NM_006499.4c.930+9A>Cp.? -0.55 0.19(COSM3997353)Galactoside-binding lectinrs2244063,rs751465934 0.3177 YES 0.0 (pos.236708223),4.912E-1 (pos.236708224)acute_myeloid_leukaemiaLectin, galactoside-binding, soluble, 8carbohydrate binding,cellular response to virus,cytoplasm,cytoplasmic vesicle,cytosol,extracellular exosome,extracellular space,integrin binding,lymphatic endothelial cell migration,membrane,protein binding,xenophagyA=0, C=115 A=0.0, C=1.0 0.00001 1830.96 115 A=0/0, C=48/67

chr8:124749610 T/T C T SNV ANXA13 ANXA13:utr_5:NM_001003954.2 1 100 1 utr_5 NM_001003954.2c.-36G>A p.? -0.48 Annexin rs6470179 0.0772 YES 9.987E-1 (pos.124749610) apical plasma membrane,basolateral plasma membrane,calcium ion binding,calcium-dependent phospholipid binding,cell differentiation,exocytic vesicle,extracellular exosome,extracellular space,membrane raft,negative regulation of Golgi to plasma membrane protein transport,nucleoplasm,phosphatidylcholine binding,phosphatidylglycerol binding,phosphatidylserine binding,plasma membrane,positive regulation of Golgi to plasma membrane protein transportC=0, T=20 C=0.0, T=1.0 0.00001 263.782 20 C=0/0, T=12/8

chr22:29727866 T/T C T SNV AP1B1 AP1B1:exonic:NM_001127.3 1 100 18 synonymous NM_001127.3c.2349G>A p.(=) -5.1 0.01(COSM3759109),0.01(COSM3759110)Adaptin C-terminal domain,Adaptin N terminal region,Beta2-adaptin appendage, C-terminal sub-domain,HEAT repeats,non-SMC mitotic condensation complex subunit 1rs174765 0.4456 YES 6.915E-1;0.0 (pos.29727866)adenocarcinoma,hepatocellular_carcinoma,lymphoid_neoplasm,neoplasmAdaptor-related protein complex 1, beta 1 subunit (adaptin, beta)Golgi apparatus,Golgi membrane,antigen processing and presentation of exogenous peptide antigen via MHC class II,clathrin adaptor complex,clathrin-coated endocytic vesicle membrane,cytoplasmic vesicle membrane,cytosol,determination of left/right symmetry,heart development,intracellular membrane-bounded organelle,intracellular protein transport,lysosomal membrane,membrane coat,protein binding,protein kinase binding,protein transporter activity,regulation of defense response to virus by virus,trans-Golgi network membrane,transporter activity,vesicle-mediated transportC=0, T=24 C=0.0, T=1.0 0.00001 334.789 24 C=0/0, T=14/10

chr1:236719259 A/A G A SNV HEATR1 HEATR1:intronic:NM_018072.5 1 100 intronic NM_018072.5c.5515-20C>Tp.? 1.88 BP28CT (NUC211) domain,U3 small nucleolar RNA-associated protein 10rs1885534 0.3772 YES 3.99E-1 (pos.236719259) 90S preribosome,RNA binding,fibrillar center,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),membrane,mitochondrion,nucleolus,nucleoplasm,positive regulation of rRNA processing,positive regulation of transcription from RNA polymerase I promoter,protein binding,rRNA processing,small-subunit processome,snoRNA binding,t-UTP complex,transcription, DNA-templatedG=0, A=85 G=0.0, A=1.0 0.00001 1388.95 85 G=0/0, A=57/28

chr22:29727886 C/C T C SNV AP1B1 AP1B1:exonic:NM_001127.3 1 100 18 missense NM_001127.3c.2329A>G p.Thr777Ala 2.48 1 58 0 0.09(COSM4156120),0.09(COSM4156121)Adaptin C-terminal domain,Adaptin N terminal region,Beta2-adaptin appendage, C-terminal sub-domain,HEAT repeats,non-SMC mitotic condensation complex subunit 1rs2857465 1.00E-04 9.998E-1 (pos.29727886) neoplasm Adaptor-related protein complex 1, beta 1 subunit (adaptin, beta)Golgi apparatus,Golgi membrane,antigen processing and presentation of exogenous peptide antigen via MHC class II,clathrin adaptor complex,clathrin-coated endocytic vesicle membrane,cytoplasmic vesicle membrane,cytosol,determination of left/right symmetry,heart development,intracellular membrane-bounded organelle,intracellular protein transport,lysosomal membrane,membrane coat,protein binding,protein kinase binding,protein transporter activity,regulation of defense response to virus by virus,trans-Golgi network membrane,transporter activity,vesicle-mediated transportT=0, C=23 T=0.0, C=1.0 0.00001 314.079 23 T=0/0, C=12/11

chr22:29755888 T/C T C SNV AP1B1 AP1B1:exonic:NM_001127.3 1 46.88 4 synonymous NM_001127.3c.204A>G p.(=) 1.95 0.3(COSM3759111),0.3(COSM3759112)Adaptin C-terminal domain,Adaptin N terminal region,Beta2-adaptin appendage, C-terminal sub-domain,HEAT repeats,non-SMC mitotic condensation complex subunit 1rs2072051 0.4533 YES 7.146E-1 (pos.29755888) adenocarcinomaAdaptor-related protein complex 1, beta 1 subunit (adaptin, beta)Golgi apparatus,Golgi membrane,antigen processing and presentation of exogenous peptide antigen via MHC class II,clathrin adaptor complex,clathrin-coated endocytic vesicle membrane,cytoplasmic vesicle membrane,cytosol,determination of left/right symmetry,heart development,intracellular membrane-bounded organelle,intracellular protein transport,lysosomal membrane,membrane coat,protein binding,protein kinase binding,protein transporter activity,regulation of defense response to virus by virus,trans-Golgi network membrane,transporter activity,vesicle-mediated transportT=34, C=30 T=0.5313, C=0.4688 0.00001 288.133 64 T=9/25, C=17/13

chr19:2138654 T/G T G SNV AP3D1 AP3D1:exonic:NM_001261826.1 1 58.33 2 synonymous NM_001261826.1c.156A>C p.(=) 0.77 0.36(COSM4131538),0.36(COSM4131539),0.36(COSM4131540)AP-3 complex subunit delta-1,Adaptin N terminal region,non-SMC mitotic condensation complex subunit 1rs25672 0.4269 YES 2.057E-1 (pos.2138654) ductal_carcinoma,neoplasmAdaptor-related protein complex 3, delta-1 subunitAP-3 adaptor complex,Golgi apparatus,Golgi membrane,anterograde axonal transport,anterograde synaptic vesicle transport,antigen processing and presentation, exogenous lipid antigen via MHC class Ib,axon cytoplasm,endosome membrane,endosome to melanosome transport,eye pigment biosynthetic process,intracellular protein transport,lysosomal membrane,melanosome organization,membrane,neurotransmitter receptor transport, postsynaptic endosome to lysosome,plasma membrane,positive regulation of NK T cell differentiation,presynaptic endosome,protein localization to membrane,regulation of sequestering of zinc ion,synaptic vesicle budding from endosome,synaptic vesicle membrane organization,terminal bouton,transporter activity,vesicle-mediated transportAlbinism;Amino Acid Metabolism, Inborn Errors;Blood Coagulation Disorders;Blood Platelet Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Platelet Storage Pool Deficiency;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesT=10, G=14 T=0.4167, G=0.5833 0.00001 135.337 24 T=4/6, G=4/10

chr1:236746275 C/C G C SNV HEATR1 HEATR1:intronic:NM_018072.5 1 100 intronic NM_018072.5c.2425+38C>Gp.? -1.3 BP28CT (NUC211) domain,U3 small nucleolar RNA-associated protein 10rs2794769,rs563091846 0.3109 YES 0.0 (pos.236746264),6.298E-1 (pos.236746275) 90S preribosome,RNA binding,fibrillar center,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),membrane,mitochondrion,nucleolus,nucleoplasm,positive regulation of rRNA processing,positive regulation of transcription from RNA polymerase I promoter,protein binding,rRNA processing,small-subunit processome,snoRNA binding,t-UTP complex,transcription, DNA-templatedG=0, C=22 G=0.0, C=1.0 0.00001 298.892 22 G=0/0, C=12/10

chr1:114424601 C/T C T SNV

AP4B1-

AS1,BCL2L1

5 AP4B1-AS1:intronic_nc:NR_037864.1, BCL2L15:exonic:NM_001010922.21

98.72

3 missense NR_037864.1, NM_001010922.2c.268G>A p.Asp90Asn -1.53 1 23 0.001 rs1217381 1.00E-04 1.0 (pos.114424601) apoptotic process,cytosol,nucleus,protein binding,regulation of apoptotic processC=1, T=77 C=0.0128, T=0.9872 0.00001 1213.92 78 C=0/1, T=33/44

chr1:236749817 T/T C T SNV HEATR1 HEATR1:intronic:NM_018072.5 1 100 intronic NM_018072.5c.1716-65G>Ap.? -0.31 BP28CT (NUC211) domain,U3 small nucleolar RNA-associated protein 10rs2799420 YES 90S preribosome,RNA binding,fibrillar center,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),membrane,mitochondrion,nucleolus,nucleoplasm,positive regulation of rRNA processing,positive regulation of transcription from RNA polymerase I promoter,protein binding,rRNA processing,small-subunit processome,snoRNA binding,t-UTP complex,transcription, DNA-templatedC=0, T=39 C=0.0, T=1.0 0.00001 616.245 39 C=0/0, T=16/23

chr1:236759060 C/C T C SNV HEATR1 HEATR1:intronic:NM_018072.5 1 100 intronic NM_018072.5c.956+73A>Gp.? 0.76 BP28CT (NUC211) domain,U3 small nucleolar RNA-associated protein 10rs2794750 YES 90S preribosome,RNA binding,fibrillar center,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),membrane,mitochondrion,nucleolus,nucleoplasm,positive regulation of rRNA processing,positive regulation of transcription from RNA polymerase I promoter,protein binding,rRNA processing,small-subunit processome,snoRNA binding,t-UTP complex,transcription, DNA-templatedT=0, C=42 T=0.0, C=1.0 0.00001 685.139 42 T=0/0, C=13/29

chr14:57755564 A/A G A SNV AP5M1 AP5M1:exonic:NM_018229.3 1 100 8 missense NM_018229.3c.1435G>A p.Ala479Thr 7.05 0 58 0.773 0.99(COSM3754013)Adaptor complexes medium subunit familyrs35759976 0.071 YES 1.156E-4 (pos.57755564) adenocarcinoma,clear_cell_renal_cell_carcinomaAdaptor-related protein complex 5, mu-1 subunitAP-type membrane coat adaptor complex,cytosol,endosomal transport,late endosome,late endosome membrane,lysosomal membrane,lysosome,membrane,protein binding,protein transportAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, A=46 G=0.0, A=1.0 0.00001 752.181 46 G=0/0, A=16/30

chr19:3752874 G/G A G SNV

APBA3,MIR1

268A MIR1268A:intronic_nc:NR_031672.1, APBA3:exonic:NM_004886.3 1
100

7 missense NR_031672.1, NM_004886.3c.1126T>C p.Cys376Arg 0.93 0.07 180 0 0.07(COSM3200339),0.31(COSM3756704)PDZ domain (Also known as DHR or GLGF),Phosphotyrosine interaction domain (PTB/PID)rs8102086 0.4483 YES 6.541E-1;0.0 (pos.3752874)adenocarcinoma,neoplasm,squamous_cell_carcinomaAmyloid beta A4 precursor protein-binding, family A, member 3amyloid-beta binding,chemical synaptic transmission,enzyme binding,enzyme inhibitor activity,in utero embryonic development,negative regulation of catalytic activity,perinuclear region of cytoplasm,protein binding,protein transport,regulation of gene expressionA=0, G=25 A=0.0, G=1.0 0.00001 356.859 25 A=0/0, G=18/7

chr1:236883564 A/A G A SNV ACTN2 ACTN2:intronic:NM_001103.3 1 100 intronic NM_001103.3c.448+73G>Ap.? -0.49 CAMSAP CH domain,Ca2+ insensitive EF hand,Calponin homology (CH) domain,EF-hand domain pair,Spectrin repeatrs1341862 YES Actinin, alpha-2FATZ binding,LIM domain binding,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Z disc,actin filament,actin filament binding,actin filament uncapping,calcium ion binding,cardiac muscle cell development,cell adhesion,cortical actin cytoskeleton,cytoskeletal protein binding,cytoskeleton,cytosol,dendritic spine,extracellular exosome,extracellular region,filopodium,focal adhesion,focal adhesion assembly,identical protein binding,integrin binding,ion channel binding,microspike assembly,muscle filament sliding,negative regulation of potassium ion transmembrane transporter activity,negative regulation of potassium ion transport,negative regulation of protein localization to cell surface,phosphatidylinositol-4,5-bisphosphate binding,phospholipase C-activating angiotensin-activated signaling pathway,plasma membrane,platelet alpha granule lumen,platelet degranulation,positive regulation of cation channel activity,positive regulation of endocytic recycling,positive regulation of potassium ion transmembrane tAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve DiseasesG=0, A=125 G=0.0, A=1.0 0.00001 2034.05 125 G=0/0, A=34/91

chr1:236902594 G/G C G SNV ACTN2 ACTN2:intronic:NM_001103.3 1 100 intronic NM_001103.3c.877-8C>Gp.? 1.53 CAMSAP CH domain,Ca2+ insensitive EF hand,Calponin homology (CH) domain,EF-hand domain pair,Spectrin repeatrs2288601 0.2237 YES 7.994E-1;0.0 (pos.236902594) Actinin, alpha-2FATZ binding,LIM domain binding,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Z disc,actin filament,actin filament binding,actin filament uncapping,calcium ion binding,cardiac muscle cell development,cell adhesion,cortical actin cytoskeleton,cytoskeletal protein binding,cytoskeleton,cytosol,dendritic spine,extracellular exosome,extracellular region,filopodium,focal adhesion,focal adhesion assembly,identical protein binding,integrin binding,ion channel binding,microspike assembly,muscle filament sliding,negative regulation of potassium ion transmembrane transporter activity,negative regulation of potassium ion transport,negative regulation of protein localization to cell surface,phosphatidylinositol-4,5-bisphosphate binding,phospholipase C-activating angiotensin-activated signaling pathway,plasma membrane,platelet alpha granule lumen,platelet degranulation,positive regulation of cation channel activity,positive regulation of endocytic recycling,positive regulation of potassium ion transmembrane tAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve DiseasesBenign/Likely benignC=0, G=39 C=0.0, G=1.0 0.00001 623.98 39 C=0/0, G=19/20

chr1:236902865 A/C A C SNV ACTN2 ACTN2:intronic:NM_001103.3 1 57.58 intronic NM_001103.3c.1107+33A>Cp.? 0.5 CAMSAP CH domain,Ca2+ insensitive EF hand,Calponin homology (CH) domain,EF-hand domain pair,Spectrin repeatrs2288602 0.343 YES 5.204E-1 (pos.236902865) Actinin, alpha-2FATZ binding,LIM domain binding,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Z disc,actin filament,actin filament binding,actin filament uncapping,calcium ion binding,cardiac muscle cell development,cell adhesion,cortical actin cytoskeleton,cytoskeletal protein binding,cytoskeleton,cytosol,dendritic spine,extracellular exosome,extracellular region,filopodium,focal adhesion,focal adhesion assembly,identical protein binding,integrin binding,ion channel binding,microspike assembly,muscle filament sliding,negative regulation of potassium ion transmembrane transporter activity,negative regulation of potassium ion transport,negative regulation of protein localization to cell surface,phosphatidylinositol-4,5-bisphosphate binding,phospholipase C-activating angiotensin-activated signaling pathway,plasma membrane,platelet alpha granule lumen,platelet degranulation,positive regulation of cation channel activity,positive regulation of endocytic recycling,positive regulation of potassium ion transmembrane tAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve DiseasesA=14, C=19 A=0.4242, C=0.5758 0.00001 204.394 33 A=11/3, C=9/10

chr1:236902955 C/C T C SNV ACTN2 ACTN2:intronic:NM_001103.3 1 100 intronic NM_001103.3c.1107+123T>Cp.? -0.37 CAMSAP CH domain,Ca2+ insensitive EF hand,Calponin homology (CH) domain,EF-hand domain pair,Spectrin repeatrs7544174 YES Actinin, alpha-2FATZ binding,LIM domain binding,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Z disc,actin filament,actin filament binding,actin filament uncapping,calcium ion binding,cardiac muscle cell development,cell adhesion,cortical actin cytoskeleton,cytoskeletal protein binding,cytoskeleton,cytosol,dendritic spine,extracellular exosome,extracellular region,filopodium,focal adhesion,focal adhesion assembly,identical protein binding,integrin binding,ion channel binding,microspike assembly,muscle filament sliding,negative regulation of potassium ion transmembrane transporter activity,negative regulation of potassium ion transport,negative regulation of protein localization to cell surface,phosphatidylinositol-4,5-bisphosphate binding,phospholipase C-activating angiotensin-activated signaling pathway,plasma membrane,platelet alpha granule lumen,platelet degranulation,positive regulation of cation channel activity,positive regulation of endocytic recycling,positive regulation of potassium ion transmembrane tAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve DiseasesT=0, C=32 T=0.0, C=1.0 0.00001 485.126 32 T=0/0, C=18/14

chr1:23710805 G/G A G SNV TCEA3 TCEA3:intronic:NM_003196.2 1 100 intronic NM_003196.2c.1038+34T>Cp.? -0.1 TFIIS helical bundle-like domain,Transcription factor S-II (TFIIS),Transcription factor S-II (TFIIS), central domainrs605468 0.0825 YES 9.177E-1 (pos.23710805) Transcription elongation factor A, 3DNA binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingA=0, G=80 A=0.0, G=1.0 0.00001 1289.34 80 A=0/0, G=21/59

chr1:23735241 T/T G T SNV TCEA3 TCEA3:intronic:NM_003196.2 1 100 intronic NM_003196.2c.381-22C>Ap.? 1.64 TFIIS helical bundle-like domain,Transcription factor S-II (TFIIS),Transcription factor S-II (TFIIS), central domainrs1198423 0.1283 YES 8.998E-1 (pos.23735241) Transcription elongation factor A, 3DNA binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingG=0, T=25 G=0.0, T=1.0 0.00001 353.019 25 G=0/0, T=10/15

chr1:23765799 GC/G GC G INDEL ASAP3 ASAP3:intronic:NM_017707.3 1 50 intronic NM_017707.3c.945-76GC>Cp.? 1.11, -0.72 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),BAR domain of APPL family,PH domain,Putative GTPase activating protein for ArfARF GTPase-activating protein with SH3 domain, ankyrin repeat, and PH domain 3GTPase activator activity,cell migration,cytosol,focal adhesion,intracellular membrane-bounded organelle,metal ion binding,nucleoplasm,positive regulation of GTPase activity,protein binding,regulation of stress fiber assembly,ruffleGC=11, G=11GC=0.5, G=0.5 0.00001 77.2508 22 GC=1/10, G=8/3

chr1:237670140 A/G A G SNV RYR2 RYR2:intronic:NM_001035.2 1 50 intronic NM_001035.2c.2718+26A>Gp.? 0.33 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2618702 0.3422 YES 7.145E-1 (pos.237670140) Ryanodine receptor-2 (cardiac)BMP signaling pathway,Purkinje myocyte to ventricular cardiac muscle cell signaling,Z disc,calcium channel activity,calcium channel complex,calcium ion binding,calcium ion transport,calcium ion transport into cytosol,calcium-induced calcium release activity,calcium-mediated signaling,calcium-mediated signaling using intracellular calcium source,calcium-release channel activity,calmodulin binding,canonical Wnt signaling pathway,cardiac muscle contraction,cardiac muscle hypertrophy,cell,cell communication by electrical coupling involved in cardiac conduction,cellular calcium ion homeostasis,cellular response to caffeine,cellular response to epinephrine stimulus,detection of calcium ion,embryonic heart tube morphogenesis,enzyme binding,establishment of protein localization to endoplasmic reticulum,extracellular exosome,identical protein binding,integral component of membrane,ion channel binding,ion transmembrane transport,junctional sarcoplasmic reticulum membrane,left ventricular cardiac muscle tissue morphogenACMG Recommendations...;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Cardiomyopathies;Endocrine System Diseases;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Mental Disorders;Myocardial Ischemia;Neurodevelopmental Disorders;Schizophrenia, Childhood;Tachycardia;Tachycardia, Ventricular;Vascular Diseases;Ventricular FibrillationCalcium Citrate,Calcium Phosphate,TetracaineBenign A=11, G=11 A=0.5, G=0.5 0.00001 94.6067 22 A=6/5, G=4/7

chr3:49721532 A/A G A SNV APEH,MST1 MST1:exonic:NM_020998.3, APEH:downstream:NM_001640.3 1 100 18 missense NM_001640.3, NM_020998.3c.*757G>A, c.2107C>Tp.?, p.Arg703Cys 1.07 0.01 180 0.727 0.65(COSM149393)Kringle domain,PAN domain,Trypsinrs3197999 0.2936 YES 5.194E-2 (pos.49721532) adenocarcinoma,rhabdomyosarcoma,squamous_cell_carcinomaMacrophage-stimulating-1 (hepatocyte growth factor-like),N-acylaminoacyl-peptide hydrolase,Serine/threonine protein kinase 4RNA binding,amyloid-beta metabolic process,cellular response to hypoxia,cytosol,embryo implantation,enzyme binding,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule lumen,flagellated sperm motility,hepatocyte growth factor receptor signaling pathway,identical protein binding,mammary duct terminal end bud growth,negative regulation of epithelial cell apoptotic process,negative regulation of gluconeogenesis,neutrophil degranulation,nuclear membrane,omega peptidase activity,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,protein binding,proteolysis,receptor tyrosine kinase binding,regulation of JAK-STAT cascade,regulation of cAMP-dependent protein kinase activity,regulation of macrophage chemotaxis,serine-type endopeptidase activity,spermatogenesis,translational termination,vacuoleBile Duct Diseases;Biliary Tract Diseases;Cholangitis;Cholangitis, Sclerosing;Colitis;Colitis, Ulcerative;Colonic Diseases;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=9/11

chr1:237765470 A/T A T SNV RYR2 RYR2:intronic:NM_001035.2 1 56 intronic NM_001035.2c.4683+59A>Tp.? 0.45 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs791541 0.4598 YES Ryanodine receptor-2 (cardiac)BMP signaling pathway,Purkinje myocyte to ventricular cardiac muscle cell signaling,Z disc,calcium channel activity,calcium channel complex,calcium ion binding,calcium ion transport,calcium ion transport into cytosol,calcium-induced calcium release activity,calcium-mediated signaling,calcium-mediated signaling using intracellular calcium source,calcium-release channel activity,calmodulin binding,canonical Wnt signaling pathway,cardiac muscle contraction,cardiac muscle hypertrophy,cell,cell communication by electrical coupling involved in cardiac conduction,cellular calcium ion homeostasis,cellular response to caffeine,cellular response to epinephrine stimulus,detection of calcium ion,embryonic heart tube morphogenesis,enzyme binding,establishment of protein localization to endoplasmic reticulum,extracellular exosome,identical protein binding,integral component of membrane,ion channel binding,ion transmembrane transport,junctional sarcoplasmic reticulum membrane,left ventricular cardiac muscle tissue morphogenACMG Recommendations...;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Cardiomyopathies;Endocrine System Diseases;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Mental Disorders;Myocardial Ischemia;Neurodevelopmental Disorders;Schizophrenia, Childhood;Tachycardia;Tachycardia, Ventricular;Vascular Diseases;Ventricular FibrillationCalcium Citrate,Calcium Phosphate,TetracaineA=11, T=14 A=0.44, T=0.56 0.00001 128.801 25 A=3/8, T=7/7

chr11:34937813 A/A G A SNV APIP,PDHX PDHX:utr_5:NM_003477.2, APIP:exonic:NM_015957.3 1 100 1 missense NM_015957.3, NM_003477.2c.19C>T, c.-390G>Ap.Arg7Trp, p.? 0.29 0.02 101 0.74 0.07(COSM4145673)2-oxoacid dehydrogenases acyltransferase (catalytic domain),Biotin-requiring enzyme,Class II Aldolase and Adducin N-terminal domain,e3 binding domainrs2956114 0.3546 YES 7.498E-1 (pos.34937813) neoplasm APAF1-interacting proteinL-methionine salvage from methylthioadenosine,apoptotic process,cellular nitrogen compound metabolic process,cytoplasm,identical protein binding,metabolic process,metal ion binding,methylthioribulose 1-phosphate dehydratase activity,mitochondrial acetyl-CoA biosynthetic process from pyruvate,mitochondrial matrix,negative regulation of apoptotic process,protein binding,protein homotetramerization,pyroptosis,pyruvate dehydrogenase (NAD+) activity,pyruvate dehydrogenase complex,pyruvate metabolic process,regulation of ERK1 and ERK2 cascade,regulation of acetyl-CoA biosynthetic process from pyruvate,transferase activity, transferring acyl groups,zinc ion bindingAcid-Base Imbalance;Acidosis;Acidosis, Lactic;Autoimmune Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Glomerulonephritis;Glomerulonephritis, IGA;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Mental Retardation, X-Linked;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Nephritis;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic Diseases;Pyruvate Dehydrogenase Complex Deficiency Disease;Pyruvate Metabolism, Inborn Errors;Urologic DiseasesBenign G=0, A=31 G=0.0, A=1.0 0.00001 465.814 31 G=0/0, A=6/25

chr1:237893674 T/T C T SNV RYR2 RYR2:intronic:NM_001035.2 1 100 intronic NM_001035.2c.10935+18C>Tp.? -0.02 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2797445 2.00E-04 1.0 (pos.237893674) Ryanodine receptor-2 (cardiac)BMP signaling pathway,Purkinje myocyte to ventricular cardiac muscle cell signaling,Z disc,calcium channel activity,calcium channel complex,calcium ion binding,calcium ion transport,calcium ion transport into cytosol,calcium-induced calcium release activity,calcium-mediated signaling,calcium-mediated signaling using intracellular calcium source,calcium-release channel activity,calmodulin binding,canonical Wnt signaling pathway,cardiac muscle contraction,cardiac muscle hypertrophy,cell,cell communication by electrical coupling involved in cardiac conduction,cellular calcium ion homeostasis,cellular response to caffeine,cellular response to epinephrine stimulus,detection of calcium ion,embryonic heart tube morphogenesis,enzyme binding,establishment of protein localization to endoplasmic reticulum,extracellular exosome,identical protein binding,integral component of membrane,ion channel binding,ion transmembrane transport,junctional sarcoplasmic reticulum membrane,left ventricular cardiac muscle tissue morphogenACMG Recommendations...;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Cardiomyopathies;Endocrine System Diseases;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Mental Disorders;Myocardial Ischemia;Neurodevelopmental Disorders;Schizophrenia, Childhood;Tachycardia;Tachycardia, Ventricular;Vascular Diseases;Ventricular FibrillationCalcium Citrate,Calcium Phosphate,TetracaineBenign C=0, T=55 C=0.0, T=1.0 0.00001 814.898 55 C=0/0, T=22/33

chr1:237951451 G/G A G SNV RYR2 RYR2:intronic:NM_001035.2 1 100 intronic NM_001035.2c.13476+16A>Gp.? -0.18 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2256242 0.4557 YES 6.762E-1 (pos.237951451) Ryanodine receptor-2 (cardiac)BMP signaling pathway,Purkinje myocyte to ventricular cardiac muscle cell signaling,Z disc,calcium channel activity,calcium channel complex,calcium ion binding,calcium ion transport,calcium ion transport into cytosol,calcium-induced calcium release activity,calcium-mediated signaling,calcium-mediated signaling using intracellular calcium source,calcium-release channel activity,calmodulin binding,canonical Wnt signaling pathway,cardiac muscle contraction,cardiac muscle hypertrophy,cell,cell communication by electrical coupling involved in cardiac conduction,cellular calcium ion homeostasis,cellular response to caffeine,cellular response to epinephrine stimulus,detection of calcium ion,embryonic heart tube morphogenesis,enzyme binding,establishment of protein localization to endoplasmic reticulum,extracellular exosome,identical protein binding,integral component of membrane,ion channel binding,ion transmembrane transport,junctional sarcoplasmic reticulum membrane,left ventricular cardiac muscle tissue morphogenACMG Recommendations...;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Cardiomyopathies;Endocrine System Diseases;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Mental Disorders;Myocardial Ischemia;Neurodevelopmental Disorders;Schizophrenia, Childhood;Tachycardia;Tachycardia, Ventricular;Vascular Diseases;Ventricular FibrillationCalcium Citrate,Calcium Phosphate,TetracaineBenign A=0, G=39 A=0.0, G=1.0 0.00001 623.98 39 A=0/0, G=11/28

chr1:237957146 A/A G A SNV RYR2 RYR2:intronic:NM_001035.2 1 100 intronic NM_001035.2c.13783-21G>Ap.? -1.33 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs790902 0.3421 YES 9.371E-1 (pos.237957146) Ryanodine receptor-2 (cardiac)BMP signaling pathway,Purkinje myocyte to ventricular cardiac muscle cell signaling,Z disc,calcium channel activity,calcium channel complex,calcium ion binding,calcium ion transport,calcium ion transport into cytosol,calcium-induced calcium release activity,calcium-mediated signaling,calcium-mediated signaling using intracellular calcium source,calcium-release channel activity,calmodulin binding,canonical Wnt signaling pathway,cardiac muscle contraction,cardiac muscle hypertrophy,cell,cell communication by electrical coupling involved in cardiac conduction,cellular calcium ion homeostasis,cellular response to caffeine,cellular response to epinephrine stimulus,detection of calcium ion,embryonic heart tube morphogenesis,enzyme binding,establishment of protein localization to endoplasmic reticulum,extracellular exosome,identical protein binding,integral component of membrane,ion channel binding,ion transmembrane transport,junctional sarcoplasmic reticulum membrane,left ventricular cardiac muscle tissue morphogenACMG Recommendations...;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Cardiomyopathies;Endocrine System Diseases;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Mental Disorders;Myocardial Ischemia;Neurodevelopmental Disorders;Schizophrenia, Childhood;Tachycardia;Tachycardia, Ventricular;Vascular Diseases;Ventricular FibrillationCalcium Citrate,Calcium Phosphate,TetracaineBenign G=0, A=167 G=0.0, A=1.0 0.00001 2719.1 167 G=0/0, A=69/98

chr1:237965094 T/T G T SNV RYR2 RYR2:intronic:NM_001035.2 1 100 intronic NM_001035.2c.14091-62G>Tp.? -0.62 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2794820 YES Ryanodine receptor-2 (cardiac)BMP signaling pathway,Purkinje myocyte to ventricular cardiac muscle cell signaling,Z disc,calcium channel activity,calcium channel complex,calcium ion binding,calcium ion transport,calcium ion transport into cytosol,calcium-induced calcium release activity,calcium-mediated signaling,calcium-mediated signaling using intracellular calcium source,calcium-release channel activity,calmodulin binding,canonical Wnt signaling pathway,cardiac muscle contraction,cardiac muscle hypertrophy,cell,cell communication by electrical coupling involved in cardiac conduction,cellular calcium ion homeostasis,cellular response to caffeine,cellular response to epinephrine stimulus,detection of calcium ion,embryonic heart tube morphogenesis,enzyme binding,establishment of protein localization to endoplasmic reticulum,extracellular exosome,identical protein binding,integral component of membrane,ion channel binding,ion transmembrane transport,junctional sarcoplasmic reticulum membrane,left ventricular cardiac muscle tissue morphogenACMG Recommendations...;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Cardiomyopathies;Endocrine System Diseases;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Mental Disorders;Myocardial Ischemia;Neurodevelopmental Disorders;Schizophrenia, Childhood;Tachycardia;Tachycardia, Ventricular;Vascular Diseases;Ventricular FibrillationCalcium Citrate,Calcium Phosphate,TetracaineG=0, T=23 G=0.0, T=1.0 0.00001 316.653 23 G=0/0, T=13/10

chr1:237965131 A/A G A SNV RYR2 RYR2:intronic:NM_001035.2 1 100 intronic NM_001035.2c.14091-25G>Ap.? 0.32 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs761038693,rs9428384 0.4032 YES 0.0 (pos.237965129),6.195E-1 (pos.237965131)Ryanodine receptor-2 (cardiac)BMP signaling pathway,Purkinje myocyte to ventricular cardiac muscle cell signaling,Z disc,calcium channel activity,calcium channel complex,calcium ion binding,calcium ion transport,calcium ion transport into cytosol,calcium-induced calcium release activity,calcium-mediated signaling,calcium-mediated signaling using intracellular calcium source,calcium-release channel activity,calmodulin binding,canonical Wnt signaling pathway,cardiac muscle contraction,cardiac muscle hypertrophy,cell,cell communication by electrical coupling involved in cardiac conduction,cellular calcium ion homeostasis,cellular response to caffeine,cellular response to epinephrine stimulus,detection of calcium ion,embryonic heart tube morphogenesis,enzyme binding,establishment of protein localization to endoplasmic reticulum,extracellular exosome,identical protein binding,integral component of membrane,ion channel binding,ion transmembrane transport,junctional sarcoplasmic reticulum membrane,left ventricular cardiac muscle tissue morphogenACMG Recommendations...;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Cardiomyopathies;Endocrine System Diseases;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Mental Disorders;Myocardial Ischemia;Neurodevelopmental Disorders;Schizophrenia, Childhood;Tachycardia;Tachycardia, Ventricular;Vascular Diseases;Ventricular FibrillationCalcium Citrate,Calcium Phosphate,TetracaineBenign G=0, A=23 G=0.0, A=1.0 0.00001 316.612 23 G=0/0, A=13/10

chr20:24973363 A/G A G SNV APMAP APMAP:utr_5:NM_020531.2 1 46.88 1 utr_5 NM_020531.2c.-39T>C p.? -2.9 SMP-30/Gluconolaconase/LRE-like region,Strictosidine synthasers11087492 0.0801 YES 5E-3 (pos.24973363) Adipocyte plasma membrane-associated proteinarylesterase activity,biological_process,biosynthetic process,cell surface,endoplasmic reticulum,extracellular exosome,integral component of membrane,membrane,strictosidine synthase activityA=17, G=15 A=0.5313, G=0.4688 0.00001 143.727 32 A=10/7, G=10/5

chr11:116662579 T/T C T SNV APOA5 APOA5:utr_5:NM_001166598.1 1 100 2 utr_5 NM_001166598.1c.-3G>A p.? -0.03 Apolipoprotein A1/A4/E domainrs651821 0.0687 YES 7.203E-1 (pos.116662579) Apolipoprotein A-Vacylglycerol homeostasis,blood microparticle,cellular protein metabolic process,cholesterol binding,cholesterol biosynthetic process,cholesterol efflux,cholesterol homeostasis,cholesterol transporter activity,chylomicron,endoplasmic reticulum lumen,enzyme activator activity,enzyme binding,extracellular region,extracellular space,heparin binding,high-density lipoprotein particle,high-density lipoprotein particle assembly,lipase activator activity,lipase binding,lipid binding,lipid transport,lipoprotein lipase activator activity,lipoprotein metabolic process,lipoprotein particle receptor binding,low-density lipoprotein particle,low-density lipoprotein particle receptor binding,neuron projection regeneration,phosphatidylcholine binding,phosphatidylcholine metabolic process,phosphatidylcholine-sterol O-acyltransferase activator activity,phospholipid binding,phospholipid efflux,positive regulation of cholesterol esterification,positive regulation of fatty acid biosynthetic process,positive regulation of lipid cataArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Dyslipidemias;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type III;Hyperlipoproteinemia Type IV;Hyperlipoproteinemia Type V;Hyperlipoproteinemias;Hypertriglyceridemia;Insulin Resistance;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Metabolic Diseases;Metabolic Syndrome X;Metabolism, Inborn Errors;Myocardial Ischemia;Nutritional and Metabolic Diseases;Vascular DiseasesC=0, T=34 C=0.0, T=1.0 0.00001 528.536 34 C=0/0, T=11/23

chr1:240421383 A/A G A SNV FMN2 FMN2:intronic:NM_020066.4 1 100 intronic NM_020066.4c.4153+51G>Ap.? 0.48 Formin Homology 2 Domain,Formin Homology Region 1rs10926181 0.3713 YES 8.356E-1 (pos.240421383) Formin 2 actin binding,actin cytoskeleton,actin filament,actin nucleation,cell cortex,cellular response to DNA damage stimulus,cellular response to hypoxia,cytoplasmic vesicle membrane,cytosol,endoplasmic reticulum membrane,establishment of meiotic spindle localization,formin-nucleated actin cable assembly,homologous chromosome movement towards spindle pole involved in homologous chromosome segregation,intracellular signal transduction,intracellular transport,microtubule binding,microvillus,molecular_function,multicellular organism development,negative regulation of apoptotic process,negative regulation of protein catabolic process,nucleolus,oogenesis,perinuclear region of cytoplasm,plasma membrane,polar body extrusion after meiotic divisions,protein transport,spindle,vesicle-mediated transportAdenocarcinoma;Alzheimer Disease;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Dementia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Tauopathies;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, A=44 G=0.0, A=1.0 0.00001 726.559 44 G=0/0, A=14/30

chr1:240975213 T/C T C SNV RGS7 RGS7:intronic:NM_002924.6 1 53.49 intronic NM_002924.6c.1082+5A>Gp.? 0.45 0.04(COSM146839),0.04(COSM4419829),0.04(COSM4419830)Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),GGL domain,Regulator of G protein signaling domainrs2275742 0.4234 YES 4.555E-1 (pos.240975213)acute_myeloid_leukaemia,adenocarcinoma,carcinomaRegulator of G protein signaling 7G-protein beta-subunit binding,G-protein coupled receptor signaling pathway,GTPase activator activity,cytosol,heterotrimeric G-protein complex,intracellular signal transduction,negative regulation of signal transduction,plasma membrane,positive regulation of GTPase activity,protein folding,signal transducer activityDiabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Intellectual Disability;Mental Disorders;Metabolic Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic DiseasesT=13, C=23 T=0.3611, C=0.6389 0.00001 363.282 43 T=4/9, C=16/7

chr2:21225281 T/T C T SNV APOB APOB:exonic:NM_000384.2 1 100 29 missense NM_000384.2c.13013G>Ap.Ser4338Asn 0.64 1 46 0 0.02(COSM4001491)Apolipoprotein B100 C terminal,Domain of Unknown Function (DUF1081),Domain of unknown function (DUF1943),Lipoprotein amino terminal regionrs1042034 0.2176 YES 2.804E-1 (pos.21225281) acute_myeloid_leukaemia,ductal_carcinomaApolipoprotein B (including Ag(x) antigen)artery morphogenesis,cellular protein metabolic process,cellular response to prostaglandin stimulus,cellular response to tumor necrosis factor,cholesterol efflux,cholesterol homeostasis,cholesterol metabolic process,cholesterol transport,cholesterol transporter activity,chylomicron,chylomicron assembly,chylomicron remnant,chylomicron remnant clearance,chylomicron remodeling,clathrin-coated endocytic vesicle membrane,cytoplasm,cytosol,early endosome,endocytic vesicle lumen,endoplasmic reticulum exit site,endoplasmic reticulum lumen,endoplasmic reticulum membrane,endosome lumen,endosome membrane,extracellular exosome,extracellular region,extracellular space,fertilization,flagellated sperm motility,heparin binding,in utero embryonic development,intermediate-density lipoprotein particle,intracellular membrane-bounded organelle,leukocyte migration,lipase binding,lipid transport,lipid transporter activity,lipoprotein biosynthetic process,lipoprotein catabolic process,lipoprotein transport,low-density lipoprotein paACMG Recommendations...;Ataxia;Avitaminosis;Behcet Syndrome;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Deficiency Diseases;Diabetes Mellitus;Digestive System Diseases;Dyskinesias;Dyslipidemias;Endocrine System Diseases;Eye Diseases;Fatty Liver;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Hereditary Autoinflammatory Diseases;Hypercholesterolemia;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Hypertriglyceridemia;Hypobetalipoproteinemia, Familial, Apolipoprotein B;Hypobetalipoproteinemias;Hypolipoproteinemias;Insulin Resistance;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Diseases;Malnutrition;Metabolic Diseases;Metabolic Syndrome X;Metabolism, Inborn Errors;Mouth Diseases;Myocardial Ischemia;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Panuveitis;Peripheral Nervous System Diseases;Skin DisBenign/Likely benignC=0, T=33 C=0.0, T=1.0 0.00001 504.598 33 C=0/0, T=17/16

chr1:241667244 T/T G T SNV FH FH:intronic:NM_000143.3 1 100 intronic NM_000143.3c.1108+98C>Ap.? -0.63 Fumarase C C-terminus,Lyasers4659607 YES Fumarate hydratase,Low density lipoprotein receptorcytoplasm,extracellular exosome,fumarate hydratase activity,fumarate metabolic process,homeostasis of number of cells within a tissue,malate metabolic process,mitochondrial matrix,mitochondrion,protein binding,tricarboxylic acid cycle,tricarboxylic acid cycle enzyme complexCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Leiomyoma;Leiomyomatosis;Metabolic Diseases;Metabolism, Inborn Errors;Muscle Hypotonia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Muscle Tissue;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Psychomotor Disorders;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsG=0, T=30 G=0.0, T=1.0 0.00001 446.639 30 G=0/0, T=20/10

chr1:241847018 T/T C T SNV WDR64 WDR64:intronic:NM_144625.4 1 100 intronic NM_144625.4c.809+15C>Tp.? -0.95 WD domain, G-beta repeatrs10802979 YES 5.786E-1;0.0 (pos.241847018) C=0, T=33 C=0.0, T=1.0 0.00001 504.593 33 C=0/0, T=5/28

chr1:241933876 G/G A G SNV WDR64 WDR64:intronic:NM_144625.4 1 100 intronic NM_144625.4c.2154-47A>Gp.? -0.8 WD domain, G-beta repeatrs11809239 YES 5.997E-1 (pos.241933876) A=0, G=51 A=0.0, G=1.0 0.00001 754.584 51 A=0/0, G=16/35

chr2:21235475 C/C T C SNV APOB APOB:exonic:NM_000384.2 1 100 26 missense NM_000384.2c.4265A>G p.Tyr1422Cys 0.57 0.18 194 0 Apolipoprotein B100 C terminal,Domain of Unknown Function (DUF1081),Domain of unknown function (DUF1943),Lipoprotein amino terminal regionrs568413 2.00E-04 1.0 (pos.21235475) Apolipoprotein B (including Ag(x) antigen)artery morphogenesis,cellular protein metabolic process,cellular response to prostaglandin stimulus,cellular response to tumor necrosis factor,cholesterol efflux,cholesterol homeostasis,cholesterol metabolic process,cholesterol transport,cholesterol transporter activity,chylomicron,chylomicron assembly,chylomicron remnant,chylomicron remnant clearance,chylomicron remodeling,clathrin-coated endocytic vesicle membrane,cytoplasm,cytosol,early endosome,endocytic vesicle lumen,endoplasmic reticulum exit site,endoplasmic reticulum lumen,endoplasmic reticulum membrane,endosome lumen,endosome membrane,extracellular exosome,extracellular region,extracellular space,fertilization,flagellated sperm motility,heparin binding,in utero embryonic development,intermediate-density lipoprotein particle,intracellular membrane-bounded organelle,leukocyte migration,lipase binding,lipid transport,lipid transporter activity,lipoprotein biosynthetic process,lipoprotein catabolic process,lipoprotein transport,low-density lipoprotein paACMG Recommendations...;Ataxia;Avitaminosis;Behcet Syndrome;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Deficiency Diseases;Diabetes Mellitus;Digestive System Diseases;Dyskinesias;Dyslipidemias;Endocrine System Diseases;Eye Diseases;Fatty Liver;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Hereditary Autoinflammatory Diseases;Hypercholesterolemia;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Hypertriglyceridemia;Hypobetalipoproteinemia, Familial, Apolipoprotein B;Hypobetalipoproteinemias;Hypolipoproteinemias;Insulin Resistance;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Diseases;Malnutrition;Metabolic Diseases;Metabolic Syndrome X;Metabolism, Inborn Errors;Mouth Diseases;Myocardial Ischemia;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Panuveitis;Peripheral Nervous System Diseases;Skin DisT=0, C=165 T=0.0, C=1.0 0.00001 2679.21 165 T=0/0, C=81/84



chr2:21232803 T/C T C SNV APOB APOB:exonic:NM_000384.2 1 95.83 26 missense NM_000384.2c.6937A>G p.Ile2313Val -0.2 1 29 0.002 Apolipoprotein B100 C terminal,Domain of Unknown Function (DUF1081),Domain of unknown function (DUF1943),Lipoprotein amino terminal regionrs386643884,rs584542,rs8791634556.00E-04 9.994E-1;1.156E-4 (pos.21232803) Apolipoprotein B (including Ag(x) antigen)artery morphogenesis,cellular protein metabolic process,cellular response to prostaglandin stimulus,cellular response to tumor necrosis factor,cholesterol efflux,cholesterol homeostasis,cholesterol metabolic process,cholesterol transport,cholesterol transporter activity,chylomicron,chylomicron assembly,chylomicron remnant,chylomicron remnant clearance,chylomicron remodeling,clathrin-coated endocytic vesicle membrane,cytoplasm,cytosol,early endosome,endocytic vesicle lumen,endoplasmic reticulum exit site,endoplasmic reticulum lumen,endoplasmic reticulum membrane,endosome lumen,endosome membrane,extracellular exosome,extracellular region,extracellular space,fertilization,flagellated sperm motility,heparin binding,in utero embryonic development,intermediate-density lipoprotein particle,intracellular membrane-bounded organelle,leukocyte migration,lipase binding,lipid transport,lipid transporter activity,lipoprotein biosynthetic process,lipoprotein catabolic process,lipoprotein transport,low-density lipoprotein paACMG Recommendations...;Ataxia;Avitaminosis;Behcet Syndrome;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Deficiency Diseases;Diabetes Mellitus;Digestive System Diseases;Dyskinesias;Dyslipidemias;Endocrine System Diseases;Eye Diseases;Fatty Liver;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Hereditary Autoinflammatory Diseases;Hypercholesterolemia;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Hypertriglyceridemia;Hypobetalipoproteinemia, Familial, Apolipoprotein B;Hypobetalipoproteinemias;Hypolipoproteinemias;Insulin Resistance;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Diseases;Malnutrition;Metabolic Diseases;Metabolic Syndrome X;Metabolism, Inborn Errors;Mouth Diseases;Myocardial Ischemia;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Panuveitis;Peripheral Nervous System Diseases;Skin DisT=1, C=23 T=0.0417, C=0.9583 0.00001 306.709 24 T=1/0, C=11/12

chr12:7805236 G/G C G SNV APOBEC1 APOBEC1:exonic:NM_001644.4 1 100 3 missense NM_001644.4c.240G>C p.Met80Ile -0.22 0.68 10 0 0(COSM3736078)APOBEC-like C-terminal domain,APOBEC-like N-terminal domainrs2302515 0.1095 YES 5.671E-1 (pos.7805236) malignant_melanomaApolipoprotein B mRNA editing enzyme, catalytic polypeptide 1AU-rich element binding,DNA cytosine deamination,DNA demethylation,RNA binding,RNA processing,cellular response to insulin stimulus,cytidine deaminase activity,cytidine deamination,cytidine to uridine editing,cytoplasm,cytosine deaminase activity,defense response to virus,enzyme activator activity,lipid metabolic process,lipoprotein biosynthetic process,lipoprotein transport,mRNA binding,mRNA modification,mRNA processing,mRNA stabilization,negative regulation of methylation-dependent chromatin silencing,negative regulation of triglyceride metabolic process,nucleoplasm,positive regulation of catalytic activity,positive regulation of mRNA modification,protein binding,protein domain specific binding,regulation of cell proliferation,response to calcium ion,response to drug,response to ethanol,response to gamma radiation,response to osmotic stress,response to zinc ion,ribonucleoprotein complex binding,triglyceride metabolic process,zinc ion bindingNutritional and Metabolic Diseases C=0, G=83 C=0.0, G=1.0 0.00001 1349.87 83 C=0/0, G=42/41

chr22:39382079 A/A C A SNV

APOBEC3A_

B,APOBEC3B APOBEC3A_B:intronic:NM_001193289.1, APOBEC3B:exonic:NM_004900.41

100

3 missense NM_001193289.1, NM_004900.4c.586-6357C>A, c.437C>Ap.?, p.Thr146Lys -0.84 1 78 0 APOBEC-like C-terminal domain,APOBEC-like N-terminal domainrs5995649 0.0439 YES 9.702E-1 (pos.39382079) Apolipoprotein B mRNA editing enzyme, catalytic polypeptide-like 3BDNA cytosine deamination,DNA demethylation,RNA binding,cellular response to xenobiotic stimulus,clearance of foreign intracellular DNA by conversion of DNA cytidine to uridine,cytidine deaminase activity,cytidine deamination,cytoplasm,defense response to virus,deoxycytidine deaminase activity,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in cyclic amidines,innate immune response,negative regulation of transposition,negative regulation of viral genome replication,nucleus,protein binding,zinc ion bindingAdenocarcinoma;Autoimmune Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Squamous Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Glomerulonephritis;Glomerulonephritis, IGA;Head and Neck Neoplasms;Immune System Diseases;Kidney Diseases;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nephritis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Uterine Cervical Diseases;Uterine Cervical Neoplasms;Uterine Diseases;Uterine NeoplasmsC=0, A=34 C=0.0, A=1.0 0.00001 524.186 34 C=0/0, A=18/16

chr22:39477123 C/C T C SNV APOBEC3G APOBEC3G:exonic:NM_021822.3 1 100 3 synonymous NM_021822.3c.357T>C p.(=) -2.41 0(COSM149298),0(COSM3759195)rs5757465 0.4348 YES 2.304E-1 (pos.39477123) acute_myeloid_leukaemia,adenocarcinomaApolipoprotein B mRNA-editing enzyme, catalytic polypeptide-like 3GDNA cytosine deamination,P-body,RNA binding,apolipoprotein B mRNA editing enzyme complex,base conversion or substitution editing,cytidine deaminase activity,cytidine deamination,cytoplasm,cytosol,dCTP deaminase activity,defense response to virus,deoxycytidine deaminase activity,identical protein binding,innate immune response,intracellular ribonucleoprotein complex,negative regulation of single stranded viral RNA replication via double stranded DNA intermediate,negative regulation of transposition,negative regulation of viral genome replication,negative regulation of viral process,positive regulation of defense response to virus by host,protein binding,protein homodimerization activity,viral process,zinc ion bindingT=0, C=38 T=0.0, C=1.0 0.00001 603.783 38 T=0/0, C=19/19

chr16:28508716 C/C T C SNV APOBR APOBR:exonic:NM_018690.3 1 100 2 missense NM_018690.3c.2354T>C p.Val785Ala -1.06 1 64 0 Nuclear pore complex interacting protein (NPIP)rs40832 6.00E-04 9.999E-1 (pos.28508716) Apolipoprotein B receptorcholesterol metabolic process,chylomicron,lipid transport,low-density lipoprotein particle,membrane,plasma membrane,receptor-mediated endocytosis,triglyceride metabolic process,very-low-density lipoprotein particle,very-low-density lipoprotein particle clearance,very-low-density lipoprotein particle receptor activityT=0, C=77 T=0.0, C=1.0 0.00001 1229.41 77 T=0/0, C=31/46

chr1:2422614 A/A G A SNV PLCH2 PLCH2:intronic:NM_014638.3 1 100 intronic NM_014638.3c.1516-17G>Ap.? -1.83 C2 domain,EF hand,EF-hand domain pair,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-like,Pleckstrin homology domainrs2477699 0.2752 YES 9.139E-1 (pos.2422614) Phospholipase C, eta-2biological_process,calcium ion binding,calcium-dependent phospholipase C activity,cellular_component,cytoplasm,inositol phosphate metabolic process,intracellular,intracellular signal transduction,lipid catabolic process,molecular_function,phosphatidylinositol metabolic process,phosphatidylinositol phospholipase C activity,phosphatidylinositol-mediated signaling,phospholipase C activity,plasma membrane,signal transducer activityMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=0, A=22 G=0.0, A=1.0 0.00001 298.891 22 G=0/0, A=11/11

chr1:242511563 A/A ACAAAGA A INDEL PLD5 PLD5:intronic:NM_152666.2 6 100 intronic NM_152666.2c.190-19TCTTTGT>Tp.? 1.44, -0.69, 0.37, 0.57, 0.36, 1.14, 0.5 PLD-like domainrs112794932,rs60071576,rs756833029,rs763501083,rs9597018250.0 (pos.242511560),0.0 (pos.242511563),0.0 (pos.242511565)catalytic activity,integral component of membraneAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersACAAAGA=0, A=22ACAAAGA=0.0, A=1.0 0.00001 297.945 22 ACAAAGA=0/0, A=8/14

chr11:116701535 C/C T C SNV APOC3 APOC3:exonic:NM_000040.1 1 100 3 synonymous NM_000040.1c.102T>C p.(=) -0.48 0.01(COSM4145339)Apolipoprotein CIII (Apo-CIII)rs4520 0.2597 YES 3.968E-1 (pos.116701535)neoplasm Apolipoprotein C-IIIG-protein coupled receptor signaling pathway,cholesterol binding,cholesterol efflux,cholesterol homeostasis,chylomicron,chylomicron assembly,chylomicron remnant clearance,chylomicron remodeling,early endosome,enzyme regulator activity,extracellular exosome,extracellular matrix,extracellular region,extracellular space,high-density lipoprotein particle receptor binding,high-density lipoprotein particle remodeling,intermediate-density lipoprotein particle,lipase inhibitor activity,lipid binding,lipid transport,lipoprotein metabolic process,negative regulation of cholesterol import,negative regulation of fatty acid biosynthetic process,negative regulation of high-density lipoprotein particle clearance,negative regulation of lipid catabolic process,negative regulation of lipid metabolic process,negative regulation of lipoprotein lipase activity,negative regulation of low-density lipoprotein particle clearance,negative regulation of receptor-mediated endocytosis,negative regulation of triglyceride catabolic processArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Dermatitis;Diabetes Mellitus;Drug Eruptions;Drug Hypersensitivity;Dyslipidemias;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Hypersensitivity;Immune System Diseases;Insulin Resistance;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolic Syndrome X;Metabolism, Inborn Errors;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Thyroid Diseases;Vascular DiseasesT=0, C=33 T=0.0, C=1.0 0.00001 504.567 33 T=0/0, C=12/21

chr11:116703640 G/C G C SNV APOC3 APOC3:utr_3:NM_000040.1 1 95.45 4 utr_3 NM_000040.1c.340G>C p.? -2.17 Apolipoprotein CIII (Apo-CIII)rs5128 0.0942 YES 6.939E-1 (pos.116703640) Apolipoprotein C-IIIG-protein coupled receptor signaling pathway,cholesterol binding,cholesterol efflux,cholesterol homeostasis,chylomicron,chylomicron assembly,chylomicron remnant clearance,chylomicron remodeling,early endosome,enzyme regulator activity,extracellular exosome,extracellular matrix,extracellular region,extracellular space,high-density lipoprotein particle receptor binding,high-density lipoprotein particle remodeling,intermediate-density lipoprotein particle,lipase inhibitor activity,lipid binding,lipid transport,lipoprotein metabolic process,negative regulation of cholesterol import,negative regulation of fatty acid biosynthetic process,negative regulation of high-density lipoprotein particle clearance,negative regulation of lipid catabolic process,negative regulation of lipid metabolic process,negative regulation of lipoprotein lipase activity,negative regulation of low-density lipoprotein particle clearance,negative regulation of receptor-mediated endocytosis,negative regulation of triglyceride catabolic processArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Dermatitis;Diabetes Mellitus;Drug Eruptions;Drug Hypersensitivity;Dyslipidemias;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Hypersensitivity;Immune System Diseases;Insulin Resistance;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolic Syndrome X;Metabolism, Inborn Errors;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Thyroid Diseases;Vascular DiseasesG=1, C=21 G=0.0455, C=0.9545 0.00001 271.51 22 G=1/0, C=11/10

chr1:24394424 A/A G A SNV MYOM3 MYOM3:intronic:NM_152372.3 1 100 intronic NM_152372.3c.3355+36C>Tp.? 0.65 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs7542151 0.1382 YES 1.943E-1 (pos.24394424) Myomesin 3 M band,Z disc,actin filament binding,actin filament organization,muscle alpha-actinin binding,muscle myosin complex,protein homodimerization activity,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityG=0, A=34 G=0.0, A=1.0 0.00001 524.186 34 G=0/0, A=29/5

chr17:64208229 A/A T A SNV APOH APOH:utr_3:NM_000042.2 1 100 8 utr_3 NM_000042.2c.1060A>T p.? -1.15 Beta-2-glycoprotein-1 fifth domain,Sushi repeat (SCR repeat)rs190137879 0.0069 0.0;0.0 (pos.64208229) Apolipoprotein H (beta-2-glycoprotein I)blood coagulation, intrinsic pathway,cell surface,chylomicron,extracellular exosome,extracellular matrix,extracellular region,extracellular space,heparin binding,high-density lipoprotein particle,identical protein binding,lipid binding,lipoprotein lipase activator activity,negative regulation of angiogenesis,negative regulation of blood coagulation,negative regulation of endothelial cell migration,negative regulation of endothelial cell proliferation,negative regulation of fibrinolysis,negative regulation of myeloid cell apoptotic process,negative regulation of smooth muscle cell apoptotic process,phospholipid binding,plasminogen activation,platelet degranulation,platelet dense granule lumen,positive regulation of blood coagulation,positive regulation of lipoprotein lipase activity,protein binding,regulation of fibrinolysis,triglyceride metabolic process,triglyceride transport,very-low-density lipoprotein particleCardiovascular Diseases;Digestive System Diseases;Drug-Induced Liver Injury;Liver Diseases;Vascular DiseasesLJP 1082 T=0, A=41 T=0.0, A=1.0 0.00001 667.298 41 T=0/0, A=24/17

chr22:36661536 A/A C A SNV APOL1 APOL1:exonic:NM_001136540.1 1 100 6 synonymous NM_001136540.1c.654C>A p.(=) -1.86 Apolipoprotein Lrs136174 0.2024 YES 8.35E-1;0.0 (pos.36661536) Apolipoprotein L1blood microparticle,cellular protein metabolic process,chloride channel activity,chloride transmembrane transport,cholesterol metabolic process,cytolysis,endoplasmic reticulum lumen,extracellular region,extracellular space,high-density lipoprotein particle,innate immune response,intrinsic component of membrane,killing of cells of other organism,lipid binding,lipid transport,lipoprotein metabolic process,post-translational protein modification,protein binding,receptor-mediated endocytosis,very-low-density lipoprotein particleMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, A=28 C=0.0, A=1.0 0.00001 408.718 28 C=0/0, A=14/14

chr1:246712033 G/G A G SNV TFB2M TFB2M:intronic:NM_022366.2 1 100 intronic NM_022366.2c.796-124T>Cp.? -0.14 Ribosomal RNA adenine dimethylasers1890160 YES Transcription factor B2, mitochondrialRNA binding,cell junction,mitochondrial matrix,mitochondrial nucleoid,mitochondrion,mitochondrion organization,positive regulation of transcription, DNA-templated,rRNA (adenine-N6,N6-)-dimethyltransferase activity,rRNA methylation,transcription cofactor activity,transcription from mitochondrial promoter,transcription initiation from mitochondrial promoterA=0, G=74 A=0.0, G=1.0 0.00001 1170.13 74 A=0/0, G=39/35

chr1:246714631 TG/AA TG AA MNV TFB2M TFB2M:intronic:NM_022366.2 2 57.14 intronic NM_022366.2c.706-27CA>TTp.? -0.52, 0.74 Ribosomal RNA adenine dimethylasers35073704,rs75477023,rs762737269,rs80342781YES 0.0 (pos.246714630),3.218E-1;0.0 (pos.246714632),3.219E-1;0.0 (pos.246714631)Transcription factor B2, mitochondrialRNA binding,cell junction,mitochondrial matrix,mitochondrial nucleoid,mitochondrion,mitochondrion organization,positive regulation of transcription, DNA-templated,rRNA (adenine-N6,N6-)-dimethyltransferase activity,rRNA methylation,transcription cofactor activity,transcription from mitochondrial promoter,transcription initiation from mitochondrial promoterTG=18, AA=24TG=0.4286, AA=0.5714 0.00001 279.086 42 TG=7/11, AA=13/11

chr1:246714636 T/A T A SNV TFB2M TFB2M:intronic:NM_022366.2 1 57.14 intronic NM_022366.2c.706-32A>Tp.? -0.19 Ribosomal RNA adenine dimethylasers34850511,rs7627372690.4663 YES 0.0 (pos.246714630),3.223E-1 (pos.246714636)Transcription factor B2, mitochondrialRNA binding,cell junction,mitochondrial matrix,mitochondrial nucleoid,mitochondrion,mitochondrion organization,positive regulation of transcription, DNA-templated,rRNA (adenine-N6,N6-)-dimethyltransferase activity,rRNA methylation,transcription cofactor activity,transcription from mitochondrial promoter,transcription initiation from mitochondrial promoterT=18, A=24 T=0.4286, A=0.5714 0.00001 279.086 42 T=7/11, A=13/11

chr1:246903654 C/C G C SNV SCCPDH SCCPDH:intronic:NM_016002.2 1 100 intronic NM_016002.2c.514+51G>Cp.? -2.17 Saccharopine dehydrogenase NADP binding domainrs3007322 0.3977 YES 2.433E-1;0.0;0.0 (pos.246903654) extracellular region,lipid droplet,membrane,midbody,mitochondrion,nucleus,oxidation-reduction process,oxidoreductase activity,platelet alpha granule lumen,platelet degranulationG=0, C=25 G=0.0, C=1.0 0.00001 352.99 25 G=0/0, C=8/17

chr1:246929483 G/G A G SNV SCCPDH SCCPDH:intronic:NM_016002.2 1 100 intronic NM_016002.2c.1184+42A>Gp.? -2.73 Saccharopine dehydrogenase NADP binding domainrs12144408 0.4323 YES 2.444E-1 (pos.246929483) extracellular region,lipid droplet,membrane,midbody,mitochondrion,nucleus,oxidation-reduction process,oxidoreductase activity,platelet alpha granule lumen,platelet degranulationA=0, G=140 A=0.0, G=1.0 0.00001 2340.88 140 A=0/0, G=48/92

chr22:36661566 A/A G A SNV APOL1 APOL1:exonic:NM_001136540.1 1 100 6 missense NM_001136540.1c.684G>A p.Met228Ile 0.25 0.28 10 0.001 0.03(COSM4156197)Apolipoprotein Lrs136175 0.2022 YES 8.35E-1 (pos.36661566) neoplasm Apolipoprotein L1blood microparticle,cellular protein metabolic process,chloride channel activity,chloride transmembrane transport,cholesterol metabolic process,cytolysis,endoplasmic reticulum lumen,extracellular region,extracellular space,high-density lipoprotein particle,innate immune response,intrinsic component of membrane,killing of cells of other organism,lipid binding,lipid transport,lipoprotein metabolic process,post-translational protein modification,protein binding,receptor-mediated endocytosis,very-low-density lipoprotein particleMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=0, A=109 G=0.0, A=1.0 0.00001 1718.93 109 G=0/0, A=48/61

chr22:36661646 A/A G A SNV APOL1 APOL1:exonic:NM_001136540.1 1 100 6 missense NM_001136540.1c.764G>A p.Arg255Lys -4.57 1 26 0 Apolipoprotein Lrs136176 0.2022 YES 8.339E-1 (pos.36661646) Apolipoprotein L1blood microparticle,cellular protein metabolic process,chloride channel activity,chloride transmembrane transport,cholesterol metabolic process,cytolysis,endoplasmic reticulum lumen,extracellular region,extracellular space,high-density lipoprotein particle,innate immune response,intrinsic component of membrane,killing of cells of other organism,lipid binding,lipid transport,lipoprotein metabolic process,post-translational protein modification,protein binding,receptor-mediated endocytosis,very-low-density lipoprotein particleMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=0, A=84 G=0.0, A=1.0 0.00001 1369.93 84 G=0/0, A=35/49

chr22:36661842 A/A G A SNV APOL1 APOL1:exonic:NM_001136540.1 1 100 6 synonymous NM_001136540.1c.960G>A p.(=) -0.47 Apolipoprotein Lrs136177 0.2027 YES 8.346E-1 (pos.36661842) Apolipoprotein L1blood microparticle,cellular protein metabolic process,chloride channel activity,chloride transmembrane transport,cholesterol metabolic process,cytolysis,endoplasmic reticulum lumen,extracellular region,extracellular space,high-density lipoprotein particle,innate immune response,intrinsic component of membrane,killing of cells of other organism,lipid binding,lipid transport,lipoprotein metabolic process,post-translational protein modification,protein binding,receptor-mediated endocytosis,very-low-density lipoprotein particleMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=0, A=70 G=0.0, A=1.0 0.00001 1092.09 70 G=0/0, A=41/29

chr22:36623731 C/C T C SNV APOL2 APOL2:exonic:NM_145637.2 1 100 6 missense NM_145637.2c.733A>G p.Ile245Val -0.17 1 29 0 0.02(COSM4590491)Apolipoprotein Lrs132760,rs776634268 0.0 (pos.36623730),1.0 (pos.36623731)squamous_cell_carcinomaApolipoprotein L2acute-phase response,cholesterol metabolic process,endoplasmic reticulum membrane,extracellular region,high-density lipoprotein particle binding,integral component of membrane,lipid binding,lipid metabolic process,lipid transport,lipoprotein metabolic process,maternal process involved in female pregnancy,membrane,multicellular organism development,receptor bindingCocaine-Related Disorders;Marijuana Abuse;Mental Disorders;Phencyclidine Abuse;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Substance-Related DisordersT=0, C=40 T=0.0, C=1.0 0.00001 644.286 40 T=0/0, C=11/29

chr22:36537500 T/T A T SNV APOL3 APOL3:exonic:NM_145640.2 1 100 3 synonymous NM_145640.2c.957T>A p.(=) -0.19 0.02(COSM149285),0.02(COSM4156194)Apolipoprotein Lrs132618 0.4855 YES 3.275E-1 (pos.36537500) adenocarcinoma,malignant_melanoma,neoplasmApolipoprotein L3cytoplasm,extracellular region,inflammatory response,lipid binding,lipid transport,lipid transporter activity,lipoprotein metabolic process,membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,signal transducer activity,signal transductionA=0, T=58 A=0.0, T=1.0 0.00001 867.385 58 A=0/0, T=29/29

chr22:36556823 T/T G T SNV APOL3 APOL3:exonic:NM_145640.2 1 100 1 missense NM_145640.2c.117C>A p.Ser39Arg -0.71 0 110 0.976 0.07(COSM5003856)Apolipoprotein Lrs132653 0.1736 YES 9.76E-1 (pos.36556823) ductal_carcinomaApolipoprotein L3cytoplasm,extracellular region,inflammatory response,lipid binding,lipid transport,lipid transporter activity,lipoprotein metabolic process,membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,signal transducer activity,signal transductionG=0, T=24 G=0.0, T=1.0 0.00001 334.786 24 G=0/0, T=14/10

chr22:36587704 C/C T C SNV APOL4 APOL4:exonic:NM_145660.2 1 100 6 missense NM_145660.2c.473A>G p.Met158Val -2.02 21 0(COSM149286)Apolipoprotein Lrs132700 0.2786 YES 1.106E-1 (pos.36587704) adenocarcinomaApolipoprotein L4cellular_component,extracellular region,extracellular space,intracellular membrane-bounded organelle,lipid binding,lipid metabolic process,lipid transport,lipoprotein metabolic process,molecular_function,protein bindingMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersT=0, C=81 T=0.0, C=1.0 0.00001 1309.46 81 T=0/0, C=28/53

chrX:23858452 A/A G A SNV APOO APOO:utr_3:NM_024122.4 1 100 8 utr_3 NM_024122.4c.604C>T p.? 0.34 Apolipoprotein Ors768247035,rs8680 0.2939 YES 0.0 (pos.23858448),6.251E-1 (pos.23858452)Apolipoprotein OGolgi membrane,MICOS complex,cristae formation,cytosol,endoplasmic reticulum membrane,extracellular region,extracellular space,high-density lipoprotein particle,integral component of mitochondrial inner membrane,lipid transport,low-density lipoprotein particle,mitochondrion,protein binding,very-low-density lipoprotein particleG=0, A=40 G=0.0, A=1.0 0.00001 644.28 40 G=0/0, A=21/19

chr1:24779855 T/C T C SNV NIPAL3 NIPAL3:intronic:NM_020448.4 1 97.5 intronic NM_020448.4c.541-43T>Cp.? -0.84 Magnesium transporter NIPArs2272934 0.2633 YES 4.806E-1 (pos.24779855) integral component of membrane,magnesium ion transmembrane transport,magnesium ion transmembrane transporter activity,magnesium ion transport,membrane,protein bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=1, C=39 T=0.025, C=0.975 0.00001 602.464 40 T=0/1, C=16/23

chr1:247835352 T/T C T SNV OR13G1 OR13G1:downstream:NM_001005487.1 1 100 intronic NM_001005487.1c.*68G>A p.? -0.22 rs1151641 YES Olfactory receptor, family 13, subfamily G, member 1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=18/13

chr12:105568122 A/A G A SNV APPL2 APPL2:exonic:NM_001251904.1 1 100 21 synonymous NM_001251904.1c.1983C>T p.(=) 0.74 BAR domain of APPL family,PH domain,Phosphotyrosine interaction domain (PTB/PID),Phosphotyrosine-binding domainrs935241 0.1706 YES 9.994E-1 (pos.105568122) Adaptor protein, phosphotyrosine interaction, PH domain, and leucine zipper-containing protein 2NuRD complex,cell cycle,cell proliferation,cytoplasm,early endosome membrane,endosome membrane,extracellular exosome,nucleus,protein binding,signal transductionAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Nephritis;Prostatic Diseases;Prostatic Neoplasms;Substance-Related Disorders;Urogenital Neoplasms;Urologic DiseasesG=0, A=58 G=0.0, A=1.0 0.00001 867.355 58 G=0/0, A=32/26

chr12:105568176 A/A G A SNV APPL2 APPL2:exonic:NM_001251904.1 1 100 21 synonymous NM_001251904.1c.1929C>T p.(=) -0.02 0.1(COSM3812419)BAR domain of APPL family,PH domain,Phosphotyrosine interaction domain (PTB/PID),Phosphotyrosine-binding domainrs935240 0.1706 YES 9.994E-1 (pos.105568176)adenocarcinomaAdaptor protein, phosphotyrosine interaction, PH domain, and leucine zipper-containing protein 2NuRD complex,cell cycle,cell proliferation,cytoplasm,early endosome membrane,endosome membrane,extracellular exosome,nucleus,protein binding,signal transductionAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Nephritis;Prostatic Diseases;Prostatic Neoplasms;Substance-Related Disorders;Urogenital Neoplasms;Urologic DiseasesG=0, A=51 G=0.0, A=1.0 0.00001 752.266 51 G=0/0, A=26/25

chr9:33447424 G/G C G SNV AQP3 AQP3:exonic:NM_004925.4 1 100 1 synonymous NM_004925.4c.105G>C p.(=) -0.08 Major intrinsic proteinrs591810 0.2844 YES 7.486E-1;0.0 (pos.33447424) Aquaporin-3 basolateral plasma membrane,cell-cell junction,cellular response to hypoxia,cellular response to oxygen-glucose deprivation,cytoplasm,excretion,glycerol channel activity,glycerol transport,integral component of membrane,nucleus,odontogenesis,plasma membrane,positive regulation of immune system process,regulation of keratinocyte differentiation,renal water absorption,renal water homeostasis,response to calcium ion,response to retinoic acid,response to vitamin D,transport,transporter activity,urea transport,water channel activity,water transportAdnexal Diseases;Carcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Head and Neck Neoplasms;Lymphatic Metastasis;Male Urogenital Diseases;Mouth Diseases;Mouth Neoplasms;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Ovarian Diseases;Ovarian Neoplasms;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Tongue Diseases;Tongue Neoplasms;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, G=23 C=0.0, G=1.0 0.00001 316.747 23 C=0/0, G=14/9

chr15:58476281 G/G A G SNV AQP9 AQP9:exonic:NM_020980.4 1 100 6 missense NM_020980.4c.835A>G p.Thr279Ala -0.06 1 58 0 Major intrinsic proteinrs1867380 0.0428 YES 8.418E-1 (pos.58476281) Aquaporin 9 amine transmembrane transporter activity,amine transport,basolateral plasma membrane,canalicular bile acid transport,carboxylic acid transmembrane transport,carboxylic acid transmembrane transporter activity,carboxylic acid transport,cellular response to cAMP,excretion,glycerol channel activity,glycerol transport,immune response,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,metabolic process,plasma membrane,polyol transmembrane transporter activity,polyol transport,porin activity,purine nucleobase transmembrane transport,purine nucleobase transmembrane transporter activity,purine nucleobase transport,pyrimidine nucleobase transmembrane transporter activity,pyrimidine nucleobase transport,pyrimidine-containing compound transmembrane transport,response to mercury ion,response to organic substance,response to osmotic stress,transport,transporter activity,urea channel activity,urea transmembrane transport,water channel activity,water homeostasis,wateArsenic Poisoning;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Heavy Metal Poisoning, Nervous System;Immune System Diseases;Joint Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neurotoxicity Syndromes;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=0, G=162 A=0.0, G=1.0 0.00001 2619.57 162 A=0/0, G=101/61

chr4:36081878 T/T C T SNV ARAP2 ARAP2:exonic:NM_015230.3 1 100 31 missense NM_015230.3c.4568G>A p.Arg1523Gln 1.99 1 43 0 PH domain,Putative GTPase activating protein for Arf,Ras association (RalGDS/AF-6) domain,RhoGAP domain,SAM domain (Sterile alpha motif)rs4833069 0.0105 1.0 (pos.36081878) ArfGAP with RhoGAP domain, ankyrin repeat and PH domain 2GTPase activator activity,cytosol,metal ion binding,phosphatidylinositol-3,4,5-trisphosphate binding,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=13/9

chr5:141059868 C/C T C SNV ARAP3 ARAP3:exonic:NM_022481.5 1 100 2 synonymous NM_022481.5c.186A>G p.(=) 0.24 0.05(COSM3761012)PH domain,Putative GTPase activating protein for Arf,Ras association (RalGDS/AF-6) domain,RhoGAP domain,SAM domain (Sterile alpha motif)rs11167756 0.4201 YES 4.675E-1 (pos.141059868)adenocarcinoma,ductal_carcinoma,squamous_cell_carcinomaArfGAP with RhoGAP domain, ankyrin repeat and PH domain 3GTPase activator activity,cytoplasm,cytoskeleton,cytoskeleton organization,cytosol,lamellipodium,metal ion binding,negative regulation of Rac protein signal transduction,negative regulation of Rho protein signal transduction,negative regulation of cell migration,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,4-bisphosphate binding,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of cell shape,regulation of small GTPase mediated signal transduction,ruffle,signal transduction,vesicle-mediated transportHIV Infections;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeT=0, C=29 T=0.0, C=1.0 0.00001 427.591 29 T=0/0, C=9/20

chr12:49334762 C/C G C SNV ARF3 ARF3:exonic:NM_001659.2 1 100 2 synonymous NM_001659.2c.117C>G p.(=) -0.89 50S ribosome-binding GTPase,ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Ras family,Ras of Complex, Roc, domain of DAPkinase,Signal recognition particle receptor beta subunitrs12122 0.0265 YES 9.999E-1 (pos.49334762) ADP-ribosylation factor-3GTP binding,GTPase activity,Golgi membrane,extracellular exosome,intracellular,perinuclear region of cytoplasm,phosphatidylinositol biosynthetic process,protein transport,retrograde vesicle-mediated transport, Golgi to ER,small GTPase mediated signal transductionG=0, C=28 G=0.0, C=1.0 0.00001 408.715 28 G=0/0, C=20/8

chr17:36646386 G/G A G SNV ARHGAP23 ARHGAP23:exonic:NM_001199417.1 1 100 18 synonymous NM_001199417.1c.3030A>G p.(=) -1.81 0.04(COSM4129921)PDZ domain,PDZ domain (Also known as DHR or GLGF),PH domain,Pleckstrin homology domain,RhoGAP domainrs9891156 0.0277 YES 1.0 (pos.36646386) neoplasm RHO GTPase-activating protein 23GTPase activator activity,cytosol,extracellular exosome,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=14/7

chr5:142421415 G/G T G SNV ARHGAP26 ARHGAP26:exonic:NM_015071.5 1 100 14 synonymous NM_015071.5c.1245T>G p.(=) 0.59 0.13(COSM5618836)BAR domain of APPL family,PH domain,RhoGAP domain,SH3 domain,Variant SH3 domainrs2270068,rs587778047 0.0015 YES 5.729E-1 (pos.142421415)ductal_carcinomaRHO GTPase-activating protein 26GTPase activator activity,actin cytoskeleton organization,cellular_component,cytoskeleton,cytosol,focal adhesion,nervous system development,phospholipid binding,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,signal transductionBone Marrow Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myelomonocytic, Juvenile;Myelodysplastic-Myeloproliferative Diseases;Neoplasms;Neoplasms by Histologic TypeT=0, G=40 T=0.0, G=1.0 0.00001 644.285 40 T=0/0, G=18/22

chr5:142593652 T/T C T SNV ARHGAP26 ARHGAP26:exonic:NM_015071.5 1 100 22 synonymous NM_015071.5c.2355C>T p.(=) -0.72 BAR domain of APPL family,PH domain,RhoGAP domain,SH3 domain,Variant SH3 domainrs258819 0.005 9.998E-1 (pos.142593652) RHO GTPase-activating protein 26GTPase activator activity,actin cytoskeleton organization,cellular_component,cytoskeleton,cytosol,focal adhesion,nervous system development,phospholipid binding,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,signal transductionBone Marrow Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myelomonocytic, Juvenile;Myelodysplastic-Myeloproliferative Diseases;Neoplasms;Neoplasms by Histologic TypeC=0, T=44 C=0.0, T=1.0 0.00001 718.568 44 C=0/0, T=17/27

chr1:248005212 TC/TC T TC INDEL OR11L1 OR11L1:upstream:NM_001001959.1 1 100 intronic NM_001001959.1c.-14A>GA p.? 0.09 G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,biological_process,detection of chemical stimulus involved in sensory perception of smell,extracellular exosome,integral component of membrane,molecular_function,odorant binding,olfactory receptor activity,plasma membraneT=0, TC=35 T=0.0, TC=1.0 0.00001 265.043 35 T=0/0, TC=11/24

chr18:6889973 G/G A G SNV ARHGAP28 ARHGAP28:exonic:NM_001010000.2 1 100 12 synonymous NM_001010000.2c.1146A>G p.(=) 0.06 RhoGAP domainrs4239328 0.428 YES 6.385E-1 (pos.6889973) RHO GTPase-activating protein 28Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleA=0, G=43 A=0.0, G=1.0 0.00001 705.665 43 A=0/0, G=16/27

chr1:248058755 G/G A G SNV OR2W3 OR2W3:upstream:NM_001001957.2 1 100 intronic NM_001001957.2c.-134A>G p.? 0.11 rs1337876 YES Olfactory receptor family 2 subfamily W member 3G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, G=25 A=0.0, G=1.0 0.00001 353.012 25 A=0/0, G=7/18

chr1:248058797 G/G T G SNV OR2W3 OR2W3:upstream:NM_001001957.2 1 100 intronic NM_001001957.2c.-92T>G p.? -1.23 rs1856248 YES Olfactory receptor family 2 subfamily W member 3G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellT=0, G=25 T=0.0, G=1.0 0.00001 353.019 25 T=0/0, G=7/18

chr1:248058845 C/C A C SNV OR2W3 OR2W3:upstream:NM_001001957.2 1 100 intronic NM_001001957.2c.-44A>C p.? 0.24 rs4500353,rs780386529 0.019 YES 0.0;0.0 (pos.248058842),9.47E-1;0.0;1.46E-4 (pos.248058845)Olfactory receptor family 2 subfamily W member 3G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, C=26 A=0.0, C=1.0 0.00001 371.419 26 A=0/0, C=7/19

chr1:248058879 T/T A T SNV OR2W3 OR2W3:upstream:NM_001001957.2 1 100 intronic NM_001001957.2c.-10A>T p.? 0.21 rs6587387 0.0197 YES 9.442E-1 (pos.248058879) Olfactory receptor family 2 subfamily W member 3G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, T=25 A=0.0, T=1.0 0.00001 353.019 25 A=0/0, T=6/19

chr18:6912143 C/C A C SNV ARHGAP28 ARHGAP28:exonic:NM_001010000.2 1 100 17 missense NM_001010000.2c.1703A>C p.Gln568Pro 1.17 0.66 76 0 0.01(COSM5617980)RhoGAP domainrs1056408 0.1405 YES 6.784E-1 (pos.6912143) ductal_carcinomaRHO GTPase-activating protein 28Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleA=0, C=36 A=0.0, C=1.0 0.00001 561.401 36 A=0/0, C=12/24

chr1:94639446 AT/AT A AT INDEL ARHGAP29 ARHGAP29:exonic:NM_004815.3 1 100 23 nonsense NM_004815.3c.3764_3765insAp.Glu1256Ter 0.28 Phorbol esters/diacylglycerol binding domain (C1 domain),RhoGAP domainrs755542411 0.0 (pos.94639446) RHO GTPase-activating protein 29GTPase activator activity,PDZ domain binding,Rho protein signal transduction,cytoplasm,cytosol,intracellular,intracellular signal transduction,metal ion binding,positive regulation of GTPase activity,regulation of small GTPase mediated signal transductionHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Mantle-Cell;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeA=0, AT=22 A=0.0, AT=1.0 0.00001 163.318 22 A=0/0, AT=9/13

chr1:248085340 TA/TA T TA INDEL OR2T8 OR2T8:downstream:NM_001005522.1 1 100 intronic NM_001005522.1c.*82T>TA p.? 0.1 G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellT=0, TA=65 T=0.0, TA=1.0 0.00001 852.547 65 T=0/0, TA=23/42

chr20:37278612 A/A T A SNV ARHGAP40 ARHGAP40:utr_3:NM_001164431.1 1 100 15 utr_3 NM_001164431.1c.2146T>A p.? -1 RhoGAP domainrs220522 YES T=0, A=24 T=0.0, A=1.0 0.00001 334.79 24 T=0/0, A=5/19

chr19:1077985 G/G A G SNV ARHGAP45 ARHGAP45:exonic:NM_001258328.2 1 100 11 missense NM_001258328.2c.1363A>G p.Ser455Gly 1.2 0.26 56 0.001 RhoGAP domainrs7251797 0.358 YES 3.842E-1 (pos.1077985) GTPase activator activity,azurophil granule lumen,cytosol,extracellular region,intracellular,intracellular signal transduction,membrane,metal ion binding,neutrophil degranulation,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,ruffle membrane,secretory granule lumen,signal transductionA=0, G=38 A=0.0, G=1.0 0.00001 601.921 38 A=0/0, G=7/31

chr19:1081617 G/G A G SNV ARHGAP45 ARHGAP45:exonic:NM_001258328.2 1 100 18 synonymous NM_001258328.2c.2307A>G p.(=) 1.4 0.11(COSM3749456),0.11(COSM3749457)RhoGAP domainrs10404947 0.2026 YES 7.063E-1 (pos.1081617) adenocarcinoma,neoplasm GTPase activator activity,azurophil granule lumen,cytosol,extracellular region,intracellular,intracellular signal transduction,membrane,metal ion binding,neutrophil degranulation,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,ruffle membrane,secretory granule lumen,signal transductionA=0, G=30 A=0.0, G=1.0 0.00001 443.473 30 A=0/0, G=18/12

chr12:15103605 G/G A G SNV ARHGDIB ARHGDIB:exonic:NM_001175.6 1 100 2 synonymous NM_001175.6c.42T>C p.(=) -1.47 RHO protein GDP dissociation inhibitorrs2430711 0 YES 1.0 (pos.15103605) Rho GDP dissociation inhibitor (GDI) betaGTPase activator activity,GTPase activity,Rac GTPase binding,Rho GDP-dissociation inhibitor activity,cellular response to redox state,cytoplasm,cytoplasmic vesicle,cytoskeleton,cytosol,extracellular exosome,membrane,movement of cell or subcellular component,multicellular organism development,negative regulation of cell adhesion,negative regulation of trophoblast cell migration,positive regulation of GTPase activity,protein binding,regulation of Rho protein signal transduction,regulation of actin cytoskeleton reorganization,regulation of catalytic activity,regulation of small GTPase mediated signal transductionAcute Coronary Syndrome;Cardiovascular Diseases;HIV Infections;Heart Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Myocardial Ischemia;Vascular DiseasesA=0, G=25 A=0.0, G=1.0 0.00001 352.898 25 A=0/0, G=12/13

chr1:3397188 C/C T C SNV ARHGEF16 ARHGEF16:utr_3:NM_014448.3 1 100 15 utr_3 NM_014448.3c.2167T>C p.? -2.87 PH domain,RhoGEF domain,SH3 domain,Variant SH3 domainrs2487677,rs7550773591.00E-04 0.0 (pos.3397184),1.0 (pos.3397188) G-protein coupled receptor signaling pathway,PDZ domain binding,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,activation of GTPase activity,cadherin binding,cell chemotaxis,cytosol,guanyl-nucleotide exchange factor activity,positive regulation of apoptotic process,positive regulation of protein localization to plasma membrane,protein binding,receptor tyrosine kinase binding,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transductionT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=8/13

chr1:16525056 T/T G T SNV ARHGEF19 ARHGEF19:utr_3:NM_153213.4 1 100 16 utr_3 NM_153213.4c.2435C>A p.? -1.56 RhoGEF domain,SH3 domain,Variant SH3 domainrs451260 0.2564 YES 1.234E-1 (pos.16525056) RHO guanine nucleotide exchange factor 19G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,Wnt signaling pathway, planar cell polarity pathway,cytosol,guanyl-nucleotide exchange factor activity,positive regulation of GTPase activity,positive regulation of apoptotic process,protein binding,regulation of Rho protein signal transduction,regulation of actin cytoskeleton organization,regulation of molecular function,regulation of small GTPase mediated signal transduction,wound healingG=0, T=23 G=0.0, T=1.0 0.00001 316.746 23 G=0/0, T=10/13

chr1:16532803 A/A G A SNV ARHGEF19 ARHGEF19:exonic:NM_153213.4 1 100 7 synonymous NM_153213.4c.1170C>T p.(=) -1.89 RhoGEF domain,SH3 domain,Variant SH3 domainrs221050 0.2545 YES 1.535E-1 (pos.16532803) RHO guanine nucleotide exchange factor 19G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,Wnt signaling pathway, planar cell polarity pathway,cytosol,guanyl-nucleotide exchange factor activity,positive regulation of GTPase activity,positive regulation of apoptotic process,protein binding,regulation of Rho protein signal transduction,regulation of actin cytoskeleton organization,regulation of molecular function,regulation of small GTPase mediated signal transduction,wound healingG=0, A=137 G=0.0, A=1.0 0.00001 2279.45 137 G=0/0, A=62/75

chr1:16534255 G/G C G SNV ARHGEF19 ARHGEF19:exonic:NM_153213.4 1 100 4 missense NM_153213.4c.712G>C p.Glu238Gln 3.81 0.01 29 0.041 0.8(COSM3747579)RhoGEF domain,SH3 domain,Variant SH3 domainrs221057 0.2606 YES 1.274E-1;0.0 (pos.16534255)ductal_carcinoma,hepatocellular_carcinoma,neoplasmRHO guanine nucleotide exchange factor 19G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,Wnt signaling pathway, planar cell polarity pathway,cytosol,guanyl-nucleotide exchange factor activity,positive regulation of GTPase activity,positive regulation of apoptotic process,protein binding,regulation of Rho protein signal transduction,regulation of actin cytoskeleton organization,regulation of molecular function,regulation of small GTPase mediated signal transduction,wound healingC=0, G=41 C=0.0, G=1.0 0.00001 669.658 41 C=0/0, G=25/16

chr1:16534646 G/G C G SNV ARHGEF19 ARHGEF19:exonic:NM_153213.4 1 100 3 missense NM_153213.4c.487G>C p.Gly163Arg 0.67 0.01 125 0.014 0.19(COSM1335927),0.34(COSM4837123)RhoGEF domain,SH3 domain,Variant SH3 domainrs221058 0.2597 YES 1.269E-1;0.0 (pos.16534646)neoplasm,squamous_cell_carcinomaRHO guanine nucleotide exchange factor 19G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,Wnt signaling pathway, planar cell polarity pathway,cytosol,guanyl-nucleotide exchange factor activity,positive regulation of GTPase activity,positive regulation of apoptotic process,protein binding,regulation of Rho protein signal transduction,regulation of actin cytoskeleton organization,regulation of molecular function,regulation of small GTPase mediated signal transduction,wound healingC=0, G=24 C=0.0, G=1.0 0.00001 334.698 24 C=0/0, G=12/12

chr5:73218954 C/T C T SNV ARHGEF28 ARHGEF28:exonic:NM_001080479.2 1 50 36 missense NM_001080479.2c.4991C>T p.Pro1664Leu -1 1 98 0 Phorbol esters/diacylglycerol binding domain (C1 domain),RhoGEF domainrs423333 YES 1.364E-1 (pos.73218954) RNA binding,Rho guanyl-nucleotide exchange factor activity,cell differentiation,cytosol,ephrin receptor signaling pathway,guanyl-nucleotide exchange factor activity,intracellular signal transduction,metal ion binding,plasma membrane,regulation of Rho protein signal transduction,regulation of molecular functionBenign C=8, T=16 C=0.3333, T=0.6667 0.00001 287.671 32 C=1/7, T=13/3

chr2:39187190 C/C T C SNV

ARHGEF33,L

OC375196 ARHGEF33:exonic:NM_001145451.2, LOC375196:exonic_nc:NR_028386.11
100

14 missense NM_001145451.2, NR_028386.1c.1744T>C p.Ser582Pro 0.12 1 74 0 0.07(COSM3749661),0.07(COSM3749662),0.07(COSM3749663)RhoGEF domainrs6755527 0.0661 YES 8.623E-1 (pos.39187190) adenocarcinoma Rho guanyl-nucleotide exchange factor activity,regulation of Rho protein signal transduction,regulation of molecular functionT=0, C=129 T=0.0, C=1.0 0.00001 2090.98 129 T=0/0, C=91/38

chr2:39187519 G/G A G SNV

ARHGEF33,L

OC375196 ARHGEF33:exonic:NM_001145451.2, LOC375196:upstream:NR_028386.11
100

14 synonymous NM_001145451.2, NR_028386.1c.2073A>G p.(=) 2.52 0.05(COSM3758232),0.05(COSM3758233)RhoGEF domainrs958412 YES 8.028E-1 (pos.39187519) adenocarcinoma Rho guanyl-nucleotide exchange factor activity,regulation of Rho protein signal transduction,regulation of molecular functionA=0, G=41 A=0.0, G=1.0 0.00001 664.696 41 A=0/0, G=26/15

chr9:35660990 G/G A G SNV

ARHGEF39,C

CDC107 ARHGEF39:utr_3:NM_032818.2, CCDC107:exonic:NM_174923.2 1
100

5 missense NM_174923.2, NM_032818.2c.658A>G, c.2002T>Cp.Ile220Val, p.? -0.11 1 29 0 RhoGEF domainrs1339374,rs747714583 0.2012 YES 0.0 (pos.35660987),9.864E-1 (pos.35660990) Rho guanyl-nucleotide exchange factor activity,integral component of membrane,plasma membrane,positive regulation of cell migration,protein binding,regulation of Rho protein signal transduction,regulation of molecular functionA=0, G=27 A=0.0, G=1.0 0.00001 389.979 27 A=0/0, G=15/12

chr14:21551069 C/C T C SNV ARHGEF40 ARHGEF40:exonic:NM_018071.4 1 100 16 missense NM_018071.4c.3566T>C p.Leu1189Ser 0.72 0.56 145 0 RhoGEF domainrs1958396 0.094 YES 5.902E-1 (pos.21551069) Rho guanyl-nucleotide exchange factor activity,cytoplasm,protein binding,regulation of Rho protein signal transduction,regulation of molecular functionT=0, C=21 T=0.0, C=1.0 0.00001 281.232 21 T=0/0, C=7/14

chr19:965043 C/C T C SNV ARID3A ARID3A:exonic:NM_005224.2 1 100 6 synonymous NM_005224.2c.1161T>C p.(=) -0.18 ARID/BRIGHT DNA binding domainrs12608658 0.0229 YES 9.999E-1 (pos.965043) DNA binding,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,RNA polymerase II regulatory region sequence-specific DNA binding,chromatin binding,cytosol,intracellular membrane-bounded organelle,membrane raft,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein homodimerization activity,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingT=0, C=40 T=0.0, C=1.0 0.00001 644.286 40 T=0/0, C=23/17

chr14:58831142 G/G A G SNV ARID4A ARID4A:exonic:NM_002892.3 1 100 20 missense NM_002892.3c.2335A>G p.Thr779Ala -0.11 0.4 58 0 0.01(COSM5000712),0.01(COSM5000713)ARID/BRIGHT DNA binding domain,RBB1NT (NUC162) domain,RNA binding activity-knot of a chromodomainrs1051858,rs386777941 0.3304 YES 5.209E-1 (pos.58831142) ductal_carcinomaAT-rich interactive domain-containing protein 4ADNA binding,DNA binding transcription factor activity,cytosol,erythrocyte development,establishment of Sertoli cell barrier,histone H3-K4 trimethylation,histone H3-K9 trimethylation,histone H4-K20 trimethylation,histone deacetylase activity,histone deacetylation,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,plasma membrane,positive regulation of transcription from RNA polymerase II promoter,regulation of gene expression by genetic imprinting,regulation of transcription from RNA polymerase II promoter,spermatogenesis,transcription from RNA polymerase II promoter,transcription regulatory region DNA binding,transcriptional repressor complexA=0, G=23 A=0.0, G=1.0 0.00001 321.141 23 A=0/0, G=18/5

chr13:50205025 C/C T C SNV ARL11 ARL11:exonic:NM_138450.5 1 100 2 missense NM_138450.5c.442T>C p.Cys148Arg -1.35 180 0.01(COSM5038192)50S ribosome-binding GTPase,ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Ras family,Ras of Complex, Roc, domain of DAPkinase,Signal recognition particle receptor beta subunitrs3803185 0.486 YES 1.82E-1 (pos.50205025) carcinoma ADP-ribosylation factor-like 11GTP binding,intracellular,protein binding,small GTPase mediated signal transductionAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Urogenital NeoplasmsT=0, C=38 T=0.0, C=1.0 0.00001 603.784 38 T=0/0, C=25/13

chr5:53606295 T/C T C SNV ARL15 ARL15:exonic:NM_019087.2 1 95.83 1 synonymous NM_019087.2c.15A>G p.(=) 0.16 0.18(COSM4159890)ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinase,Signal recognition particle receptor beta subunitrs35941 0.156 YES 7.206E-1 (pos.53606295) carcinoma,neoplasm GTP binding,biological_process,extracellular exosome,intracellular,molecular_function,small GTPase mediated signal transductionAlcohol-Related Disorders;Alcoholism;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Mental Disorders;Metabolic Diseases;Nutritional and Metabolic Diseases;Substance-Related DisordersT=1, C=23 T=0.0417, C=0.9583 0.00001 307.284 24 T=0/1, C=14/9

chr11:64789194 C/C T C SNV

ARL2,ARL2-

SNX15 ARL2:exonic:NM_001667.3, ARL2-SNX15:intronic_nc:NR_037650.1 1
100

5 missense NM_001667.3, NR_037650.1c.422T>C p.Val141Ala 2.19 1 64 0 0.05(COSM1132962)50S ribosome-binding GTPase,ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Ras family,Ras of Complex, Roc, domain of DAPkinase,Signal recognition particle receptor beta subunitrs664226 0.3724 YES 1.631E-1 (pos.64789194) primitive_neuroectodermal_tumour-medulloblastoma,squamous_cell_carcinomaADP=ribosylation factor-like 2GTP binding,GTPase activity,GTPase inhibitor activity,Golgi apparatus,bicellular tight junction assembly,centrosome,centrosome cycle,cilium,cytosol,extracellular exosome,focal adhesion,lateral plasma membrane,maintenance of protein location in nucleus,mitochondrial intermembrane space,mitochondrial matrix,negative regulation of GTPase activity,nucleolus,nucleus,positive regulation of cell-substrate adhesion,positive regulation of microtubule polymerization,protein binding,regulation of insulin secretion,regulation of microtubule polymerization,small GTPase mediated signal transduction,tubulin complex assemblyMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasT=0, C=33 T=0.0, C=1.0 0.00001 504.591 33 T=0/0, C=11/22

chr12:123463812 C/T C T SNV

ARL6IP4,OG

FOD2 OGFOD2:exonic:NM_024623.2, ARL6IP4:upstream:NM_018694.3 1
57.14

8 synonymous NM_024623.2, NM_018694.3c.792C>T, c.-940C>Tp.(=), p.? -3.24 rs34010146 0.0018 YES 3.499E-4 (pos.123463812) ADP-ribosylation-like factor 6 interacting protein 4L-ascorbic acid binding,RNA binding,RNA splicing,dioxygenase activity,iron ion binding,mRNA processing,nuclear speck,nucleolus,nucleus,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,protein bindingVitamin C C=9, T=12 C=0.4286, T=0.5714 0.00001 109.101 21 C=7/2, T=10/2

chr6:35705892 C/C T C SNV ARMC12 ARMC12:exonic:NM_145028.4 1 100 2 synonymous NM_145028.4c.333T>C p.(=) 0.48 0.02(COSM4161113)Armadillo-likers2817041,rs386700146 0.195 YES 6.05E-1 (pos.35705892) neoplasm nucleus T=0, C=41 T=0.0, C=1.0 0.00001 664.699 41 T=0/0, C=27/14

chr1:248789454 C/C G C SNV OR2T11 OR2T11:downstream:NM_001001964.1 1 100 intronic NM_001001964.1c.*25C>G p.? -0.26 rs1892441 0.0107 YES 1.0;0.0 (pos.248789454) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellG=0, C=29 G=0.0, C=1.0 0.00001 427.603 29 G=0/0, C=17/12

chr10:23297301 T/T C T SNV ARMC3 ARMC3:exonic:NM_173081.4 1 100 15 synonymous NM_173081.4c.1926C>T p.(=) 1.25 Armadillo/beta-catenin-like repeat,Ethylene-responsive protein kinase Le-CTR1,HEAT repeat,HEAT repeats,PBS lyase HEAT-like repeatrs11817610 0.3871 YES 5.586E-1;0.0 (pos.23297301) Armadillo repeat-containing protein 3cytoplasm,extracellular exosome,nucleus C=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=11/12

chrX:100749585 T/T C T SNV ARMCX4 ARMCX4:exonic:NM_001256155.2 1 100 2 synonymous NM_001256155.2c.6009C>T p.(=) 0.01 0.03(COSM6351874)Armadillo-likers3174476 YES 4.233E-1 (pos.100749585)carcinoma C=0, T=41 C=0.0, T=1.0 0.00001 664.7 41 C=0/0, T=22/19

chr1:248813135 A/A G A SNV OR2T27 OR2T27:downstream:NM_001001824.1 1 100 intronic NM_001001824.1c.*97C>T p.? 0.02 rs4916153 YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellG=0, A=30 G=0.0, A=1.0 0.00001 446.623 30 G=0/0, A=26/4

chr3:9870857 A/A G A SNV

ARPC4-

TTLL3,TTLL3 TTLL3:exonic:NM_001025930.3, ARPC4-TTLL3:exonic:NM_001198793.11
100

10 synonymous NM_001198793.1, NM_001025930.3c.1515G>A, c.1761G>Ap.(=), p.(=) 0.3 0.24(COSM3760295),0.24(COSM3760296)Tubulin-tyrosine ligase familyrs2290303 0.4951 YES 1.388E-1 (pos.9870857) adenocarcinoma,ductal_carcinoma,neoplasmATP binding,Arp2/3 complex-mediated actin nucleation,Arp2/3 protein complex,actin binding,actin filament polymerization,axoneme,axoneme assembly,catalytic activity,cellular protein modification process,cilium,cilium assembly,cytoplasm,cytosol,microtubule,microtubule cytoskeleton,protein polyglycylation,protein-glycine ligase activity,protein-glycine ligase activity, initiatingG=0, A=49 G=0.0, A=1.0 0.00001 835.827 49 G=0/0, A=27/22

chr3:35725250 T/T C T SNV ARPP21 ARPP21:exonic:NM_001267619.1 1 100 4 synonymous NM_001267619.1c.204C>T p.(=) -0.5 0.02(COSM4002660),0.02(COSM4002661),0.02(COSM4002662)R3H domain rs969818 0.3519 YES 6.54E-1 (pos.35725250) acute_myeloid_leukaemia biological_process,calmodulin binding,cellular response to heat,cellular_component,cytoplasm,molecular_function,nucleic acid bindingC=0, T=40 C=0.0, T=1.0 0.00001 623.158 40 C=0/0, T=18/22

chr15:98504100 C/C G C SNV ARRDC4 ARRDC4:exonic:NM_183376.2 1 100 1 synonymous NM_183376.2c.9G>C p.(=) -1.45 0.19(COSM3749319)Arrestin (or S-antigen), C-terminal domain,Arrestin (or S-antigen), N-terminal domainrs4965046 0.1903 YES 8.831E-1 (pos.98504100) adenocarcinoma,neoplasm early endosome,endosome,extracellular vesicle,plasma membrane,positive regulation of ubiquitin-protein transferase activity,protein binding,protein binding, bridging involved in substrate recognition for ubiquitination,protein localization,protein transport,protein ubiquitinationG=0, C=26 G=0.0, C=1.0 0.00001 371.42 26 G=0/0, C=4/22

chr5:78181477 T/T C T SNV ARSB ARSB:exonic:NM_000046.4 1 100 5 missense NM_000046.4c.1072G>A p.Val358Met 3.99 0 21 0.997 0.93(COSM4418685),0.93(COSM4418686)Sulfatase rs1065757 0.4324 YES 3.804E-1 (pos.78181477) acute_myeloid_leukaemia,ductal_carcinomaArylsulfatase BGolgi apparatus,N-acetylgalactosamine-4-sulfatase activity,arylsulfatase activity,autophagy,azurophil granule lumen,cell surface,central nervous system development,chondroitin sulfate catabolic process,colon epithelial cell migration,endoplasmic reticulum lumen,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,glycosphingolipid metabolic process,lysosomal lumen,lysosomal transport,lysosome,lysosome organization,metal ion binding,mitochondrion,neutrophil degranulation,positive regulation of neuron projection development,post-translational protein modification,regulation of epithelial cell migration,response to estrogen,response to methylmercury,response to nutrient,response to pH,rough endoplasmic reticulumCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Genetic Diseases, Inborn;Lysosomal Storage Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Mucinoses;Mucopolysaccharidoses;Mucopolysaccharidosis VI;Nutritional and Metabolic Diseases;Skin and Connective Tissue DiseasesBenign C=0, T=25 C=0.0, T=1.0 0.00001 353.017 25 C=0/0, T=8/17

chr1:2528133 C/C T C SNV MMEL1 MMEL1:intronic:NM_033467.3 1 100 intronic NM_033467.3c.1273-5A>Gp.? -3.59 0(COSM5428276),0(COSM5428277)Peptidase family M13rs2843401 0.32 YES 5.136E-1 (pos.2528133) acute_myeloid_leukaemia,carcinoma,lymphoid_neoplasmextracellular region,integral component of membrane,metal ion binding,metalloendopeptidase activity,proteolysisArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Bile Duct Diseases;Biliary Tract Diseases;Celiac Disease;Cholestasis;Cholestasis, Intrahepatic;Connective Tissue Diseases;Digestive System Diseases;Gastrointestinal Diseases;Immune System Diseases;Intestinal Diseases;Joint Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Malabsorption Syndromes;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, C=29 T=0.0, C=1.0 0.00001 427.533 29 T=0/0, C=26/3

chr1:25648349 T/C T C SNV RHD RHD:intronic:NM_016124.4 1 57.89 intronic NM_016124.4c.1154-31T>Cp.? -0.22 Ammonium Transporter Familyrs28669938 0.2489 YES 2.535E-1 (pos.25648349) Rhesus system D polypeptideammonium transmembrane transport,ammonium transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,organic cation transportAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic DiseasesHuman Rho(D) immune globulin,SYM001T=16, C=22 T=0.4211, C=0.5789 0.00001 249.054 38 T=7/9, C=9/13

chrX:2835985 GAAAA/AAAAC GAAAA AAAAC MNV ARSD ARSD:exonic:NM_001669.3 5 50 5 missense NM_001669.3c.719_723delTTTTCinsGTTTTp.Phe240Cys -0.29, 3.19, 1.99, -0.25, 1.570.01 205 0.045 0.06(COSM4005069)C-terminal region of aryl-sulfatase,Sulfatasers143238998,rs748243474,rs759462760,rs7651393190.0 (pos.2835984),0.0 (pos.2835987),1.1E-3 (pos.2835985),6.291E-4 (pos.2835989)adenocarcinoma,carcinomaArylsulfatase Darylsulfatase activity,catalytic activity,endoplasmic reticulum lumen,extracellular exosome,glycosphingolipid metabolic process,lysosome,metabolic process,metal ion binding,post-translational protein modificationGAAAA=51, AAAAC=53GAAAA=0.4904, AAAAC=0.50960.00001 562.921 106 GAAAA=42/9, AAAAC=32/21

chr1:25889672 A/A G A SNV LDLRAP1 LDLRAP1:intronic:NM_015627.2 1 100 intronic NM_015627.2c.616+28G>Ap.? 0.21 Phosphotyrosine interaction domain (PTB/PID),Phosphotyrosine-binding domainrs6688931 0.4885 YES 4.495E-1 (pos.25889672) Low density lipoprotein receptor adaptor protein 1AP-1 adaptor complex,AP-2 adaptor complex,AP-2 adaptor complex binding,amyloid precursor protein metabolic process,amyloid-beta binding,axon,basal plasma membrane,cholesterol homeostasis,cholesterol metabolic process,clathrin adaptor activity,clathrin binding,clathrin-coated vesicle membrane,cytoplasmic side of plasma membrane,cytosol,early endosome,low-density lipoprotein particle clearance,low-density lipoprotein particle receptor binding,membrane organization,neurofilament,phosphatidylinositol-4,5-bisphosphate binding,phosphotyrosine residue binding,plasma membrane,positive regulation of cholesterol metabolic process,positive regulation of receptor-mediated endocytosis,positive regulation of receptor-mediated endocytosis involved in cholesterol transport,positive regulation of signal transduction,protein binding,receptor internalization,receptor signaling complex scaffold activity,receptor-mediated endocytosis,receptor-mediated endocytosis involved in cholesterol transport,recycling endosome,regulation of Dyslipidemias;Hypercholesterolemia;Hyperlipidemias;Lipid Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesG=0, A=24 G=0.0, A=1.0 0.00001 334.722 24 G=0/0, A=19/5

chrX:2836047 C/T C T SNV ARSD ARSD:exonic:NM_001669.3 1 50 5 missense NM_001669.3c.661G>A p.Gly221Ser -0.25 0.06 56 0.994 0.03(COSM3363960)C-terminal region of aryl-sulfatase,Sulfatasers67359049 5.168E-3 (pos.2836047) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,clear_cell_renal_cell_carcinoma,squamous_cell_carcinomaArylsulfatase Darylsulfatase activity,catalytic activity,endoplasmic reticulum lumen,extracellular exosome,glycosphingolipid metabolic process,lysosome,metabolic process,metal ion binding,post-translational protein modificationC=34, T=34 C=0.5, T=0.5 0.00001 342.383 68 C=28/6, T=17/17

chr1:26098107 A/A G A SNV MAN1C1 MAN1C1:intronic:NM_020379.3 1 100 intronic NM_020379.3c.1142-41G>Ap.? -5.81 Glycosyl hydrolase family 47rs2072747,rs762860688 0.3553 YES 7.615E-1;0.0 (pos.26098107) Mannosidase, alpha, class 1C, member 1Golgi apparatus mannose trimming,Golgi membrane,N-glycan processing,calcium ion binding,endoplasmic reticulum,extracellular exosome,integral component of Golgi membrane,mannosyl-oligosaccharide 1,2-alpha-mannosidase activity,membrane,metabolic process,protein N-linked glycosylationG=0, A=65 G=0.0, A=1.0 0.00001 996.464 65 G=0/0, A=19/46

chr1:26098333 A/A G A SNV MAN1C1 MAN1C1:intronic:NM_020379.3 1 100 intronic NM_020379.3c.1257+70G>Ap.? -1.34 Glycosyl hydrolase family 47rs807264 YES Mannosidase, alpha, class 1C, member 1Golgi apparatus mannose trimming,Golgi membrane,N-glycan processing,calcium ion binding,endoplasmic reticulum,extracellular exosome,integral component of Golgi membrane,mannosyl-oligosaccharide 1,2-alpha-mannosidase activity,membrane,metabolic process,protein N-linked glycosylationG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=10/10

chr1:26110143 A/A G A SNV MAN1C1 MAN1C1:intronic:NM_020379.3 1 100 intronic NM_020379.3c.1767-11G>Ap.? -0.73 Glycosyl hydrolase family 47rs3767877 0.3684 YES 7.377E-1 (pos.26110143) Mannosidase, alpha, class 1C, member 1Golgi apparatus mannose trimming,Golgi membrane,N-glycan processing,calcium ion binding,endoplasmic reticulum,extracellular exosome,integral component of Golgi membrane,mannosyl-oligosaccharide 1,2-alpha-mannosidase activity,membrane,metabolic process,protein N-linked glycosylationG=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=10/12

chr1:26138136 A/A C A SNV SELENON SELENON:intronic:NM_206926.1 1 100 intronic NM_206926.1c.991-46C>Ap.? 0.91 rs760598 0.2279 YES 9.645E-1 (pos.26138136) Selenoprotein Ncalcium ion binding,calcium ion homeostasis,endoplasmic reticulum membrane,oxidation-reduction process,oxidoreductase activity,positive regulation of response to oxidative stress,protein binding,regulation of ryanodine-sensitive calcium-release channel activity,skeletal muscle fiber developmentBenign C=0, A=26 C=0.0, A=1.0 0.00001 371.42 26 C=0/0, A=19/7

chr1:26138451 G/G A G SNV SELENON SELENON:intronic:NM_206926.1 1 100 intronic NM_206926.1c.1179+81A>Gp.? -0.06 rs11247744,rs202103730 YES Selenoprotein Ncalcium ion binding,calcium ion homeostasis,endoplasmic reticulum membrane,oxidation-reduction process,oxidoreductase activity,positive regulation of response to oxidative stress,protein binding,regulation of ryanodine-sensitive calcium-release channel activity,skeletal muscle fiber developmentA=0, G=23 A=0.0, G=1.0 0.00001 316.746 23 A=0/0, G=7/16

chr1:26158337 T/T C T SNV MTFR1L MTFR1L:intronic:NM_001099625.1 1 100 intronic NM_001099625.1c.774-75C>Tp.? 0.04 Mitochondrial fission regulatorrs1961580 YES aerobic respiration,mitochondrial fission,mitochondrion,protein bindingC=0, T=36 C=0.0, T=1.0 0.00001 563.738 36 C=0/0, T=17/19

chrX:2836060 G/A G A SNV ARSD ARSD:exonic:NM_001669.3 1 50 5 synonymous NM_001669.3c.648C>T p.(=) -1.44 0.01(COSM3363961)C-terminal region of aryl-sulfatase,Sulfatasers113318393 YES 8.573E-3 (pos.2836060) adenocarcinoma,clear_cell_renal_cell_carcinomaArylsulfatase Darylsulfatase activity,catalytic activity,endoplasmic reticulum lumen,extracellular exosome,glycosphingolipid metabolic process,lysosome,metabolic process,metal ion binding,post-translational protein modificationG=36, A=36 G=0.5, A=0.5 0.00001 368.32 72 G=27/9, A=17/19

chr1:26511700 G/G A G SNV CNKSR1 CNKSR1:intronic:NM_006314.2 1 100 intronic NM_006314.2c.1308+23A>Gp.? -0.95 Connector enhancer of kinase suppressor of ras,PH domain,SAM domain (Sterile alpha motif)rs2783680 0.3981 YES 9.68E-1 (pos.26511700) Connector enhancer of KSR 1Ras protein signal transduction,Rho protein signal transduction,cell cortex,cell-cell junction,kinase activity,phosphorylation,plasma membrane,protein binding,protein binding, bridging,transmembrane receptor protein tyrosine kinase signaling pathwayIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsA=0, G=82 A=0.0, G=1.0 0.00001 1326.32 82 A=0/0, G=33/49

chr17:66364749 C/C T C SNV ARSG ARSG:exonic:NM_014960.4 1 100 7 synonymous NM_014960.4c.765T>C p.(=) -0.21 0.04(COSM4419284)C-terminal region of aryl-sulfatase,Sulfatasers1558877 0.4793 YES 2.867E-1 (pos.66364749) acute_myeloid_leukaemiaArylsulfatase Garylsulfatase activity,endoplasmic reticulum,endoplasmic reticulum lumen,extracellular space,glycosphingolipid metabolic process,lysosome,metabolic process,metal ion binding,post-translational protein modification,sulfur compound metabolic process,sulfuric ester hydrolase activityCentral Nervous System Diseases;Dystonic Disorders;Movement Disorders;Nervous System DiseasesT=0, C=73 T=0.0, C=1.0 0.00001 1150.46 73 T=0/0, C=28/45

chr1:26609307 T/T G T SNV UBXN11 UBXN11:intronic:NM_183008.2 1 100 intronic NM_183008.2c.1152-27C>Ap.? -0.9 SEP domain,UBX domainrs6598952 0.0625 YES 4.453E-1;0.0 (pos.26609307) UBX domain protein 11cytoplasm,cytoskeleton,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,ubiquitin bindingG=0, T=55 G=0.0, T=1.0 0.00001 814.907 55 G=0/0, T=32/23

chr17:66364804 C/C T C SNV ARSG ARSG:exonic:NM_014960.4 1 100 7 missense NM_014960.4c.820T>C p.Trp274Arg 0.49 0.56 101 0 0.02(COSM4418882)C-terminal region of aryl-sulfatase,Sulfatasers1558878 0.4972 YES 2.435E-1 (pos.66364804) acute_myeloid_leukaemiaArylsulfatase Garylsulfatase activity,endoplasmic reticulum,endoplasmic reticulum lumen,extracellular space,glycosphingolipid metabolic process,lysosome,metabolic process,metal ion binding,post-translational protein modification,sulfur compound metabolic process,sulfuric ester hydrolase activityCentral Nervous System Diseases;Dystonic Disorders;Movement Disorders;Nervous System DiseasesT=0, C=70 T=0.0, C=1.0 0.00001 1092.09 70 T=0/0, C=25/45

chr4:77033725 A/A C A SNV ART3 ART3:utr_3:NM_001130016.2 1 100 12 utr_3 NM_001130016.2c.1223C>A p.? 0.15 NAD:arginine ADP-ribosyltransferasers14773 YES ADP-ribosyltransferase 3C-terminal protein lipidation,NAD(P)+-protein-arginine ADP-ribosyltransferase activity,NAD+ ADP-ribosyltransferase activity,anchored component of membrane,extracellular exosome,extracellular region,integral component of plasma membrane,plasma membrane,protein ADP-ribosylation,transferase activityC=0, A=82 C=0.0, A=1.0 0.00001 1329.65 82 C=0/0, A=43/39

chr1:231114945 T/C T C SNV ARV1,TTC13 ARV1:exonic:NM_022786.2, TTC13:upstream:NM_024525.4 1
46.79

1 missense NM_024525.4, NM_022786.2c.-369A>G, c.94T>Cp.?, p.Tyr32His 6.26 0 83 0.999 Arv1-like familyrs34745784 6.00E-04 0.0 (pos.231114945) ARV1, S. cerevisiae, homolog ofGolgi apparatus,bile acid metabolic process,cholesterol biosynthetic process,cholesterol transport,cortical endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,regulation of cholesterol metabolic process,regulation of intracellular cholesterol transport,regulation of plasma membrane sterol distribution,sphingolipid metabolic process,sterol transporter activityBlindness;Eye Diseases;Nervous System Diseases;Neurologic Manifestations;Sensation Disorders;Vision DisordersLikely benign T=58, C=51 T=0.5321, C=0.4679 0.00001 504.646 109 T=18/40, C=24/27

chr8:17918934 G/G A G SNV ASAH1 ASAH1:exonic:NM_004315.5 1 100 10 missense NM_004315.5c.785T>C p.Val262Ala 2.68 1 64 0 Linear amide C-N hydrolases, choloylglycine hydrolase family,beta subunit of N-acylethanolamine-hydrolyzing acid amidasers10103355 0.0091 YES 8.697E-1 (pos.17918934) N-acylsphingosine amidohydrolase (acid ceramidase) 1catalytic activity,ceramidase activity,ceramide metabolic process,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule lumen,glycosphingolipid metabolic process,integral component of membrane,lipid metabolic process,lysosomal lumen,lysosome,neutrophil degranulation,tertiary granule lumenBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Dyskinesias;Farber Lipogranulomatosis;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myoclonus;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;SphingolipidosesBenign A=0, G=86 A=0.0, G=1.0 0.00001 1410.92 86 A=0/0, G=51/35

chr8:17927327 T/C T C SNV ASAH1 ASAH1:exonic:NM_004315.5 1 97.5 4 missense NM_004315.5c.325A>G p.Ile109Val -1.94 0.65 29 0 0.01(COSM3763226),0.01(COSM3763227)Linear amide C-N hydrolases, choloylglycine hydrolase family,beta subunit of N-acylethanolamine-hydrolyzing acid amidasers1049874 0.4919 YES 3.699E-1 (pos.17927327) acute_myeloid_leukaemia,adenocarcinoma,carcinomaN-acylsphingosine amidohydrolase (acid ceramidase) 1catalytic activity,ceramidase activity,ceramide metabolic process,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule lumen,glycosphingolipid metabolic process,integral component of membrane,lipid metabolic process,lysosomal lumen,lysosome,neutrophil degranulation,tertiary granule lumenBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Dyskinesias;Farber Lipogranulomatosis;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myoclonus;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;SphingolipidosesBenign T=1, C=39 T=0.025, C=0.975 0.00001 608.066 40 T=1/0, C=11/28

chr10:5682641 T/T C T SNV ASB13 ASB13:utr_3:NM_024701.3 1 100 6 utr_3 NM_024701.3c.862G>A p.? -0.47 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),SOCS boxrs749619086,rs78964923.00E-04 0.0 (pos.5682639),1.0 (pos.5682641) Ankyrin repeat- and SOCS box-containing protein 13cytosol,intracellular signal transduction,post-translational protein modification,protein binding,protein ubiquitinationC=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=20/4

chr7:123256427 T/T C T SNV

ASB15,LOC1

02724555 LOC102724555:intronic_nc:NR_111922.1, ASB15:exonic:NM_080928.41
100

4 missense NM_080928.4, NR_111922.1c.170C>T p.Pro57Leu 1.2 0.66 98 0 0.08(COSM4004272),0.08(COSM4004273)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),SOCS boxrs6962756 0.232 YES 7.738E-1 (pos.123256427)acute_myeloid_leukaemia cytoplasm,cytosol,intracellular signal transduction,nucleus,post-translational protein modification,protein ubiquitination,ubiquitin ligase complex,ubiquitin protein ligase binding,ubiquitin-protein transferase activityAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, T=107 C=0.0, T=1.0 0.00001 1680.99 107 C=0/0, T=45/62

chr2:237149941 T/T C T SNV ASB18 ASB18:exonic:NM_212556.3 1 100 2 missense NM_212556.3c.310G>A p.Ala104Thr 2.68 0.03 58 0.76 0.89(COSM3758059),0.89(COSM3758060),0.92(COSM3682569),0.92(COSM3682570)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),SOCS boxrs6756597 0.4807 YES 5.641E-1 (pos.237149941)acute_myeloid_leukaemia,adenocarcinoma,neoplasmcytoplasm,cytosol,integral component of membrane,intracellular signal transduction,nucleus,post-translational protein modification,protein ubiquitination,ubiquitin ligase complex,ubiquitin protein ligase binding,ubiquitin-protein transferase activityC=0, T=23 C=0.0, T=1.0 0.00001 314.955 23 C=0/0, T=10/13

chr14:94417586 A/A G A SNV ASB2 ASB2:exonic:NM_001202429.1 1 100 6 synonymous NM_001202429.1c.639C>T p.(=) 0.03 0.19(COSM3754191)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),SOCS boxrs4483793 0.352 YES 7.951E-1 (pos.94417586) acute_myeloid_leukaemia,adenocarcinoma,neoplasmAnkyrin repeat-containing SOCS box protein 2Cul5-RING ubiquitin ligase complex,cytosol,intracellular signal transduction,myoblast differentiation,post-translational protein modification,protein binding,protein polyubiquitination,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,signal transduction,skeletal muscle cell differentiation,ubiquitin ligase complex,ubiquitin protein ligase activityG=0, A=21 G=0.0, A=1.0 0.00001 281.223 21 G=0/0, A=9/12

chr12:48543584 G/C G C SNV ASB8 ASB8:exonic:NM_024095.4 1 57.89 4 synonymous NM_024095.4c.432C>G p.(=) 0.72 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),SOCS boxrs3936179 0.0844 YES 1.156E-4 (pos.48543584) Ankyrin repeat- and SOCS box-containing protein 8cytosol,intracellular signal transduction,post-translational protein modification,protein ubiquitinationG=24, C=33 G=0.4211, C=0.5789 0.00001 344.915 57 G=14/10, C=24/9

chr1:27686063 C/C G C SNV MAP3K6 MAP3K6:intronic:NM_004672.4 1 100 intronic NM_004672.4c.2320-50C>Gp.? -0.35 Domain of unknown function (DUF4071),Protein kinase domain,Protein tyrosine kinasers7521552 0.004 1.0;0.0 (pos.27686063) Mitogen-activated protein kinase kinase kinase 6ATP binding,MAP kinase kinase kinase activity,activation of JUN kinase activity,activation of MAPKK activity,intracellular,magnesium ion binding,protein kinase activity,protein phosphorylation,signal transductionDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsG=0, C=29 G=0.0, C=1.0 0.00001 427.56 29 G=0/0, C=8/21

chr6:101296389 A/A G A SNV ASCC3 ASCC3:exonic:NM_006828.3 1 100 4 missense NM_006828.3c.436C>T p.Leu146Phe 2.42 0.09 22 0.001 0.97(COSM150148)DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Sec63 Brl domain,Type III restriction enzyme, res subunitrs9390698 0.4558 YES 2.457E-1 (pos.101296389)adenocarcinoma,carcinomaActivating signal cointegrator 1 complex, subunit 3ATP binding,ATP-dependent 3'-5' DNA helicase activity,DNA dealkylation involved in DNA repair,DNA duplex unwinding,RNA binding,activating signal cointegrator 1 complex,cell proliferation,cytosol,intracellular,membrane,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephritis;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Urologic DiseasesG=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=6/16

chr6:101166095 G/A G A SNV ASCC3 ASCC3:exonic:NM_006828.3 1 50 12 synonymous NM_006828.3c.1935C>T p.(=) 0.93 0.61(COSM150147)DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Sec63 Brl domain,Type III restriction enzyme, res subunitrs41288423 0.4969 YES 3.019E-1 (pos.101166095)adenocarcinoma,hepatocellular_carcinomaActivating signal cointegrator 1 complex, subunit 3ATP binding,ATP-dependent 3'-5' DNA helicase activity,DNA dealkylation involved in DNA repair,DNA duplex unwinding,RNA binding,activating signal cointegrator 1 complex,cell proliferation,cytosol,intracellular,membrane,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephritis;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Urologic DiseasesG=14, A=14 G=0.5, A=0.5 0.00001 131.939 28 G=8/6, A=11/3

chr1:155408635 C/C T C SNV ASH1L ASH1L:exonic:NM_018489.2 1 100 5 missense NM_018489.2c.5311A>G p.Thr1771Ala 2.26 58 0 BAH domain,Bromodomain,SET domainrs4971053 5.00E-04 YES 1.0 (pos.155408635) ash1 (absent, small, or homeotic), Drosophila, homolog ofDNA binding,DNA packaging,Golgi apparatus,bicellular tight junction,cell-cell signaling,chromatin binding,chromosome,decidualization,extracellular exosome,histone H3-K36 dimethylation,histone H3-K4 methylation,histone methyltransferase activity (H3-K36 specific),histone methyltransferase activity (H3-K4 specific),histone-lysine N-methyltransferase activity,interleukin-6 production,metal ion binding,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of MAPK cascade,negative regulation of acute inflammatory response,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,post-embryonic development,single fertilization,skeletal system development,sperm motility,tarsal gland development,transcription from RNA polymerase II promoter,uterine gland development,uterus morphogenesisT=0, C=47 T=0.0, C=1.0 0.00001 789.315 47 T=0/0, C=23/24

chr8:37985897 A/G A G SNV ASH2L ASH2L:exonic:NM_004674.4 1 98.36 11 synonymous NM_004674.4c.1254A>G p.(=) -0.69 SPRY domain rs2843740 0.016 YES 7.488E-1 (pos.37985897) ASH2, Drosophila, homolog ofDNA binding,MLL1 complex,MLL3/4 complex,Set1C/COMPASS complex,beta-catenin binding,beta-catenin-TCF complex assembly,cellular response to DNA damage stimulus,euchromatin binding,hemopoiesis,histone H3-K4 methylation,histone methyltransferase activity (H3-K4 specific),histone methyltransferase complex,histone-lysine N-methyltransferase activity,metal ion binding,nuclear euchromatin,nucleoplasm,nucleus,positive regulation of cell proliferation,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of megakaryocyte differentiation,regulation of transcription, DNA-templated,response to estrogen,transcription from RNA polymerase II promoter,transcription regulatory region DNA binding,transcription, DNA-templatedA=1, G=60 A=0.0164, G=0.9836 0.00001 889.398 61 A=0/1, G=32/28

chr2:220404381 G/G A G SNV ASIC4,CHPF ASIC4:downstream:NM_182847.2, CHPF:exonic:NM_024536.5 1 100 4 synonymous NM_182847.2, NM_024536.5c.*1613A>G, c.2052T>Cp.?, p.(=) 0.47 0.26(COSM4133489)Chondroitin N-acetylgalactosaminyltransferasers1976616 3.00E-04 1.0 (pos.220404381) neoplasm Cation channel, amiloride-sensitive, neuronal, 4,Chondroitin polymerizing factorGolgi cisterna membrane,Golgi membrane,N-acetylgalactosaminyl-proteoglycan 3-beta-glucuronosyltransferase activity,acetylgalactosaminyltransferase activity,chondroitin sulfate biosynthetic process,cytosol,glucuronosyl-N-acetylgalactosaminyl-proteoglycan 4-beta-N-acetylgalactosaminyltransferase activity,integral component of membrane,integral component of plasma membrane,ion channel activity,metal ion binding,mitochondrial matrix,protein binding,sodium channel activity,sodium ion transmembrane transport,sodium ion transmembrane transporter activity,transportA=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=9/20

chrX:1554649 C/C T C SNV ASMTL ASMTL:exonic:NM_004192.3 1 100 4 synonymous NM_004192.3c.276A>G p.(=) -1.05 0.04(COSM4005053),0.04(COSM4005054)Dimerisation domain,Maf-like protein,O-methyltransferasers3183025,rs751576398 0.3304 YES 0.0 (pos.1554638),3.888E-1;0.0 (pos.1554649)carcinoma O-methyltransferase activity,biological_process,cytosol,methylation,molecular_function,nucleoside-triphosphate diphosphatase activity,protein bindingLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeT=0, C=50 T=0.0, C=1.0 0.00001 852.736 50 T=0/0, C=26/24

chr1:29345009 CTT/CTT C CTT INDEL EPB41 EPB41:intronic:NM_001166005.1 2 100 intronic NM_001166005.1c.1124+55C>CTTp.? -0.74 4.1 protein C-terminal domain (CTD),FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domain,SAB domainrs55946958,rs5773229 YES Erythrocyte surface protein band 4.11-phosphatidylinositol binding,actin binding,actin cytoskeleton organization,actomyosin structure organization,calmodulin binding,cell cortex region,cell cycle,cell division,cell junction,cortical actin cytoskeleton organization,cortical cytoskeleton,cytoplasmic side of plasma membrane,cytoskeletal protein binding,cytoskeleton,cytosol,integral component of membrane,nucleus,phosphoprotein binding,plasma membrane,positive regulation of protein binding,positive regulation of protein localization to cell cortex,postsynaptic density,protein C-terminus binding,protein N-terminus binding,protein binding,protein complex,protein complex assembly,regulation of cell shape,spectrin binding,spectrin-associated cytoskeleton,structural constituent of cytoskeleton,structural molecule activity,transportAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Elliptocytosis, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasC=0, CTT=92C=0.0, CTT=1.0 0.00001 1528.92 92 C=0/0, CTT=31/61

chr1:32155523 C/A C A SNV COL16A1 COL16A1:intronic:NM_001856.3 1 57.14 intronic NM_001856.3c.1510-71G>Tp.? -0.09 Collagen triple helix repeat (20 copies)rs1044058942 Collagen XVI, alpha-1 polypeptidecell adhesion,cell adhesion mediated by integrin,cellular response to amino acid stimulus,collagen type XVI trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular region,female pregnancy,integrin activation,integrin binding,integrin-mediated signaling pathway,positive regulation of focal adhesion assembly,protein binding,proteinaceous extracellular matrixC=9, A=12 C=0.4286, A=0.5714 0.00001 109.102 21 C=0/9, A=7/5

chr1:32156869 T/T A T SNV COL16A1 COL16A1:intronic:NM_001856.3 1 100 intronic NM_001856.3c.1399-42T>Ap.? 0.01 Collagen triple helix repeat (20 copies)rs10798884 0 1.0 (pos.32156869) Collagen XVI, alpha-1 polypeptidecell adhesion,cell adhesion mediated by integrin,cellular response to amino acid stimulus,collagen type XVI trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular region,female pregnancy,integrin activation,integrin binding,integrin-mediated signaling pathway,positive regulation of focal adhesion assembly,protein binding,proteinaceous extracellular matrixA=0, T=36 A=0.0, T=1.0 0.00001 563.743 36 A=0/0, T=9/27

chr1:197070901 G/G A G SNV ASPM ASPM:exonic:NM_018136.4 1 100 18 missense NM_018136.4c.7480T>C p.Tyr2494His 3 0.97 83 0 Abnormal spindle-like microcephaly-assoc'd, ASPM-SPD-2-Hydin,CAMSAP CH domain,Calponin homology (CH) domain,IQ calmodulin-binding motifrs964201 0.0059 1.0 (pos.197070901) Abnormal spindle-like, microcephaly-associatedcalmodulin binding,cerebral cortex development,cytoplasm,developmental growth,forebrain neuroblast division,maintenance of centrosome location,male gonad development,meiotic spindle,microtubule minus-end,midbody,mitotic spindle pole,negative regulation of asymmetric cell division,negative regulation of neuron differentiation,neuron migration,neuronal stem cell population maintenance,nucleus,oogenesis,positive regulation of canonical Wnt signaling pathway,positive regulation of neuroblast proliferation,regulation of meiotic cell cycle,spermatogenesis,spindle assembly involved in meiosis,spindle localization,spindle organizationAdenocarcinoma;Adnexal Diseases;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Head and Neck Neoplasms;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nephritis;Nervous System Diseases;Nervous System Malformations;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Urologic DiseasesBenign A=0, G=20 A=0.0, G=1.0 0.00001 263.631 20 A=0/0, G=8/12

chr1:197112533 A/A G A SNV ASPM ASPM:exonic:NM_018136.4 1 100 3 synonymous NM_018136.4c.849C>T p.(=) -0.08 Abnormal spindle-like microcephaly-assoc'd, ASPM-SPD-2-Hydin,CAMSAP CH domain,Calponin homology (CH) domain,IQ calmodulin-binding motifrs6677082,rs779857237 0.0932 YES 9.834E-1;0.0 (pos.197112533) Abnormal spindle-like, microcephaly-associatedcalmodulin binding,cerebral cortex development,cytoplasm,developmental growth,forebrain neuroblast division,maintenance of centrosome location,male gonad development,meiotic spindle,microtubule minus-end,midbody,mitotic spindle pole,negative regulation of asymmetric cell division,negative regulation of neuron differentiation,neuron migration,neuronal stem cell population maintenance,nucleus,oogenesis,positive regulation of canonical Wnt signaling pathway,positive regulation of neuroblast proliferation,regulation of meiotic cell cycle,spermatogenesis,spindle assembly involved in meiosis,spindle localization,spindle organizationAdenocarcinoma;Adnexal Diseases;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Head and Neck Neoplasms;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nephritis;Nervous System Diseases;Nervous System Malformations;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Urologic DiseasesBenign/Likely benignG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=6/18

chr9:95219597 A/A G A SNV ASPN,CENPP CENPP:intronic:NM_001012267.2, ASPN:exonic:NM_017680.4 1
100

9 synonymous NM_001012267.2, NM_017680.4c.564+77456G>A, c.1113C>Tp.?, p.(=) -1.07 CENP-A-nucleosome distal (CAD) centromere subunit, CENP-P,Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies)rs4744132 0.0172 YES 1.0 (pos.95219597) Asporin,Centromeric protein PCENP-A containing nucleosome assembly,bone mineralization,calcium ion binding,chromosome, centromeric region,collagen binding,cytokine-mediated signaling pathway,cytoplasm,cytosol,extracellular matrix,negative regulation of JAK-STAT cascade,negative regulation of protein kinase activity,negative regulation of tooth mineralization,negative regulation of transforming growth factor beta receptor signaling pathway,nucleolus,nucleoplasm,nucleus,protein binding,protein kinase inhibitor activity,proteinaceous extracellular matrix,sister chromatid cohesionArthritis;Bone Diseases;Collagen Diseases;Connective Tissue Diseases;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Joint Diseases;Keloid;Musculoskeletal Diseases;Osteoarthritis;Rheumatic Diseases;Skin and Connective Tissue Diseases;Spinal DiseasesG=0, A=40 G=0.0, A=1.0 0.00001 644.283 40 G=0/0, A=22/18

chr1:33138605 C/C T C SNV RBBP4 RBBP4:intronic:NM_005610.2 1 100 intronic NM_005610.2c.1212+103T>Cp.? 1.79 Histone-binding protein RBBP4 or subunit C of CAF1 complex,WD domain, G-beta repeatrs1320511 YES ATP-dependent chromatin remodeling,CAF-1 complex,CENP-A containing nucleosome assembly,DNA replication,DNA replication-dependent nucleosome assembly,DNA replication-independent nucleosome assembly,DNA-dependent ATPase activity,ESC/E(Z) complex,NURF complex,NuRD complex,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,Sin3 complex,cell cycle,chromatin assembly,chromatin remodeling,cytosol,histone binding,histone deacetylase activity,histone deacetylase binding,histone deacetylation,negative regulation of G0 to G1 transition,negative regulation of cell proliferation,negative regulation of gene expression, epigenetic,nuclear chromatin,nucleoplasm,nucleosomal DNA binding,nucleus,protein binding,protein complex,regulation of cell cycle,regulation of signal transduction by p53 class mediator,regulation of transcription, DNA-templated,response to growth hormone,transcription, DNA-templatedT=0, C=253 T=0.0, C=1.0 0.00001 4138.88 253 T=0/0, C=123/130

chr2:70188676 C/C T C SNV

ASPRV1,PCB

P1-AS1 PCBP1-AS1:downstream:NR_033872.1, ASPRV1:exonic:NM_152792.21
100

1 missense NM_152792.2, NR_033872.1c.145A>G p.Thr49Ala -0.87 58 0.01(COSM6353827)Aspartyl protease,gag-polyprotein putative aspartyl proteasers3796097 0.4791 YES 6.955E-1 (pos.70188676) carcinoma Aspartic peptidase, retroviral-like 1aspartic-type endopeptidase activity,integral component of membrane,protein processing,skin developmentT=0, C=30 T=0.0, C=1.0 0.00001 446.639 30 T=0/0, C=27/3

chr1:33276424 A/A G A SNV YARS YARS:intronic:NM_003680.3 1 100 intronic NM_003680.3c.205-57C>Tp.? -0.31 Putative tRNA binding domain,tRNA synthetases class I (W and Y)rs4951787 YES Tyrosyl-tRNA synthetaseATP binding,RNA binding,aminoacyl-tRNA synthetase multienzyme complex,apoptotic process,cytoplasm,cytosol,extracellular space,interleukin-8 receptor binding,ligase activity,methionyl glutamyl tRNA synthetase complex,nuclear body,protein binding,signal transducer activity,signal transduction,tRNA aminoacylation for protein translation,tRNA binding,tyrosine-tRNA ligase activity,tyrosyl-tRNA aminoacylationCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies4-(2,2,2-TRIFLUOROETHYL)-L-PHENYLALANINE,Beta-(2-Naphthyl)-Alanine,L-Tyrosine,N6-ISOPENTENYL-ADENOSINE-5'-MONOPHOSPHATE,PARA-(BENZOYL)-PHENYLALANINE,TyrosinalG=0, A=31 G=0.0, A=1.0 0.00001 465.818 31 G=0/0, A=16/15

chr1:33330432 G/G A G SNV FNDC5 FNDC5:intronic:NM_001171941.2 1 100 intronic NM_001171941.2c.275-34T>Cp.? 0.96 Domain of unknown function (DUF4808)rs1284368 8.00E-04 1.0 (pos.33330432) Fibronectin type III domain-containing protein 5biological_process,endoplasmic reticulum,extracellular region,hormone activity,integral component of membrane,molecular_function,peroxisomal membrane,plasma membrane,positive regulation of brown fat cell differentiation,regulation of receptor activity,response to muscle activityA=0, G=44 A=0.0, G=1.0 0.00001 726.236 44 A=0/0, G=29/15

chr1:33560338 G/G A G SNV AZIN2 AZIN2:intronic:NM_052998.3 1 100 intronic NM_052998.3c.753+24A>Gp.? -2.71 Pyridoxal-dependent decarboxylase, C-terminal sheet domain,Pyridoxal-dependent decarboxylase, pyridoxal binding domainrs804428 0.0552 YES 9.999E-1 (pos.33560338) Antizyme inhibitor 2agmatine biosynthetic process,arginine decarboxylase activity,axon,cis-Golgi network,cytoplasmic vesicle,cytosol,dendrite,endoplasmic reticulum-Golgi intermediate compartment membrane,granular vesicle,mitochondrion,negative regulation of protein catabolic process,nucleus,ornithine decarboxylase activator activity,perikaryon,perinuclear region of cytoplasm,positive regulation of catalytic activity,positive regulation of polyamine transmembrane transport,protein binding,putrescine biosynthetic process from ornithine,putrescine transmembrane transporter activity,putrescine transport,spermatogenesis,trans-Golgi network,trans-Golgi network membrane organization,transport vesicleL-Arginine,Pyridoxal PhosphateA=0, G=47 A=0.0, G=1.0 0.00001 789.259 47 A=0/0, G=29/18

chr9:119495697 C/C T C SNV ASTN2 ASTN2:exonic:NM_014010.4 1 100 13 synonymous NM_014010.4c.2349A>G p.(=) -1.64 Coagulation Factor Xa inhibitory site,MAC/Perforin domainrs7863560 0 1.0 (pos.119495697) Astrotactin 2calcium ion binding,cell cortex,cell pole,clathrin-coated vesicle,early endosome,endosome,establishment of body hair planar orientation,inositol 1,3,4,5 tetrakisphosphate binding,integral component of membrane,late endosome,negative regulation of protein localization to cell surface,perikaryon,protein transportAmphetamine-Related Disorders;Attention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Autistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Headache Disorders;Headache Disorders, Primary;Mental Disorders;Migraine Disorders;Migraine without Aura;Nervous System Diseases;Neurodevelopmental Disorders;Substance-Related DisordersT=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=14/12

chr9:120053776 C/C T C SNV ASTN2 ASTN2:exonic:NM_014010.4 1 100 2 synonymous NM_014010.4c.459A>G p.(=) -4.49 Coagulation Factor Xa inhibitory site,MAC/Perforin domainrs7848630 0.0069 YES 9.909E-1 (pos.120053776) Astrotactin 2calcium ion binding,cell cortex,cell pole,clathrin-coated vesicle,early endosome,endosome,establishment of body hair planar orientation,inositol 1,3,4,5 tetrakisphosphate binding,integral component of membrane,late endosome,negative regulation of protein localization to cell surface,perikaryon,protein transportAmphetamine-Related Disorders;Attention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Autistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Headache Disorders;Headache Disorders, Primary;Mental Disorders;Migraine Disorders;Migraine without Aura;Nervous System Diseases;Neurodevelopmental Disorders;Substance-Related DisordersT=0, C=100 T=0.0, C=1.0 0.00001 1701.76 100 T=0/0, C=35/65

chr2:24108652 C/C T C SNV ATAD2B ATAD2B:exonic:NM_017552.3 1 100 5 missense NM_017552.3c.620A>G p.Gln207Arg 3.64 1 43 0 ATPase family associated with various cellular activities (AAA),Bromodomainrs7579201 0 1.0 (pos.24108652) ATPase family, AAA domain-containing, member 2BATP binding,ATPase activity,chromatin binding,lysine-acetylated histone binding,negative regulation of chromatin silencing,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoterNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=13/10

chr1:1469546 G/A G A SNV

ATAD3A,TM

EM240 ATAD3A:utr_3:NM_018188.4, TMEM240:downstream:NM_001114748.11
95.45

16 utr_3 NM_018188.4, NM_001114748.1c.1999G>A, c.*1193C>Tp.?, p.? -1.65 ATPase family associated with various cellular activities (AAA),Domain of unknown function (DUF3523)rs3128344 YES ATPase family, AAA domain-containing, member 3A,Transmembrane protein 240ATP binding,cell growth,cell junction,integral component of membrane,mitochondrial inner membrane,mitochondrial nucleoid,mitochondrion,negative regulation of apoptotic process,synaptic membraneBrain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Heredodegenerative Disorders, Nervous System;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurodegenerative Diseases;Prostatic Diseases;Prostatic Neoplasms;Spinal Cord Diseases;Spinocerebellar Degenerations;Urogenital NeoplasmsG=1, A=21 G=0.0455, A=0.9545 0.00001 271.53 22 G=0/1, A=12/9



chr10:123673339 C/C T C SNV ATE1 ATE1:exonic:NM_001001976.2 1 100 4 synonymous NM_001001976.2c.303A>G p.(=) 0.37 Arginine-tRNA-protein transferase, C terminus,Arginine-tRNA-protein transferase, N terminusrs10749435 0.0717 YES 9.313E-1 (pos.123673339) arginyltransferase activity,cytoplasm,nucleus,proteasomal protein catabolic process,protein arginylation,protein bindingT=0, C=91 T=0.0, C=1.0 0.00001 1509.14 91 T=0/0, C=60/31

chr1:34038413 C/C A C SNV CSMD2 CSMD2:intronic:NM_052896.4 1 100 intronic NM_052896.4c.7583-122T>Gp.? -0.34 CUB domain,Sushi repeat (SCR repeat)rs2794602 YES Cub and Sushi multiple domains 2integral component of membrane,plasma membraneAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Depressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood Disorders;Neurodevelopmental DisordersA=0, C=53 A=0.0, C=1.0 0.00001 781.813 53 A=0/0, C=6/47

chr1:161928327 G/G A G SNV ATF6 ATF6:exonic:NM_007348.3 1 100 16 synonymous NM_007348.3c.1896A>G p.(=) -4.2 0.04(COSM1335717),0.04(COSM3997034)Basic region leucine zipper,bZIP transcription factorrs9482 0.2549 YES 5.405E-1 (pos.161928327)acute_myeloid_leukaemiaActivating transcription factor-6ATF6-mediated unfolded protein response,DNA binding transcription factor activity,Golgi apparatus,Golgi membrane,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,cAMP response element binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum unfolded protein response,eye development,identical protein binding,integral component of endoplasmic reticulum membrane,membrane,nuclear envelope,nucleoplasm,nucleus,positive regulation of apoptotic process,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase II promoter in response to endoplasmic reticulum stress,positive regulation of transcription from RNA polymerase II promoter involved in unfolded protein response,protein binding,protein folding,protein heterodimerization activity,regulation of transcription from RNA polymerase II promoter,response to stress,sequence-sAsbestosis;Brain Diseases;Central Nervous System Diseases;Central Nervous System Infections;Color Vision Defects;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Creutzfeldt-Jakob Syndrome;Dementia;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Infant, Newborn, Diseases;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nystagmus, Congenital;Nystagmus, Pathologic;Ocular Motility Disorders;Photophobia;Pneumoconiosis;Prion Diseases;Respiratory Tract Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Scrapie;Sensation Disorders;Vision DisordersPseudoephedrine A=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=21/3

chr11:64680819 A/A G A SNV ATG2A ATG2A:exonic:NM_015104.2 1 100 5 synonymous NM_015104.2c.645C>T p.(=) -0.24 0.43(COSM3752619)Autophagy-related protein 2 CAD motif,Autophagy-related protein C terminal domain,N-terminal region of Chorein or VPS13rs618006 0.2737 YES 5.213E-1 (pos.64680819) adenocarcinoma,hepatocellular_carcinoma,neoplasmAutophagy 2, S. cerevisiae, homolog of, Aautophagosome assembly,autophagy,autophagy of mitochondrion,autophagy of nucleus,cytosol,extrinsic component of membrane,intracellular membrane-bounded organelle,lipid droplet,nucleus,pre-autophagosomal structure,pre-autophagosomal structure membrane,protein bindingG=0, A=42 G=0.0, A=1.0 0.00001 685.091 42 G=0/0, A=22/20

chr11:64677293 G/C G C SNV ATG2A ATG2A:exonic:NM_015104.2 1 98.23 14 missense NM_015104.2c.1967C>G p.Pro656Arg 0.97 0.66 103 0 0.06(COSM4146083)Autophagy-related protein 2 CAD motif,Autophagy-related protein C terminal domain,N-terminal region of Chorein or VPS13rs656195 0 1.0;0.0 (pos.64677293) neoplasm Autophagy 2, S. cerevisiae, homolog of, Aautophagosome assembly,autophagy,autophagy of mitochondrion,autophagy of nucleus,cytosol,extrinsic component of membrane,intracellular membrane-bounded organelle,lipid droplet,nucleus,pre-autophagosomal structure,pre-autophagosomal structure membrane,protein bindingG=2, C=111 G=0.0177, C=0.9823 0.00001 1681.69 113 G=2/0, C=58/53

chr1:3566706 G/A G A SNV WRAP73 WRAP73:upstream:NM_017818.3 1 100 intronic NM_017818.3c.-143C>T p.? 0.15 rs2251098 YES cell projection organization,centriole,centrosome,ciliary basal body,mitotic spindle assembly,positive regulation of non-motile cilium assembly,protein bindingG=0, A=46 G=0.0, A=1.0 0.00001 738.401 46 G=0/0, A=7/39

chr1:36205166 G/G A G SNV CLSPN CLSPN:intronic:NM_022111.3 1 100 intronic NM_022111.3c.3144-36T>Cp.? 0.87 rs577483 0.1336 YES 2.057E-1 (pos.36205166) DNA binding,DNA damage checkpoint,DNA repair,DNA replication,G2 DNA damage checkpoint,Golgi apparatus,activation of protein kinase activity,anaphase-promoting complex binding,execution phase of apoptosis,mitotic DNA replication checkpoint,nucleoplasm,peptidyl-serine phosphorylation,protein binding,protein deubiquitinationA=0, G=31 A=0.0, G=1.0 0.00001 465.81 31 A=0/0, G=23/8

chr14:96797724 A/A G A SNV ATG2B ATG2B:exonic:NM_018036.6 1 100 11 synonymous NM_018036.6c.1719C>T p.(=) 0.09 Autophagy-related protein 2 CAD motif,Autophagy-related protein C terminal domain,N-terminal region of Chorein or VPS13rs1822372 0.0103 YES 5.581E-1 (pos.96797724) Autophagy 2, S. cerevisiae, homolog of, Bautophagosome assembly,autophagy of mitochondrion,autophagy of nucleus,extrinsic component of membrane,lipid droplet,pre-autophagosomal structure,pre-autophagosomal structure membraneBone Marrow Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukemia;Leukemia, Myeloid;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeG=0, A=39 G=0.0, A=1.0 0.00001 623.951 39 G=0/0, A=17/22

chr2:242610773 A/A T A SNV ATG4B ATG4B:exonic:NM_013325.4 1 100 12 missense NM_013325.4c.1061T>A p.Leu354Gln 1.37 0.75 113 0 Peptidase family C54rs7601000 0.2132 YES 8.446E-1 (pos.242610773) Autophagy 4, S. cerevisiae, homolog of, BC-terminal protein lipidation,autophagosome assembly,autophagy,autophagy of mitochondrion,autophagy of nucleus,cysteine-type endopeptidase activity,cysteine-type peptidase activity,cytoplasm,cytosol,endopeptidase activity,macroautophagy,positive regulation of protein catabolic process,protein binding,protein delipidation,protein targeting to membrane,protein transport,proteolysisT=0, A=25 T=0.0, A=1.0 0.00001 353.019 25 T=0/0, A=14/11

chr1:36565584 G/G C G SNV COL8A2 COL8A2:intronic:NM_005202.3 1 100 intronic NM_005202.3c.193+67G>Cp.? -0.07 C1q domain,Collagen triple helix repeat (20 copies)rs274753 YES Collagen VIII, alpha-2 polypeptideangiogenesis,basement membrane,camera-type eye morphogenesis,cell-cell adhesion,collagen catabolic process,collagen trimer,endoplasmic reticulum lumen,epithelial cell proliferation,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,protein binding, bridging,proteinaceous extracellular matrixCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Eye Diseases;Eye Diseases, Hereditary;Fuchs' Endothelial Dystrophy;Genetic Diseases, InbornC=0, G=28 C=0.0, G=1.0 0.00001 408.717 28 C=0/0, G=15/13

chr1:36565617 A/A G A SNV COL8A2 COL8A2:intronic:NM_005202.3 1 100 intronic NM_005202.3c.193+34C>Tp.? -0.78 C1q domain,Collagen triple helix repeat (20 copies)rs274754 0.215 YES 2.092E-1 (pos.36565617) Collagen VIII, alpha-2 polypeptideangiogenesis,basement membrane,camera-type eye morphogenesis,cell-cell adhesion,collagen catabolic process,collagen trimer,endoplasmic reticulum lumen,epithelial cell proliferation,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,protein binding, bridging,proteinaceous extracellular matrixCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Eye Diseases;Eye Diseases, Hereditary;Fuchs' Endothelial Dystrophy;Genetic Diseases, InbornG=0, A=36 G=0.0, A=1.0 0.00001 563.723 36 G=0/0, A=15/21

chr1:36773819 G/G C G SNV SH3D21 SH3D21:intronic:NM_001162530.1 1 100 intronic NM_001162530.1c.639+9C>Gp.? 0.16 SH3 domain,Variant SH3 domainrs11263871 9.00E-04 YES 9.77E-1 (pos.36773819) extracellular exosome,nucleoplasm,nucleus,plasma membraneC=0, G=35 C=0.0, G=1.0 0.00001 543.438 35 C=0/0, G=22/13

chr1:3684107 A/A T A SNV CCDC27 CCDC27:intronic:NM_152492.2 1 100 intronic NM_152492.2c.1743+98T>Ap.? -1.02 rs1181872 YES T=0, A=20 T=0.0, A=1.0 0.00001 263.786 20 T=0/0, A=7/13

chr3:11400019 C/C T C SNV ATG7 ATG7:exonic:NM_006395.2 1 100 13 missense NM_006395.2c.1412T>C p.Val471Ala 7.53 0.01 64 0.794 ThiF family,Ubiquitin-like modifier-activating enzyme ATG7 N-terminusrs36117895 0.0376 YES 2.312E-4 (pos.11400019) Autophagy 7, S. cerevisiae, homolog ofAtg12 activating enzyme activity,Atg8 activating enzyme activity,C-terminal protein lipidation,aging,autophagosome assembly,autophagy,autophagy of host cells involved in interaction with symbiont,autophagy of mitochondrion,axon,axoneme,cellular protein modification process,cellular response to hyperoxia,cellular response to morphine,cellular response to nitrogen starvation,cellular response to starvation,cytoplasm,cytosol,defense response to virus,extracellular region,ficolin-1-rich granule lumen,late nucleophagy,macroautophagy,membrane fusion,negative regulation of mitochondrial DNA replication,negative regulation of oxidative stress-induced neuron death,neutrophil degranulation,piecemeal microautophagy of nucleus,positive regulation of apoptotic process,positive regulation of autophagy,positive regulation of protein catabolic process,positive regulation of protein modification process,pre-autophagosomal structure,protein binding,protein homodimerization activity,protein lipidation,protein transport,protein Anemia;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Lethargy;Leukocyte Disorders;Leukopenia;Lymphopenia;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic ManifestationsT=0, C=73 T=0.0, C=1.0 0.00001 1150.51 73 T=0/0, C=38/35

chr1:36923494 C/C G C SNV MRPS15 MRPS15:intronic:NM_031280.3 1 100 intronic NM_031280.3c.444+30C>Gp.? 1.31 Ribosomal protein S15rs12023818 0.3357 YES 9.685E-2;8.1E-4 (pos.36923494) Mitochondrial ribosomal protein S15RNA binding,mitochondrial inner membrane,mitochondrial small ribosomal subunit,mitochondrial translation,mitochondrial translational elongation,mitochondrial translational termination,mitochondrion,nucleolus,nucleus,structural constituent of ribosome,translationG=0, C=181 G=0.0, C=1.0 0.00001 3004.06 181 G=0/0, C=103/78

chr14:51057727 A/A G A SNV ATL1 ATL1:exonic:NM_001127713.1 1 100 4 synonymous NM_001127713.1c.351G>A p.(=) 2.32 Guanylate-binding protein, N-terminal domainrs1060197 0.2712 YES 8.206E-1 (pos.51057727) Atlastin GTPase 1GTP binding,GTPase activity,Golgi apparatus,Golgi cis cisterna,Golgi membrane,axon,axonogenesis,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum organization,endoplasmic reticulum tubular network,endoplasmic reticulum tubular network membrane,endoplasmic reticulum tubular network membrane organization,identical protein binding,integral component of membrane,protein binding,protein homooligomerizationCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Autonomic Neuropathies;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Spastic Paraplegia, HereditaryBenign/Likely benignG=0, A=209 G=0.0, A=1.0 0.00001 3400.43 209 G=0/0, A=109/100

chr11:108183167 G/G A G SNV ATM ATM:exonic:NM_000051.3 1 100 40 missense NM_000051.3c.5948A>G p.Asn1983Ser -1.06 46 0 0.01(COSM4590263),0.01(COSM4590264)Anaphase-promoting complex subunit 5,FAT domain,FATC domain,Phosphatidylinositol 3- and 4-kinase,Telomere-length maintenance and DNA damage repairrs659243 YES 1.0 (pos.108183167) squamous_cell_carcinomaAtaxia-telangiectasia mutated (includes complementation groups A, C, D, and E)1-phosphatidylinositol-3-kinase activity,ATP binding,DNA binding,DNA damage checkpoint,DNA damage induced protein phosphorylation,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,DNA double-strand break processing,DNA repair,DNA repair complex,DNA replication,DNA synthesis involved in DNA repair,DNA-dependent protein kinase activity,V(D)J recombination,brain development,cell cycle arrest,cellular response to DNA damage stimulus,cellular response to X-ray,cellular response to gamma radiation,cellular response to nitrosative stress,chromosome, telomeric region,cytoplasmic vesicle,determination of adult lifespan,double-strand break repair via homologous recombination,double-strand break repair via nonhomologous end joining,establishment of RNA localization to telomere,establishment of macromolecular complex localization to telomere,female meiotic nuclear division,heart development,histone mRNA catabolic process,histone phosphorylation,immunoglobulin production,intrinsAdenocarcinoma;Ataxia;Ataxia Telangiectasia;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Hepatocellular;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Cataract;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Endocrine Gland Neoplasms;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Lens Diseases;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Leukemia, Prolymphocytic;Leukemia, Prolymphocytic, TCaffeine Benign A=0, G=99 A=0.0, G=1.0 0.00001 1681.12 99 A=0/0, G=48/51

chr1:3732103 C/C T C SNV CEP104 CEP104:intronic:NM_014704.3 1 100 intronic NM_014704.3c.2663-22A>Gp.? -2.56 rs4648409 0.4453 YES 5.891E-1 (pos.3732103) Centrosomal protein, 104kDcentriole,cilium,glutamate binding,glycine binding,protein binding,spindle pole,thienylcyclohexylpiperidine bindingT=0, C=37 T=0.0, C=1.0 0.00001 583.701 37 T=0/0, C=16/21

chr1:37335458 A/G A G SNV GRIK3 GRIK3:intronic:NM_000831.3 1 96.77 intronic NM_000831.3c.733-56T>Cp.? -0.62 Bacterial extracellular solute-binding proteins, family 3,Ligand-gated ion channel,Ligated ion channel L-glutamate- and glycine-binding site,Receptor family ligand binding regionrs577094 0.0852 YES Glutamate receptor, ionotropic, kainate 3G-protein coupled glutamate receptor signaling pathway,G-protein coupled receptor binding,adenylate cyclase inhibiting G-protein coupled glutamate receptor activity,adenylate cyclase-inhibiting G-protein coupled glutamate receptor signaling pathway,axon,cell junction,dendrite,dendrite cytoplasm,excitatory postsynaptic potential,extracellularly glutamate-gated ion channel activity,glutamate receptor activity,glutamate receptor signaling pathway,integral component of plasma membrane,ionotropic glutamate receptor activity,ionotropic glutamate receptor signaling pathway,kainate selective glutamate receptor activity,ligand-gated ion channel activity,negative regulation of synaptic transmission, glutamatergic,perikaryon,plasma membrane,postsynaptic membrane,potassium ion transmembrane transport,regulation of membrane potential,sodium ion transmembrane transport,terminal boutonBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsGlutamic Acid A=1, G=30 A=0.0323, G=0.9677 0.00001 435.398 31 A=1/0, G=9/21

chr1:37335485 G/G A G SNV GRIK3 GRIK3:intronic:NM_000831.3 1 100 intronic NM_000831.3c.733-83T>Cp.? -0.65 Bacterial extracellular solute-binding proteins, family 3,Ligand-gated ion channel,Ligated ion channel L-glutamate- and glycine-binding site,Receptor family ligand binding regionrs509284 YES Glutamate receptor, ionotropic, kainate 3G-protein coupled glutamate receptor signaling pathway,G-protein coupled receptor binding,adenylate cyclase inhibiting G-protein coupled glutamate receptor activity,adenylate cyclase-inhibiting G-protein coupled glutamate receptor signaling pathway,axon,cell junction,dendrite,dendrite cytoplasm,excitatory postsynaptic potential,extracellularly glutamate-gated ion channel activity,glutamate receptor activity,glutamate receptor signaling pathway,integral component of plasma membrane,ionotropic glutamate receptor activity,ionotropic glutamate receptor signaling pathway,kainate selective glutamate receptor activity,ligand-gated ion channel activity,negative regulation of synaptic transmission, glutamatergic,perikaryon,plasma membrane,postsynaptic membrane,potassium ion transmembrane transport,regulation of membrane potential,sodium ion transmembrane transport,terminal boutonBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsGlutamic Acid A=0, G=31 A=0.0, G=1.0 0.00001 464.967 31 A=0/0, G=10/21

chr1:37335494 G/T G T SNV GRIK3 GRIK3:intronic:NM_000831.3 1 96.77 intronic NM_000831.3c.733-92C>Ap.? 1.78 Bacterial extracellular solute-binding proteins, family 3,Ligand-gated ion channel,Ligated ion channel L-glutamate- and glycine-binding site,Receptor family ligand binding regionrs577813 YES Glutamate receptor, ionotropic, kainate 3G-protein coupled glutamate receptor signaling pathway,G-protein coupled receptor binding,adenylate cyclase inhibiting G-protein coupled glutamate receptor activity,adenylate cyclase-inhibiting G-protein coupled glutamate receptor signaling pathway,axon,cell junction,dendrite,dendrite cytoplasm,excitatory postsynaptic potential,extracellularly glutamate-gated ion channel activity,glutamate receptor activity,glutamate receptor signaling pathway,integral component of plasma membrane,ionotropic glutamate receptor activity,ionotropic glutamate receptor signaling pathway,kainate selective glutamate receptor activity,ligand-gated ion channel activity,negative regulation of synaptic transmission, glutamatergic,perikaryon,plasma membrane,postsynaptic membrane,potassium ion transmembrane transport,regulation of membrane potential,sodium ion transmembrane transport,terminal boutonBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsGlutamic Acid G=1, T=30 G=0.0323, T=0.9677 0.00001 435.345 31 G=0/1, T=10/20

chr1:3746589 G/G C G SNV CEP104 CEP104:intronic:NM_014704.3 1 100 intronic NM_014704.3c.1837-28G>Cp.? 0.23 rs2275826 0.0463 YES 4.859E-1 (pos.3746589) Centrosomal protein, 104kDcentriole,cilium,glutamate binding,glycine binding,protein binding,spindle pole,thienylcyclohexylpiperidine bindingC=0, G=20 C=0.0, G=1.0 0.00001 263.777 20 C=0/0, G=10/10

chr1:3747603 C/C T C SNV CEP104 CEP104:intronic:NM_014704.3 1 100 intronic NM_014704.3c.1836+7A>Gp.? -1.47 0.02(COSM5766584) rs6413779,rs763310082,rs7645122000.0462 YES 0.0 (pos.3747598),0.0 (pos.3747602),4.829E-1 (pos.3747603)adenocarcinomaCentrosomal protein, 104kDcentriole,cilium,glutamate binding,glycine binding,protein binding,spindle pole,thienylcyclohexylpiperidine bindingT=0, C=53 T=0.0, C=1.0 0.00001 783.583 53 T=0/0, C=31/22

chr1:3764216 C/T C T SNV CEP104 CEP104:intronic:NM_014704.3 1 58.33 intronic NM_014704.3c.288-39G>Ap.? -0.65 rs10492942 0.2473 YES 4.633E-4 (pos.3764216) Centrosomal protein, 104kDcentriole,cilium,glutamate binding,glycine binding,protein binding,spindle pole,thienylcyclohexylpiperidine bindingC=10, T=14 C=0.4167, T=0.5833 0.00001 135.338 24 C=4/6, T=3/11

chr1:3774138 T/C T C SNV

CEP104,DFF

B CEP104:upstream:NM_014704.3, DFFB:utr_5:NM_004402.3 1
53.13

intronic NM_014704.3, NM_004402.3c.-5167A>G, c.-30T>Cp.?, p.? -0.21 CIDE-N domain,DNA fragmentation factor 40 kDars12723005 0.2539 YES 2.301E-1 (pos.3774138) Centrosomal protein, 104kD,DNA fragmentation factor, 40kD, beta subunitDNA binding,DNA catabolic process,apoptotic DNA fragmentation,apoptotic chromosome condensation,apoptotic process,centriole,cilium,cytoplasm,cytosol,deoxyribonuclease activity,disordered domain specific binding,enzyme binding,glutamate binding,glycine binding,hydrolase activity,identical protein binding,intracellular,nuclear chromatin,nuclease activity,nucleolus,nucleoplasm,nucleus,protein binding,protein domain specific binding,protein homooligomerization,spindle pole,thienylcyclohexylpiperidine bindingT=15, C=17 T=0.4688, C=0.5313 0.00001 173.497 32 T=9/6, C=2/15

chr15:25925094 C/G C G SNV ATP10A ATP10A:exonic:NM_024490.3 1 51.85 21 missense NM_024490.3c.3894G>C p.Arg1298Ser -1.4 1 110 0 0.01(COSM3999482)Cation transport ATPase (P-type),Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs3816800 0.4756 YES 3.742E-1 (pos.25925094) acute_myeloid_leukaemia,carcinoma,rhabdomyosarcomaATPase, class V, type 10AATP binding,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,ion transmembrane transport,magnesium ion binding,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein binding,regulation of cell shapeAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersC=9, G=14 C=0.3913, G=0.6087 0.00001 172.026 27 C=3/6, G=11/3

chr1:38301250 G/G A G SNV MTF1 MTF1:intronic:NM_005955.2 1 100 intronic NM_005955.2c.853+93T>Cp.? -0.6 C2H2-type zinc finger,Zinc finger, C2H2 typers3912368 YES Metal-regulatory transcription factor 1DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II core promoter sequence-specific DNA binding,core promoter binding,histone acetyltransferase binding,metal ion binding,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of transcription from RNA polymerase II promoter,response to cadmium ion,response to metal ion,response to oxidative stress,transcription coactivator activity,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingArthritis;Arthritis, Rheumatoid;Autistic Disorder;Autoimmune Diseases;Child Development Disorders, Pervasive;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Mental Disorders;Musculoskeletal Diseases;Neurodevelopmental Disorders;Rheumatic Diseases;Skin and Connective Tissue DiseasesCopper A=0, G=47 A=0.0, G=1.0 0.00001 786.649 47 A=0/0, G=24/23

chr5:160097632 A/A G A SNV ATP10B ATP10B:exonic:NM_025153.2 1 100 7 synonymous NM_025153.2c.513C>T p.(=) -0.47 0.05(COSM3761077)Cation transport ATPase (P-type),Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs958911 0.1336 YES 8.826E-1 (pos.160097632)adenocarcinoma ATP binding,cytoplasmic vesicle membrane,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,magnesium ion binding,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein bindingG=0, A=43 G=0.0, A=1.0 0.00001 705.843 43 G=0/0, A=20/23

chr1:38464639 G/G C G SNV FHL3 FHL3:intronic:NM_004468.4 1 100 intronic NM_004468.4c.331+7G>Cp.? 0.05 LIM domain rs4570384 0 1.0 (pos.38464639) Four-and-a-half LIM domains-3,UNC13, C. elegans, homolog of, DZ disc,actin binding,actin cytoskeleton organization,focal adhesion,metal ion binding,muscle organ development,nucleus,protein binding,stress fiberC=0, G=27 C=0.0, G=1.0 0.00001 389.988 27 C=0/0, G=24/3

chr1:39305403 T/T C T SNV RRAGC RRAGC:intronic:NM_022157.3 1 100 intronic NM_022157.3c.1049-27G>Ap.? 0.25 ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Signal recognition particle receptor beta subunitrs17499125 0.2088 YES 1.256E-1 (pos.39305403) RAS-related GTP-binding protein CEGO complex,GDP binding,GTP binding,GTPase activity,GTPase binding,Gtr1-Gtr2 GTPase complex,RNA splicing,apoptotic process,cell cycle arrest,cell growth,cellular protein localization,cellular response to amino acid starvation,cellular response to amino acid stimulus,cytoplasm,cytosol,intracellular membrane-bounded organelle,lysosome,magnesium ion binding,nucleus,positive regulation of TOR signaling,protein binding,protein heterodimerization activity,regulation of TOR signaling,regulation of TORC1 signaling,regulation of autophagy,regulation of macroautophagy,response to amino acid,small GTPase mediated signal transduction,transcription, DNA-templatedC=0, T=25 C=0.0, T=1.0 0.00001 352.857 25 C=0/0, T=13/12

chr1:39325063 C/C T C SNV RRAGC RRAGC:intronic:NM_022157.3 1 100 intronic NM_022157.3c.237+19A>Gp.? -0.38 ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Signal recognition particle receptor beta subunitrs1925678 YES 4.076E-1 (pos.39325063) RAS-related GTP-binding protein CEGO complex,GDP binding,GTP binding,GTPase activity,GTPase binding,Gtr1-Gtr2 GTPase complex,RNA splicing,apoptotic process,cell cycle arrest,cell growth,cellular protein localization,cellular response to amino acid starvation,cellular response to amino acid stimulus,cytoplasm,cytosol,intracellular membrane-bounded organelle,lysosome,magnesium ion binding,nucleus,positive regulation of TOR signaling,protein binding,protein heterodimerization activity,regulation of TOR signaling,regulation of TORC1 signaling,regulation of autophagy,regulation of macroautophagy,response to amino acid,small GTPase mediated signal transduction,transcription, DNA-templatedT=0, C=42 T=0.0, C=1.0 0.00001 683.615 42 T=0/0, C=18/24

chr1:39766041 A/G A G SNV MACF1 MACF1:intronic:NM_012090.5 1 45.45 intronic NM_012090.5c.2649+7A>Gp.? 1.13 Calponin homology (CH) domain,EF hand,EF-hand domain pair,Growth-Arrest-Specific Protein 2 Domain,Spectrin repeatrs41270803 0.2208 YES 1.956E-1 (pos.39766041) Microtubule-actin cross-linking factor 1ATPase activity,Golgi apparatus,Golgi to plasma membrane protein transport,RNA binding,Wnt signaling pathway,actin binding,actin cytoskeleton,actin filament binding,cadherin binding,calcium ion binding,cell junction,cytoplasm,cytoskeleton,integral component of membrane,microtubule,microtubule binding,microtubule minus-end binding,plasma membrane,positive regulation of Wnt signaling pathway,positive regulation of axon extension,protein binding,regulation of cell migration,regulation of epithelial cell migration,regulation of focal adhesion assembly,regulation of microtubule-based process,ruffle membrane,wound healingA=18, G=15 A=0.5455, G=0.4545 0.00001 145.253 33 A=5/13, G=1/14

chr13:113479820 G/G A G SNV ATP11A ATP11A:exonic:NM_032189.3 1 100 11 missense NM_032189.3c.949A>G p.Met317Val 3.16 1 21 0 0.24(COSM147717),0.24(COSM3999026)Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs368865 0.2764 YES 8.455E-1;1.156E-4 (pos.113479820)acute_myeloid_leukaemia,adenocarcinomaATPase, class VI, type 11AATP binding,early endosome,endoplasmic reticulum,integral component of membrane,intracellular membrane-bounded organelle,lysosomal membrane,magnesium ion binding,membrane,neutrophil degranulation,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein binding,recycling endosome,specific granule membrane,tertiary granule membraneIdiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Pulmonary Fibrosis;Respiratory Tract DiseasesA=0, G=20 A=0.0, G=1.0 0.00001 263.785 20 A=0/0, G=15/5

chr1:40036847 G/C G C SNV

LOC101929

516,PABPC4 PABPC4:intronic:NM_001135653.1, LOC101929516:intronic_nc:NR_125979.11

50

intronic NM_001135653.1, NR_125979.1c.503+59C>Gp.? 2.02 Poly-adenylate binding protein, unique domain,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2293476 YES Polyadenylate-binding protein, cytoplasmic, 4RNA binding,RNA catabolic process,RNA processing,blood coagulation,cytoplasm,cytoplasmic stress granule,cytosol,intracellular ribonucleoprotein complex,nucleus,poly(A) binding,poly(C) RNA binding,poly(U) RNA binding,protein binding,translationAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=14, C=14 G=0.5, C=0.5 0.00001 127.758 28 G=8/6, C=9/5

chr1:40149515 G/G A G SNV HPCAL4 HPCAL4:intronic:NM_016257.3 1 100 intronic NM_016257.3c.378+94T>Cp.? -0.69 EF hand,EF-hand domain,EF-hand domain pairrs113549324,rs784633 YES calcium channel regulator activity,calcium ion binding,central nervous system development,intracellular,protein C-terminus binding,protein binding,protein domain specific binding,regulation of molecular function,signal transductionA=0, G=22 A=0.0, G=1.0 0.00001 298.884 22 A=0/0, G=15/7

chr1:40149550 AC/AC A AC INDEL HPCAL4 HPCAL4:intronic:NM_016257.3 1 100 intronic NM_016257.3c.378+59T>GTp.? -1.84 EF hand,EF-hand domain,EF-hand domain pair calcium channel regulator activity,calcium ion binding,central nervous system development,intracellular,protein C-terminus binding,protein binding,protein domain specific binding,regulation of molecular function,signal transductionA=0, AC=27 A=0.0, AC=1.0 0.00001 342.986 27 A=0/0, AC=15/12

chr1:116932921 G/A G A SNV ATP1A1 ATP1A1:exonic:NM_000701.7 1 52.38 9 synonymous NM_000701.7c.1110G>A p.(=) -1.1 Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,Cation transporting ATPase, C-terminus,E1-E2 ATPase,haloacid dehalogenase-like hydrolasers11540956 0.0266 YES 1.165E-4 (pos.116932921) ATPase, Na+K+ transporting, alpha-1 polypeptideADP binding,ATP binding,ATP hydrolysis coupled transmembrane transport,Golgi apparatus,T-tubule,ankyrin binding,apical plasma membrane,basolateral plasma membrane,cardiac muscle cell action potential involved in contraction,caveola,cell communication by electrical coupling involved in cardiac conduction,cellular potassium ion homeostasis,cellular response to mechanical stimulus,cellular response to steroid hormone stimulus,cellular sodium ion homeostasis,chaperone binding,dephosphorylation,endoplasmic reticulum,endosome,establishment or maintenance of transmembrane electrochemical gradient,extracellular exosome,extracellular vesicle,integral component of membrane,intercalated disc,ion transmembrane transport,melanosome,membrane,membrane hyperpolarization,membrane repolarization,membrane repolarization during cardiac muscle cell action potential,myelin sheath,negative regulation of glucocorticoid biosynthetic process,negative regulation of heart contraction,phosphatase activity,phosphatidylinositol 3-kinase biAdenoma;Adrenal Gland Diseases;Adrenocortical Hyperfunction;Cardiovascular Diseases;Ear Diseases;Endocrine System Diseases;Heart Diseases;Hyperaldosteronism;Hypertension;Labyrinth Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Otorhinolaryngologic Diseases;Vascular Diseases;Vestibular DiseasesAcetyldigitoxin,Almitrine,Aluminium,Bepridil,Bretylium,Ciclopirox,Deslanoside,Diazoxide,Digitoxin,Digoxin,Etacrynic acid,Hydroflumethiazide,Magnesium,Ouabain,Potassium,Rubidium chloride Rb-82,TrichlormethiazideG=10, A=11 G=0.4762, A=0.5238 0.00001 88.7811 21 G=6/4, A=4/7

chr19:42489516 C/C A C SNV ATP1A3 ATP1A3:exonic:NM_152296.4 1 100 7 synonymous NM_152296.4c.666T>G p.(=) -4.11 0.02(COSM4131915)Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,Cation transporting ATPase, C-terminus,E1-E2 ATPase,haloacid dehalogenase-like hydrolasers2217342 0.0985 YES 8.74E-1;0.0 (pos.42489516)neoplasm ATPase, Na+K+ transporting, alpha-3 polypeptideATP binding,ATP hydrolysis coupled transmembrane transport,D1 dopamine receptor binding,Golgi apparatus,adult locomotory behavior,amyloid-beta binding,axon,cardiac muscle contraction,cell communication by electrical coupling involved in cardiac conduction,cellular potassium ion homeostasis,cellular response to amyloid-beta,cellular response to retinoic acid,cellular response to steroid hormone stimulus,cellular response to thyroid hormone stimulus,cellular sodium ion homeostasis,cerebral cortex development,chaperone binding,dendritic spine head,dendritic spine neck,endoplasmic reticulum,establishment or maintenance of transmembrane electrochemical gradient,extracellular vesicle,heparan sulfate proteoglycan binding,integral component of membrane,ion transmembrane transport,ionotropic glutamate receptor signaling pathway,membrane,memory,metal ion binding,myelin sheath,neuron projection maintenance,neuronal cell body,neuronal cell body membrane,nucleus,plasma membrane,potassium ion import,potassium ion transportArthritis;Ataxia;Basal Ganglia Diseases;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Dyskinesias;Dystonia;Dystonic Disorders;Ear Diseases;Eye Diseases;Foot Deformities;Foot Deformities, Congenital;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Diseases;Heart Failure;Hemiplegia;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Movement Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Optic Atrophy;Optic Nerve Diseases;Osteoarthritis;Otorhinolaryngologic Diseases;Paralysis;Parkinsonian Disorders;Reflex, Abnormal;Rheumatic Diseases;Sensation Disorders;Ventricular Dysfunction;Ventricular Dysfunction, LeftRubidium chloride Rb-82Benign/Likely benignA=0, C=51 A=0.0, C=1.0 0.00001 754.582 51 A=0/0, C=23/28

chr1:40536074 CT/CT C CT INDEL CAP1 CAP1:intronic:NM_001105530.1 1 100 intronic NM_001105530.1c.1118-28C>CTp.? 0.1 Adenylate cyclase associated (CAP) C terminal,Adenylate cyclase associated (CAP) N terminal,WH2 motifrs138880025,rs58190778,rs7969861100 YES 1.0 (pos.40536074) TNF receptor-associated factor 3actin binding,actin cytoskeleton organization,actin polymerization or depolymerization,activation of adenylate cyclase activity,adenylate cyclase binding,ameboidal-type cell migration,azurophil granule lumen,cell morphogenesis,cortical actin cytoskeleton,establishment or maintenance of cell polarity,extracellular exosome,extracellular region,focal adhesion,neutrophil degranulation,plasma membrane,receptor-mediated endocytosis,signal transductionBone Diseases;Bone Diseases, Metabolic;Musculoskeletal Diseases;OsteoporosisC=0, CT=21 C=0.0, CT=1.0 0.00001 281.122 21 C=0/0, CT=11/10

chr1:40556922 C/C T C SNV PPT1 PPT1:intronic:NM_000310.3 1 100 intronic NM_000310.3c.433+79A>Gp.? -0.38 Palmitoyl protein thioesterasers3122439 Palmitoyl-protein thioesterase 1Golgi apparatus,axon,brain development,chemical synaptic transmission,cofactor metabolic process,cofactor transport,cytosol,extracellular exosome,extracellular region,fatty-acyl-CoA biosynthetic process,lipid catabolic process,lysosomal lumen,lysosomal lumen acidification,lysosome,membrane,membrane raft,membrane raft organization,negative regulation of apoptotic process,negative regulation of cell growth,negative regulation of neuron apoptotic process,nervous system development,neuron development,nucleus,palmitoyl-(protein) hydrolase activity,palmitoyl-CoA hydrolase activity,pinocytosis,positive regulation of pinocytosis,positive regulation of receptor-mediated endocytosis,protein binding,protein catabolic process,protein depalmitoylation,protein transport,receptor-mediated endocytosis,regulation of synapse structure or activity,response to stimulus,sphingolipid catabolic process,synaptic vesicle,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurodegenerative Diseases;Neuronal Ceroid-Lipofuscinoses;Nutritional and Metabolic Diseases1-Hexadecylsulfonyl Fluoride,Palmitic AcidT=0, C=23 T=0.0, C=1.0 0.00001 320.984 23 T=0/0, C=12/11

chr1:41101572 G/G A G SNV RIMS3 RIMS3:intronic:NM_014747.2 1 100 intronic NM_014747.2c.359+16T>Cp.? 0.63 C2 domain rs2253835 0.2029 YES 5.562E-1 (pos.41101572) Protein regulating synaptic membrane exocytosis 3calcium ion regulated exocytosis,calcium ion-regulated exocytosis of neurotransmitter,cell junction,ion channel binding,presynaptic active zone,regulation of membrane potential,regulation of synaptic vesicle exocytosisA=0, G=47 A=0.0, G=1.0 0.00001 789.122 47 A=0/0, G=20/27

chr1:41107360 C/C T C SNV RIMS3 RIMS3:intronic:NM_014747.2 1 100 intronic NM_014747.2c.217+21A>Gp.? -2.61 C2 domain rs491619 0.2156 YES 5.427E-1 (pos.41107360) Protein regulating synaptic membrane exocytosis 3calcium ion regulated exocytosis,calcium ion-regulated exocytosis of neurotransmitter,cell junction,ion channel binding,presynaptic active zone,regulation of membrane potential,regulation of synaptic vesicle exocytosisT=0, C=53 T=0.0, C=1.0 0.00001 784.972 53 T=0/0, C=26/27

chr1:160124875 A/A G A SNV ATP1A4 ATP1A4:exonic:NM_144699.3 1 100 3 missense NM_144699.3c.248G>A p.Gly83Asp 6.09 1 94 0 0.07(COSM5425491)Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,Cation transporting ATPase, C-terminus,E1-E2 ATPase,haloacid dehalogenase-like hydrolasers6427504 0.2847 YES 6.695E-1;0.0 (pos.160124875)acute_myeloid_leukaemiaATPase, Na+/K+ transporting, alpha-4 polypeptideATP binding,ATP hydrolysis coupled proton transport,establishment or maintenance of transmembrane electrochemical gradient,fertilization,flagellated sperm motility,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,metal ion binding,plasma membrane,potassium ion transport,regulation of cardiac conduction,regulation of cellular pH,regulation of membrane potential,sodium ion transport,sodium:potassium-exchanging ATPase activity,sodium:potassium-exchanging ATPase complex,spermatogenesisRubidium chloride Rb-82 G=0, A=61 G=0.0, A=1.0 0.00001 921.854 61 G=0/0, A=26/35

chr1:41540853 T/T A T SNV SCMH1 SCMH1:intronic:NM_001172219.1 1 100 intronic NM_001172219.1c.978+38T>Ap.? -1.14 RNA binding Region,SAM domain (Sterile alpha motif),SLED domain,mbt repeatrs2011981 0.2163 YES 9.607E-1 (pos.41540853) Sex comb on midleg, Drosophila, homolog of, 1DNA binding,DNA binding transcription factor activity,anatomical structure morphogenesis,anterior/posterior pattern specification,chromatin remodeling,chromocenter,gene silencing,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,protein binding,spermatogenesis,transcription, DNA-templatedBeta-Mercaptoethanol A=0, T=36 A=0.0, T=1.0 0.00001 563.743 36 A=0/0, T=33/3

chr1:41540861 C/C T C SNV SCMH1 SCMH1:intronic:NM_001172219.1 1 100 intronic NM_001172219.1c.978+30A>Gp.? 0.3 RNA binding Region,SAM domain (Sterile alpha motif),SLED domain,mbt repeatrs2011982 0.2167 YES 9.614E-1 (pos.41540861) Sex comb on midleg, Drosophila, homolog of, 1DNA binding,DNA binding transcription factor activity,anatomical structure morphogenesis,anterior/posterior pattern specification,chromatin remodeling,chromocenter,gene silencing,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,protein binding,spermatogenesis,transcription, DNA-templatedBeta-Mercaptoethanol T=0, C=38 T=0.0, C=1.0 0.00001 603.617 38 T=0/0, C=33/5

chr1:41949595 A/A G A SNV EDN2 EDN2:intronic:NM_001956.4 1 100 intronic NM_001956.4c.221+123C>Tp.? -1.03 Endothelin familyrs2759256 Endothelin-2G-protein coupled receptor signaling pathway,artery smooth muscle contraction,calcium-mediated signaling,cell surface receptor signaling pathway,cytokine-mediated signaling pathway,endothelin B receptor binding,energy homeostasis,extracellular region,extracellular space,hormonal regulation of the force of heart contraction,hormone activity,inositol phosphate-mediated signaling,intracellular,lung alveolus development,macrophage activation,macrophage chemotaxis,neutrophil chemotaxis,positive regulation of cell proliferation,positive regulation of cytosolic calcium ion concentration,positive regulation of heart rate,positive regulation of leukocyte chemotaxis,positive regulation of prostaglandin-endoperoxide synthase activity,positive regulation of smooth muscle contraction,positive regulation of the force of heart contraction by chemical signal,prostaglandin biosynthetic process,regulation of receptor activity,regulation of systemic arterial blood pressure by endothelin,regulation of vasoconstriction,temperaturArrhythmias, Cardiac;Bradycardia;Cardiovascular Diseases;Heart Diseases;Hypotension;Vascular DiseasesG=0, A=30 G=0.0, A=1.0 0.00001 446.399 30 G=0/0, A=21/9

chr12:58335626 A/T A T SNV ATP23 ATP23:exonic:NM_033276.3 1 50 1 missense NM_033276.3c.142A>T p.Ser48Cys 0.66 0.15 112 0.369 0.07(COSM431609)Peptidase M76 familyrs3751325 0.3179 YES 6.731E-1;0.0 (pos.58335626)angioimmunoblastic_T_cell_lymphomaDNA-dependent protein kinase activity,DNA-dependent protein kinase-DNA ligase 4 complex,double-strand break repair via nonhomologous end joining,intracellular membrane-bounded organelle,metal ion binding,metalloendopeptidase activity,plasma membrane,protein phosphorylation,proteolysisA=25, T=25 A=0.5, T=0.5 0.00001 288.96 50 A=4/21, T=3/22

chr16:28911946 G/A G A SNV ATP2A1 ATP2A1:exonic:NM_173201.3 1 55.77 15 synonymous NM_173201.3c.1809G>A p.(=) -0.75 Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,Cation transporting ATPase, C-terminus,E1-E2 ATPase,Nuclear pore complex interacting protein (NPIP),haloacid dehalogenase-like hydrolasers151309999 0.0072 0.0 (pos.28911946) ATPase, Ca++ transporting, fast-twitch, 1ATP binding,ATP hydrolysis coupled cation transmembrane transport,ATPase activity,H zone,I band,apoptotic mitochondrial changes,calcium channel complex,calcium ion binding,calcium ion import,calcium ion transmembrane transport,calcium ion transport,calcium-transporting ATPase activity,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,integral component of membrane,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,ion transmembrane transport,maintenance of mitochondrion location,membrane,mitochondrion,negative regulation of endoplasmic reticulum calcium ion concentration,negative regulation of striated muscle contraction,nucleotide binding,perinuclear region of cytoplasm,platelet dense tubular network membrane,positive regulation of endoplasmic reticulum calcium ion concentration,positive regulation of fast-twitch skeletal muscle fiber contraction,positive regulation of mitochondrial calcium ion concentration,protein binding,protein homodimerizaCardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Failure;Heredodegenerative Disorders, Nervous System;Muscular Diseases;Musculoskeletal Diseases;Myotonia Congenita;Myotonic Disorders;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases(6AR,11AS,11BR)-10-ACETYL-9-HYDROXY-7,7-DIMETHYL-2,6,6A,7,11A,11B-HEXAHYDRO-11H-PYRROLO1',2':2,3ISOINDOLO4,5,6-CDINDOL-11-ONE,2,5-DI-(TERT-BUTYL)-1,4,BENZOHYDROQUINONE,Adenosine-5'-Beta, Gamma-MethyleneTriphosphate,Tetrafluoroaluminate IonBenign/Likely benignG=23, A=29 G=0.4423, A=0.5577 0.00001 299.78 52 G=21/2, A=26/3

chr3:10413715 A/A G A SNV ATP2B2 ATP2B2:exonic:NM_001001331.2 1 100 12 synonymous NM_001001331.2c.1437C>T p.(=) 0.83 0.81(COSM149337),0.81(COSM3759576)Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,Cation transporting ATPase, C-terminus,E1-E2 ATPase,Plasma membrane calcium transporter ATPase C terminal,haloacid dehalogenase-like hydrolasers2289274 0.3088 YES 3.059E-1 (pos.10413715) adenocarcinoma,neoplasmATPase, Ca++ transporting, plasma membrane, 2,ATPase, Ca++ transporting, plasma membrane, 4ATP binding,ATP hydrolysis coupled cation transmembrane transport,PDZ domain binding,calcium ion binding,calcium ion transmembrane transport,calcium ion transport,calcium-transporting ATPase activity,calmodulin binding,cell junction,cytoplasm,extracellular exosome,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,ion transmembrane transport,metal ion binding,neuron differentiation,plasma membrane,protein C-terminus binding,protein binding,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,sensory perception of sound,synapse,transportEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=19/5

chr1:203652444 G/G A G SNV ATP2B4 ATP2B4:exonic:NM_001684.4 1 100 2 synonymous NM_001684.4c.111A>G p.(=) -3.59 Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,Cation transporting ATPase, C-terminus,E1-E2 ATPase,Plasma membrane calcium transporter ATPase C terminal,haloacid dehalogenase-like hydrolasers1419114 0.1023 YES 9.995E-1 (pos.203652444) ATPase, Ca++ transporting, plasma membrane, 4ATP binding,ATP hydrolysis coupled cation transmembrane transport,PDZ domain binding,T-tubule,Z disc,basolateral plasma membrane,calcium ion export,calcium ion import across plasma membrane,calcium ion transmembrane import into cytosol,calcium ion transmembrane transport,calcium-transporting ATPase activity,calmodulin binding,caveola,cellular calcium ion homeostasis,cellular response to epinephrine stimulus,flagellated sperm motility,hippocampus development,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,ion transmembrane transport,membrane,metal ion binding,negative regulation of adrenergic receptor signaling pathway involved in heart process,negative regulation of arginine catabolic process,negative regulation of calcineurin-NFAT signaling cascade,negative regulation of cardiac muscle hypertrophy in response to stress,negative regulation of citrulline biosynthetic process,negative regulation of nitric oxide biosynthetic process,negative regulatioA=0, G=46 A=0.0, G=1.0 0.00001 766.702 46 A=0/0, G=23/23

chr16:84444349 C/C A C SNV ATP2C2 ATP2C2:exonic:NM_014861.3 1 100 6 missense NM_014861.3c.493A>C p.Met165Leu 1.11 1 15 0 Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,Cation transporting ATPase, C-terminus,E1-E2 ATPase,haloacid dehalogenase-like hydrolasers247818 0 1.0 (pos.84444349) ATPase, Ca(2+)-transporting, type 2C, member 2ATP binding,ATP hydrolysis coupled cation transmembrane transport,Golgi membrane,calcium ion transmembrane transport,calcium-transporting ATPase activity,cytoplasmic side of plasma membrane,cytoplasmic vesicle,integral component of membrane,ion transmembrane transport,mammary gland epithelium development,metal ion binding,perinuclear region of cytoplasm,positive regulation of calcium ion import,protein binding,protein localization to plasma membraneAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Neurodevelopmental Disorders;Pulmonary Disease, Chronic Obstructive;Respiratory Tract DiseasesA=0, C=20 A=0.0, C=1.0 0.00001 259.948 20 A=0/0, C=8/12

chr16:84485573 A/A C A SNV ATP2C2 ATP2C2:exonic:NM_014861.3 1 100 18 synonymous NM_014861.3c.1707C>A p.(=) 1.59 Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,Cation transporting ATPase, C-terminus,E1-E2 ATPase,haloacid dehalogenase-like hydrolasers247885 0 1.0 (pos.84485573) ATPase, Ca(2+)-transporting, type 2C, member 2ATP binding,ATP hydrolysis coupled cation transmembrane transport,Golgi membrane,calcium ion transmembrane transport,calcium-transporting ATPase activity,cytoplasmic side of plasma membrane,cytoplasmic vesicle,integral component of membrane,ion transmembrane transport,mammary gland epithelium development,metal ion binding,perinuclear region of cytoplasm,positive regulation of calcium ion import,protein binding,protein localization to plasma membraneAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Neurodevelopmental Disorders;Pulmonary Disease, Chronic Obstructive;Respiratory Tract DiseasesC=0, A=86 C=0.0, A=1.0 0.00001 1410.91 86 C=0/0, A=28/58

chr1:42656819 A/A T A SNV FOXJ3 FOXJ3:intronic:NM_014947.4 1 100 intronic NM_014947.4c.1351+155A>Tp.? 0.27 Forkhead domainrs16829212 YES Forkhead box J3DNA binding transcription factor activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,anatomical structure morphogenesis,cell differentiation,nucleus,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingT=0, A=28 T=0.0, A=1.0 0.00001 408.717 28 T=0/0, A=14/14

chr10:7849688 T/C T C SNV ATP5C1 ATP5C1:utr_3:NM_001001973.2 1 57.14 10 utr_3 NM_001001973.2c.994T>C p.? 1.39 ATP synthase rs4655 0.362 YES ATP synthase, H+ transporting, mitochondrial F1 complex, gamma polypeptide-1ATP biosynthetic process,ATP hydrolysis coupled cation transmembrane transport,ATPase activity,RNA binding,cristae formation,extracellular exosome,membrane,mitochondrial ATP synthesis coupled proton transport,mitochondrial inner membrane,mitochondrial matrix,mitochondrial proton-transporting ATP synthase complex,mitochondrial proton-transporting ATP synthase complex, catalytic core F(1),mitochondrion,myelin sheath,oxidative phosphorylation,proton-transporting ATP synthase activity, rotational mechanism,transmembrane transporter activity1-ACETYL-2-CARBOXYPIPERIDINE,AUROVERTIN B,N1-(2-AMINO-4-METHYLPENTYL)OCTAHYDRO-PYRROLO1,2-A PYRIMIDINE,PICEATANNOL,QuercetinT=9, C=12 T=0.4286, C=0.5714 0.00001 109.102 21 T=6/3, C=5/7

chr1:43300663 C/C T C SNV ERMAP ERMAP:intronic:NM_018538.3 1 100 intronic NM_018538.3c.434-46T>Cp.? -0.15 Immunoglobulin V-set domain,SPRY domain,SPRY-associated domainrs4660672 0.283 YES 3.756E-1 (pos.43300663) Erythroblast membrane-associated proteincytoplasm,integral component of membrane,plasma membraneT=0, C=28 T=0.0, C=1.0 0.00001 406.557 28 T=0/0, C=18/10

chr12:124210782 C/C T C SNV ATP6V0A2 ATP6V0A2:exonic:NM_012463.3 1 100 5 synonymous NM_012463.3c.471T>C p.(=) -1.99 0.03(COSM3753016)V-type ATPase 116kDa subunit familyrs1399961 0.3793 YES 9.453E-1 (pos.124210782)adenocarcinoma,carcinomaATPase, H+ transporting, lysosomal, V0 subunit A2ATP hydrolysis coupled proton transport,ATP synthesis coupled proton transport,ATPase binding,acrosomal vesicle,cellular iron ion homeostasis,cellular response to increased oxygen levels,endosome membrane,hydrogen ion transmembrane transporter activity,immune response,insulin receptor signaling pathway,integral component of membrane,ion transmembrane transport,lysosomal membrane,phagocytic vesicle membrane,phagosome acidification,plasma membrane,protein binding,proton-transporting ATPase activity, rotational mechanism,proton-transporting V-type ATPase, V0 domain,regulation of macroautophagy,transferrin transport,vacuolar acidification,vacuolar proton-transporting V-type ATPase complex,vacuolar proton-transporting V-type ATPase complex assembly,vacuolar proton-transporting V-type ATPase, V0 domainCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Cutis Laxa;Genetic Diseases, Inborn;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign T=0, C=98 T=0.0, C=1.0 0.00001 1651.37 98 T=0/0, C=35/63

chr7:138418910 G/A G A SNV ATP6V0A4 ATP6V0A4:exonic:NM_130841.2 1 50 15 synonymous NM_130841.2c.1662C>T p.(=) -0.15 V-type ATPase 116kDa subunit familyrs1026435 0.2785 YES 8.087E-1 (pos.138418910) ATPase, H+ transporting, lysosomal V0 subunit a isoform 4ATP hydrolysis coupled proton transport,ATP synthesis coupled proton transport,ATPase binding,apical part of cell,apical plasma membrane,brush border membrane,endosome,endosome membrane,excretion,extracellular exosome,insulin receptor signaling pathway,integral component of membrane,ion transmembrane transport,lysosomal membrane,ossification,phagocytic vesicle membrane,phagosome acidification,plasma membrane,protein binding,proton transport,proton-transporting ATPase activity, rotational mechanism,regulation of pH,sensory perception of sound,transferrin transport,vacuolar acidification,vacuolar proton-transporting V-type ATPase complex,vacuolar proton-transporting V-type ATPase complex assembly,vacuolar proton-transporting V-type ATPase, V0 domainAcid-Base Imbalance;Acidosis;Acidosis, Renal Tubular;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Renal Tubular Transport, Inborn Errors;Sensation Disorders;Urologic DiseasesBenign G=30, A=31 G=0.4918, A=0.5082 0.00001 311.577 62 G=10/20, A=8/23

chr2:71187104 G/A G A SNV ATP6V1B1 ATP6V1B1:exonic:NM_001692.3 1 52.38 6 missense NM_001692.3c.481G>A p.Glu161Lys 9.65 0.01 56 0.001 ATP synthase alpha/beta family, beta-barrel domain,ATP synthase alpha/beta family, nucleotide-binding domainrs114234874 0.0219 YES 1.157E-4 (pos.71187104) ATP binding,ATP hydrolysis coupled proton transport,ATP metabolic process,apical plasma membrane,basolateral plasma membrane,calcium ion homeostasis,cytoplasm,cytosol,excretion,extracellular exosome,extrinsic component of synaptic vesicle membrane,hydrogen ion transmembrane transporter activity,hydrolase activity, acting on acid anhydrides, catalyzing transmembrane movement of substances,inner ear morphogenesis,insulin receptor signaling pathway,ion transmembrane transport,lateral plasma membrane,microvillus,ossification,pH reduction,phagosome acidification,protein complex binding,proton transport,proton-transporting V-type ATPase, V1 domain,regulation of macroautophagy,regulation of pH,sensory perception of sound,transferrin transport,vacuolar proton-transporting V-type ATPase complexAcid-Base Imbalance;Acidosis;Acidosis, Renal Tubular;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Renal Tubular Transport, Inborn Errors;Sensation Disorders;Urologic DiseasesBenign/Likely benignG=10, A=11 G=0.4762, A=0.5238 0.00001 95.3003 21 G=6/4, A=7/4

chr6:31506624 C/C T C SNV

ATP6V1G2-

DDX39B,DD

X39B DDX39B:exonic:NM_080598.5, ATP6V1G2-DDX39B:exonic_nc:NR_037853.11

100

4 synonymous NR_037853.1, NM_080598.5c.348A>G p.(=) -0.13 0.39(COSM1283624),0.39(COSM5021516),0.39(COSM5021517),0.39(COSM5021518),0.39(COSM5021519)DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs1129640 0.1809 YES 9.252E-1 (pos.31506624) neuroblastoma,osteosarcomaDEAD box polypeptide 39Bipt-1ATP binding,ATP-dependent RNA helicase activity,ATP-dependent protein binding,ATPase activity,RNA binding,RNA export from nucleus,RNA secondary structure unwinding,RNA splicing,RNA-dependent ATPase activity,U4 snRNA binding,U4 snRNP,U6 snRNA binding,U6 snRNP,cytoplasm,identical protein binding,liver development,mRNA 3'-end processing,mRNA export from nucleus,mRNA splicing, via spliceosome,negative regulation of DNA damage checkpoint,nuclear matrix,nuclear speck,nucleic acid binding,nucleolus,nucleoplasm,nucleus,positive regulation of DNA biosynthetic process,positive regulation of DNA-templated transcription, elongation,positive regulation of cell growth involved in cardiac muscle cell development,positive regulation of translation,positive regulation of vascular smooth muscle cell proliferation,protein binding,protein complex binding,spliceosomal complex,spliceosomal complex assembly,termination of RNA polymerase II transcription,transcription export complex,viral mRNA export from host cell nucleusIsopropyl Alcohol T=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=13/14

chr1:43903589 G/T G T SNV SZT2 SZT2:intronic:NM_015284.3 1 50 intronic NM_015284.3c.6337+16G>Tp.? -0.74 rs2782648 0.414 YES 7.166E-2;0.0 (pos.43903589) Seizure threshold 2, mouse, homolog ofGATOR1 complex,GATOR2 complex,KICSTOR complex,cellular response to amino acid starvation,cellular response to glucose starvation,central nervous system development,corpus callosum morphogenesis,extracellular exosome,lysosomal membrane,molecular_function,negative regulation of TORC1 signaling,peroxisome,pigmentation,post-embryonic development,protein binding,protein localization to lysosome,regulation of superoxide dismutase activityBenign G=16, T=16 G=0.5, T=0.5 0.00001 158.379 32 G=6/10, T=12/4

chr1:44070691 A/G A G SNV PTPRF PTPRF:intronic:NM_002840.4 1 47.62 intronic NM_002840.4c.3135+20A>Gp.? -0.58 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Protein-tyrosine phosphatasers17371903 0.3723 YES 2.351E-1 (pos.44070691) Protein tyrosine phosphatase, receptor type, f polypeptidecell adhesion,cell migration,chondroitin sulfate proteoglycan binding,extracellular exosome,heparin binding,integral component of membrane,integral component of plasma membrane,negative regulation of receptor binding,neuron projection,neuron projection regeneration,neuronal cell body,peptidyl-tyrosine dephosphorylation,plasma membrane,protein complex binding,protein tyrosine phosphatase activity,regulation of axon regeneration,transmembrane receptor protein tyrosine phosphatase activity,transmembrane receptor protein tyrosine phosphatase signaling pathwayDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsA=11, G=10 A=0.5238, G=0.4762 0.00001 82.29 21 A=7/4, G=5/5

chr6:31497706 T/T C T SNV

ATP6V1G2-

DDX39B,DD

X39B,MCCD

1 DDX39B:downstream:NM_080598.5, MCCD1:exonic:NM_001011700.2, ATP6V1G2-DDX39B:downstream:NR_037853.11

100

2 synonymous NM_001011700.2, NR_037853.1, NM_080598.5c.354C>T, c.*505G>Ap.(=), p.? -3.39 Mitochondrial coiled-coil domain protein 1rs2075582 0.2423 YES 7.523E-1 (pos.31497706) DEAD box polypeptide 39Bipt-1,Mitochondrial coiled-coil domain 1ATP binding,ATP-dependent RNA helicase activity,ATP-dependent protein binding,ATPase activity,RNA binding,RNA export from nucleus,RNA secondary structure unwinding,RNA splicing,RNA-dependent ATPase activity,U4 snRNA binding,U4 snRNP,U6 snRNA binding,U6 snRNP,cytoplasm,identical protein binding,liver development,mRNA 3'-end processing,mRNA export from nucleus,mRNA splicing, via spliceosome,mitochondrion,negative regulation of DNA damage checkpoint,nuclear matrix,nuclear speck,nucleic acid binding,nucleolus,nucleoplasm,nucleus,positive regulation of DNA biosynthetic process,positive regulation of DNA-templated transcription, elongation,positive regulation of cell growth involved in cardiac muscle cell development,positive regulation of translation,positive regulation of vascular smooth muscle cell proliferation,protein binding,protein complex binding,spliceosomal complex,spliceosomal complex assembly,termination of RNA polymerase II transcription,transcription export complex,viral mRNA export from host cell nucIsopropyl Alcohol C=0, T=46 C=0.0, T=1.0 0.00001 768.311 46 C=0/0, T=19/27

chr1:44086080 C/C T C SNV PTPRF PTPRF:intronic:NM_002840.4 1 100 intronic NM_002840.4c.5239-45T>Cp.? -0.73 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Protein-tyrosine phosphatasers568639 0.251 YES 7.863E-1;0.0 (pos.44086080) Protein tyrosine phosphatase, receptor type, f polypeptidecell adhesion,cell migration,chondroitin sulfate proteoglycan binding,extracellular exosome,heparin binding,integral component of membrane,integral component of plasma membrane,negative regulation of receptor binding,neuron projection,neuron projection regeneration,neuronal cell body,peptidyl-tyrosine dephosphorylation,plasma membrane,protein complex binding,protein tyrosine phosphatase activity,regulation of axon regeneration,transmembrane receptor protein tyrosine phosphatase activity,transmembrane receptor protein tyrosine phosphatase signaling pathwayDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsT=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=17/5

chr1:44386615 G/G A G SNV ST3GAL3 ST3GAL3:intronic:NM_174964.3 1 100 intronic NM_174964.3c.1083+15A>Gp.? -1.19 Glycosyltransferase family 29 (sialyltransferase)rs3120803 0.0761 YES 8.484E-1 (pos.44386615) ST3 beta-galactoside alpha-2,3-sialyltransferase 3Golgi cisterna membrane,Golgi membrane,N-acetyllactosaminide alpha-2,3-sialyltransferase activity,O-glycan processing,beta-galactoside (CMP) alpha-2,3-sialyltransferase activity,extracellular region,integral component of membrane,keratan sulfate biosynthetic process,oligosaccharide metabolic process,protein N-linked glycosylation via asparagine,protein glycosylation,sialylation,sialyltransferase activityAmyotrophic Lateral Sclerosis;Brain Diseases;Central Nervous System Diseases;Epilepsy;Epilepsy, Generalized;Intellectual Disability;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spasms, Infantile;Spinal Cord Diseases;TDP-43 ProteinopathiesBenign A=0, G=44 A=0.0, G=1.0 0.00001 726.558 44 A=0/0, G=11/33

chr1:44395786 T/T C T SNV ST3GAL3 ST3GAL3:intronic:NM_174964.3 1 100 intronic NM_174964.3c.1084-18C>Tp.? 1.21 Glycosyltransferase family 29 (sialyltransferase)rs2108202 0.2215 YES 6.337E-1 (pos.44395786) ST3 beta-galactoside alpha-2,3-sialyltransferase 3Golgi cisterna membrane,Golgi membrane,N-acetyllactosaminide alpha-2,3-sialyltransferase activity,O-glycan processing,beta-galactoside (CMP) alpha-2,3-sialyltransferase activity,extracellular region,integral component of membrane,keratan sulfate biosynthetic process,oligosaccharide metabolic process,protein N-linked glycosylation via asparagine,protein glycosylation,sialylation,sialyltransferase activityAmyotrophic Lateral Sclerosis;Brain Diseases;Central Nervous System Diseases;Epilepsy;Epilepsy, Generalized;Intellectual Disability;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spasms, Infantile;Spinal Cord Diseases;TDP-43 ProteinopathiesBenign C=0, T=28 C=0.0, T=1.0 0.00001 398.601 28 C=0/0, T=12/16

chr1:44426948 A/A G A SNV IPO13 IPO13:intronic:NM_014652.3 1 100 intronic NM_014652.3c.2344+14G>Ap.? -0.18 Exportin 1-like protein,Importin-beta N-terminal domainrs2906596 0.0655 YES 8.45E-1 (pos.44426948) Importin 13 Ran GTPase binding,cytoplasm,nuclear localization sequence binding,nuclear membrane,protein binding,protein import into nucleus,protein transporter activityG=0, A=38 G=0.0, A=1.0 0.00001 608.192 38 G=0/0, A=16/22

chr6:31497744 A/A G A SNV

ATP6V1G2-

DDX39B,DD

X39B,MCCD

1 DDX39B:downstream:NM_080598.5, MCCD1:utr_3:NM_001011700.2, ATP6V1G2-DDX39B:downstream:NR_037853.11

100

2 utr_3 NM_001011700.2, NR_037853.1, NM_080598.5c.392G>A, c.*467C>Tp.?, p.? -2.03 Mitochondrial coiled-coil domain protein 1rs3093979 0.1528 YES 9E-1 (pos.31497744) DEAD box polypeptide 39Bipt-1,Mitochondrial coiled-coil domain 1ATP binding,ATP-dependent RNA helicase activity,ATP-dependent protein binding,ATPase activity,RNA binding,RNA export from nucleus,RNA secondary structure unwinding,RNA splicing,RNA-dependent ATPase activity,U4 snRNA binding,U4 snRNP,U6 snRNA binding,U6 snRNP,cytoplasm,identical protein binding,liver development,mRNA 3'-end processing,mRNA export from nucleus,mRNA splicing, via spliceosome,mitochondrion,negative regulation of DNA damage checkpoint,nuclear matrix,nuclear speck,nucleic acid binding,nucleolus,nucleoplasm,nucleus,positive regulation of DNA biosynthetic process,positive regulation of DNA-templated transcription, elongation,positive regulation of cell growth involved in cardiac muscle cell development,positive regulation of translation,positive regulation of vascular smooth muscle cell proliferation,protein binding,protein complex binding,spliceosomal complex,spliceosomal complex assembly,termination of RNA polymerase II transcription,transcription export complex,viral mRNA export from host cell nucIsopropyl Alcohol G=0, A=40 G=0.0, A=1.0 0.00001 648.647 40 G=0/0, A=14/26

chr1:45276427 A/A G A SNV BTBD19 BTBD19:intronic:NM_001136537.1 1 100 intronic NM_001136537.1c.354+148G>Ap.? -0.38 BTB And C-terminal Kelch,BTB/POZ domainrs3795718 YES G=0, A=38 G=0.0, A=1.0 0.00001 603.682 38 G=0/0, A=20/18

chr13:52515354 A/G A G SNV ATP7B ATP7B:exonic:NM_000053.3 1 55.77 16 missense NM_000053.3c.3419T>C p.Val1140Ala 0.11 0.88 64 0 0(COSM3765712)E1-E2 ATPase,Heavy-metal-associated domain,haloacid dehalogenase-like hydrolasers1801249 0.4088 YES 3.938E-1 (pos.52515354) ductal_carcinoma,hepatocellular_carcinomaATPase, Cu++ transporting, beta polypeptideATP binding,ATP hydrolysis coupled cation transmembrane transport,Golgi apparatus,Golgi membrane,basolateral plasma membrane,cation-transporting ATPase activity,cellular copper ion homeostasis,cellular zinc ion homeostasis,copper ion binding,copper ion export,copper ion import,copper ion transmembrane transporter activity,copper ion transport,copper-exporting ATPase activity,copper-transporting ATPase activity,cytoplasmic vesicle,integral component of membrane,integral component of plasma membrane,intracellular copper ion transport,ion transmembrane transport,lactation,late endosome,membrane,metal ion transport,mitochondrion,nucleotide binding,perinuclear region of cytoplasm,protein binding,response to copper ion,sequestering of calcium ion,trans-Golgi network,trans-Golgi network membraneACMG Recommendations...;Adnexal Diseases;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Squamous Cell;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyslipidemias;Endocrine Gland Neoplasms;Endocrine System Diseases;Fatty Liver;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Gonadal Disorders;Head and Neck Neoplasms;Hepatic Insufficiency;Hepatitis;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Neoplasms;Lipid Metabolism Disorders;Liver Cirrhosis;Liver Diseases;Liver FailureCarboplatin,Cisplatin,Copper,OxaliplatinBenign/Likely benignA=23, G=29 A=0.4423, G=0.5577 0.00001 296.101 52 A=11/12, G=15/14

chr13:26273385 C/C G C SNV ATP8A2 ATP8A2:exonic:NM_016529.5 1 100 25 synonymous NM_016529.5c.2286G>C p.(=) 0.57 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs6491088 2.00E-04 1.0 (pos.26273385) ATPase, class I, type 8A, member 2ATP binding,Golgi apparatus,aging,axonogenesis,detection of light stimulus involved in visual perception,eating behavior,endosome,inner ear morphogenesis,integral component of membrane,involuntary skeletal muscle contraction,magnesium ion binding,negative regulation of cell proliferation,neurofilament cytoskeleton organization,neuromuscular process controlling posture,neuron development,nucleoplasm,phospholipid translocation,phospholipid-translocating ATPase activity,photoreceptor outer segment,plasma membrane,positive regulation of multicellular organism growth,positive regulation of neuron projection development,positive regulation of phospholipid translocation,response to auditory stimulus,retina layer formation,skin developmentAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Dyskinesias;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsLikely benign G=0, C=28 G=0.0, C=1.0 0.00001 408.718 28 G=0/0, C=20/8

chr1:45294156 C/C T C SNV PTCH2 PTCH2:intronic:NM_003738.4 1 100 intronic NM_003738.4c.1590+22A>Gp.? -1.92 Patched family,Sterol-sensing domain of SREBP cleavage-activationrs2273940 0.3426 YES 4.835E-1 (pos.45294156) Patched, Drosophila, homolog of, 2cell fate determination,epidermal cell fate specification,hair cycle,hedgehog family protein binding,hedgehog receptor activity,integral component of membrane,negative regulation of smoothened signaling pathway,positive regulation of epidermal cell differentiation,signal transduction,skin development,smoothened bindingAbnormalities, Multiple;Basal Cell Nevus Syndrome;Bone Cysts;Bone Diseases;Bone Diseases, Developmental;Carcinoma;Carcinoma, Basal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Genetic Diseases, Inborn;Glioma;Jaw Cysts;Jaw Diseases;Macrostomia;Medulloblastoma;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Basal Cell;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Syndromes, Hereditary;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Odontogenic Cysts;Stomatognathic Diseases;Stomatognathic System AbnormalitiesT=0, C=31 T=0.0, C=1.0 0.00001 469.966 31 T=0/0, C=13/18

chr1:45474157 A/A G A SNV HECTD3 HECTD3:intronic:NM_024602.5 1 100 intronic NM_024602.5c.1238+51C>Tp.? -0.24 Anaphase-promoting complex, subunit 10 (APC10),HECT-domain (ubiquitin-transferase)rs2298006 0.3037 YES 6.056E-1 (pos.45474157) cytoplasm,perinuclear region of cytoplasm,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitination,syntaxin binding,ubiquitin protein ligase activity,ubiquitin-protein transferase activityG=0, A=33 G=0.0, A=1.0 0.00001 504.562 33 G=0/0, A=12/21

chr1:45475566 G/G A G SNV HECTD3 HECTD3:intronic:NM_024602.5 1 100 intronic NM_024602.5c.759+92T>Cp.? -0.2 Anaphase-promoting complex, subunit 10 (APC10),HECT-domain (ubiquitin-transferase)rs6429552 YES cytoplasm,perinuclear region of cytoplasm,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitination,syntaxin binding,ubiquitin protein ligase activity,ubiquitin-protein transferase activityA=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=16/7

chr1:45476069 A/A C A SNV HECTD3 HECTD3:intronic:NM_024602.5 1 100 intronic NM_024602.5c.531-104G>Tp.? -0.03 Anaphase-promoting complex, subunit 10 (APC10),HECT-domain (ubiquitin-transferase)rs7533668 cytoplasm,perinuclear region of cytoplasm,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitination,syntaxin binding,ubiquitin protein ligase activity,ubiquitin-protein transferase activityC=0, A=20 C=0.0, A=1.0 0.00001 263.746 20 C=0/0, A=12/8

chr18:55364852 G/G A G SNV ATP8B1 ATP8B1:exonic:NM_005603.5 1 100 8 synonymous NM_005603.5c.696T>C p.(=) 0.06 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs319438 1.00E-04 9.998E-1;0.0 (pos.55364852) ATPase, class I, type 8B, member 1ATP binding,Golgi apparatus,Golgi organization,aminophospholipid transport,aminophospholipid transporter activity,apical plasma membrane,bile acid and bile salt transport,bile acid metabolic process,brush border membrane,cardiolipin binding,drug transmembrane transport,endoplasmic reticulum,inner ear receptor cell development,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,magnesium ion binding,negative regulation of transcription, DNA-templated,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein binding,regulation of microvillus assembly,sensory perception of sound,stereocilium,vestibulocochlear nerve formationBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Digestive System Diseases;Female Urogenital Diseases and Pregnancy Complications;Liver Diseases;Pregnancy ComplicationsBenign A=0, G=38 A=0.0, G=1.0 0.00001 603.784 38 A=0/0, G=19/19

chr1:46080947 C/C A C SNV NASP NASP:intronic:NM_002482.3 1 100 intronic NM_002482.3c.1856-30A>Cp.? -0.97 SHNi-TPR,Tetratricopeptide repeatrs1972410 0.292 YES 6.677E-1;0.0 (pos.46080947) Nuclear autoantigenic sperm proteinDNA replication,DNA replication-dependent nucleosome assembly,DNA replication-independent nucleosome assembly,Hsp90 protein binding,blastocyst development,cell cycle,cell proliferation,cytoplasm,histone binding,histone exchange,male gonad development,nuclear chromatin,nucleoplasm,nucleosome assembly,nucleus,protein binding,protein complex,protein complex binding,protein transport,response to testosteroneA=0, C=65 A=0.0, C=1.0 0.00001 996.464 65 A=0/0, C=24/41

chr1:46083706 G/G C G SNV NASP NASP:intronic:NM_002482.3 1 100 intronic NM_002482.3c.2287-27C>Gp.? 0.43 SHNi-TPR,Tetratricopeptide repeatrs41310432 0.2261 YES 1.817E-2;0.0 (pos.46083706) Nuclear autoantigenic sperm proteinDNA replication,DNA replication-dependent nucleosome assembly,DNA replication-independent nucleosome assembly,Hsp90 protein binding,blastocyst development,cell cycle,cell proliferation,cytoplasm,histone binding,histone exchange,male gonad development,nuclear chromatin,nucleoplasm,nucleosome assembly,nucleus,protein binding,protein complex,protein complex binding,protein transport,response to testosteroneC=0, G=56 C=0.0, G=1.0 0.00001 832.093 56 C=0/0, G=26/30

chr18:55335411 CG/CG C CG INDEL

ATP8B1,LOC

100505549 LOC100505549:utr_3:NM_001242804.1, ATP8B1:intronic:NM_005603.51
100

3 utr_3 NM_001242804.1, NM_005603.5c.313_314insG, c.2209+250G>CGp.?, p.? -1.07 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs138781802,rs386803631 0.0 (pos.55335411) ATPase, class I, type 8B, member 1ATP binding,Golgi apparatus,Golgi organization,aminophospholipid transport,aminophospholipid transporter activity,apical plasma membrane,bile acid and bile salt transport,bile acid metabolic process,brush border membrane,cardiolipin binding,drug transmembrane transport,endoplasmic reticulum,inner ear receptor cell development,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,magnesium ion binding,negative regulation of transcription, DNA-templated,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein binding,regulation of microvillus assembly,sensory perception of sound,stereocilium,vestibulocochlear nerve formationBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Digestive System Diseases;Female Urogenital Diseases and Pregnancy Complications;Liver Diseases;Pregnancy ComplicationsC=0, CG=45 C=0.0, CG=1.0 0.00001 508.103 45 C=0/0, CG=27/18

chr1:46089225 G/G C G SNV CCDC17 CCDC17:intronic:NM_001114938.2 1 100 intronic NM_001114938.2c.270+4G>Cp.? 0.16 rs3014240 YES 6.9E-1 (pos.46089225) protein binding C=0, G=27 C=0.0, G=1.0 0.00001 389.975 27 C=0/0, G=16/11

chr1:154317153 T/T C T SNV ATP8B2 ATP8B2:exonic:NM_020452.3 1 100 21 synonymous NM_020452.3c.2277C>T p.(=) -3.74 0.04(COSM3750390)Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs1194587 0.4726 YES 6.057E-1 (pos.154317153)acute_myeloid_leukaemia,adenocarcinomaATPase, class I, type 8B, member 2ATP binding,Golgi apparatus,Golgi organization,endoplasmic reticulum membrane,integral component of membrane,ion transmembrane transport,magnesium ion binding,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membraneC=0, T=37 C=0.0, T=1.0 0.00001 583.704 37 C=0/0, T=9/28

chr20:50287790 G/G A G SNV ATP9A ATP9A:exonic:NM_006045.2 1 100 12 synonymous NM_006045.2c.1044T>C p.(=) -0.75 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminal,haloacid dehalogenase-like hydrolasers2255342 0.1956 YES 8.035E-1 (pos.50287790) ATP binding,early endosome,early endosome membrane,endocytosis,endosome,integral component of membrane,magnesium ion binding,perinuclear region of cytoplasm,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,recycling endosome,retrograde vesicle-mediated transport, Golgi to ER,trans-Golgi networkA=0, G=39 A=0.0, G=1.0 0.00001 623.973 39 A=0/0, G=17/22

chr3:142222284 A/G A G SNV ATR ATR:exonic:NM_001184.3 1 47.62 30 synonymous NM_001184.3c.5208T>C p.(=) 1.33 0.8(COSM4002479)FAT domain,FATC domain,Phosphatidylinositol 3- and 4-kinase,UME (NUC010) domainrs2227931 0.4189 YES 3.579E-1 (pos.142222284)acute_myeloid_leukaemia,adenocarcinoma,carcinomaAnthrax toxin receptor 1,Ataxia-telangiectasia and Rad3-related (FRAP-related protein-1),Serpin peptidase inhibitor, clade A, member 2, pseudogeneATP binding,DNA binding,DNA damage checkpoint,DNA repair,DNA replication,Golgi apparatus,MutLalpha complex binding,MutSalpha complex binding,PML body,cell cycle,cellular response to DNA damage stimulus,cellular response to UV,cellular response to gamma radiation,chromosome,establishment of RNA localization to telomere,establishment of macromolecular complex localization to telomere,interstrand cross-link repair,kinase activity,multicellular organism development,negative regulation of DNA replication,nuclear chromosome, telomeric region,nucleoplasm,peptidyl-serine phosphorylation,phosphorylation,positive regulation of DNA damage response, signal transduction by p53 class mediator,positive regulation of telomerase catalytic core complex assembly,positive regulation of telomere maintenance via telomerase,protein autophosphorylation,protein binding,protein kinase activity,protein localization to chromosome, telomeric region,protein serine/threonine kinase activity,regulation of cellular response to heat,regulatioBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Pneumoconiosis;Respiratory Tract Diseases;Urogenital Neoplasms;Urologic NeoplasmsBenign/Likely benignA=11, G=10 A=0.5238, G=0.4762 0.00001 82.2879 21 A=3/8, G=6/4

chr3:142277536 A/G A G SNV ATR ATR:exonic:NM_001184.3 1 45.83 8 synonymous NM_001184.3c.1815T>C p.(=) 0.6 0.14(COSM4002481)FAT domain,FATC domain,Phosphatidylinositol 3- and 4-kinase,UME (NUC010) domainrs2227929 0.414 YES 3.554E-1 (pos.142277536)NS,acute_myeloid_leukaemia,adenocarcinomaAnthrax toxin receptor 1,Ataxia-telangiectasia and Rad3-related (FRAP-related protein-1),Serpin peptidase inhibitor, clade A, member 2, pseudogeneATP binding,DNA binding,DNA damage checkpoint,DNA repair,DNA replication,Golgi apparatus,MutLalpha complex binding,MutSalpha complex binding,PML body,cell cycle,cellular response to DNA damage stimulus,cellular response to UV,cellular response to gamma radiation,chromosome,establishment of RNA localization to telomere,establishment of macromolecular complex localization to telomere,interstrand cross-link repair,kinase activity,multicellular organism development,negative regulation of DNA replication,nuclear chromosome, telomeric region,nucleoplasm,peptidyl-serine phosphorylation,phosphorylation,positive regulation of DNA damage response, signal transduction by p53 class mediator,positive regulation of telomerase catalytic core complex assembly,positive regulation of telomere maintenance via telomerase,protein autophosphorylation,protein binding,protein kinase activity,protein localization to chromosome, telomeric region,protein serine/threonine kinase activity,regulation of cellular response to heat,regulatioBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Pneumoconiosis;Respiratory Tract Diseases;Urogenital Neoplasms;Urologic NeoplasmsBenign A=26, G=22 A=0.5417, G=0.4583 0.00001 240.969 48 A=8/18, G=9/13

chr2:27435250 A/G A G SNV

ATRAID,SLC

5A6 SLC5A6:upstream:NM_021095.2, ATRAID:exonic:NM_001170795.1 1
95.65

1 missense NM_021095.2, NM_001170795.1c.-4732T>C, c.14A>Gp.?, p.Asp5Gly 0.03 1 94 0 0(COSM4133777)Human growth factor-like EGFrs1275533 0.0151 YES 9.974E-1 (pos.27435250) neoplasm Solute carrier family 5 (sodium dependent vitamin transporter), member 6biotin metabolic process,biotin transport,brush border membrane,cell differentiation,integral component of membrane,integral component of plasma membrane,lysosomal membrane,membrane,molecular_function,negative regulation of cellular protein catabolic process,negative regulation of osteoblast proliferation,nuclear envelope,pantothenate metabolic process,pantothenate transmembrane transport,perinuclear region of cytoplasm,plasma membrane,positive regulation of bone mineralization,positive regulation of osteoblast differentiation,protein binding,regulation of gene expression,sodium ion transport,sodium-dependent multivitamin transmembrane transporter activity,transmembrane transport,transport,transporter activity,vesicle membraneBiotin,Gabapentin Enacarbil,Lipoic AcidA=1, G=22 A=0.0435, G=0.9565 0.00001 288.969 23 A=1/0, G=11/11

chr1:46818416 AT/CC AT CC MNV NSUN4 NSUN4:intronic:NM_199044.3 2 50 intronic NM_199044.3c.593-124AT>CCp.? 0.1, -3.31 16S rRNA methyltransferase RsmB/Frs17413694,rs386630894,rs77185326YES NOP2/SUN RNA methyltransferase family, member 4mature ribosome assembly,methyltransferase activity,mitochondrial large ribosomal subunit,mitochondrial matrix,positive regulation of mitochondrial translation,protein binding,rRNA (cytosine-C5-)-methyltransferase activity,rRNA methylation,small ribosomal subunit rRNA bindingAT=31, CC=31AT=0.5, CC=0.5 0.00001 305.391 62 AT=11/20, CC=18/13

chr1:46827214 C/C A C SNV NSUN4 NSUN4:intronic:NM_199044.3 1 100 intronic NM_199044.3c.879-28A>Cp.? -0.36 16S rRNA methyltransferase RsmB/Frs324414 0.0203 YES 1.0 (pos.46827214) NOP2/SUN RNA methyltransferase family, member 4mature ribosome assembly,methyltransferase activity,mitochondrial large ribosomal subunit,mitochondrial matrix,positive regulation of mitochondrial translation,protein binding,rRNA (cytosine-C5-)-methyltransferase activity,rRNA methylation,small ribosomal subunit rRNA bindingA=0, C=39 A=0.0, C=1.0 0.00001 623.972 39 A=0/0, C=20/19

chr20:3564672 T/T C T SNV ATRN ATRN:exonic:NM_139321.2 1 100 17 synonymous NM_139321.2c.2892C>T p.(=) -1.04 0.18(COSM5619047)CUB domain,Kelch motif,Laminin EGF domain,Lectin C-type domain,Plexin repeatrs235540 0.2629 YES 9.988E-1 (pos.3564672) ductal_carcinomaAttractin (mahogany, mouse, homolog of)carbohydrate binding,cerebellum development,cytoplasm,extracellular exosome,extracellular space,inflammatory response,integral component of plasma membrane,myelination,pigmentation,plasma membrane,receptor activity,regulation of multicellular organism growth,response to oxidative stressC=0, T=71 C=0.0, T=1.0 0.00001 1111.48 71 C=0/0, T=35/36

chr1:47138444 T/T C T SNV TEX38 TEX38:intronic:NM_001145474.3 1 100 intronic NM_001145474.3c.38-101C>Tp.? 0.13 Testis highly expressed protein 4rs616249 integral component of membrane C=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=16/9

chr1:47582292 T/G T G SNV CYP4Z1 CYP4Z1:intronic:NM_178134.2 1 46.58 intronic NM_178134.2c.1267-30T>Gp.? -0.67 Cytochrome P450rs10890465 0.336 YES 9.67E-1 (pos.47582292) aromatase activity,endoplasmic reticulum membrane,heme binding,integral component of membrane,iron ion binding,organelle membrane,oxidation-reduction processT=78, G=68 T=0.5342, G=0.4658 0.00001 725.987 146 T=41/37, G=37/31

chr10:117075175 A/A G A SNV ATRNL1 ATRNL1:exonic:NM_207303.4 1 100 18 missense NM_207303.4c.2966G>A p.Ser989Asn -0.62 0.58 46 0 CUB domain,EGF-like domain,Galactose oxidase, central domain,Integrin plexin domain,Kelch motif,Laminin EGF domain,Lectin C-type domain,Plexin repeatrs1953758 0.0315 YES 9.97E-1 (pos.117075175) Attractin-like 1G-protein coupled receptor signaling pathway,carbohydrate binding,integral component of membrane,membraneG=0, A=151 G=0.0, A=1.0 0.00001 2418.29 151 G=0/0, A=83/68

chr6:16327615 G/G A G SNV ATXN1 ATXN1:exonic:NM_001128164.1 1 100 7 synonymous NM_001128164.1c.927T>C p.(=) -1.56 0.03(COSM3761638)Ataxin-1 and HBP1 module (AXH),Capicua transcriptional repressor modulatorrs179990 0.3349 YES 8.624E-1;0.0 (pos.16327615)adenocarcinoma,neoplasmAtaxin-1 DNA binding,RNA processing,brain development,cytoplasm,cytosol,identical protein binding,learning,memory,negative regulation of transcription, DNA-templated,nuclear RNA export factor complex,nuclear export,nuclear inclusion body,nuclear matrix,nucleolus,nucleoplasm,nucleus,poly(G) binding,poly(U) RNA binding,protein C-terminus binding,protein binding,protein self-association,social behavior,transcription, DNA-templatedAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar DegenerationsLikely benign A=0, G=31 A=0.0, G=1.0 0.00001 465.819 31 A=0/0, G=22/9

chr3:63968083 A/G A G SNV ATXN7 ATXN7:exonic:NM_001177387.1 1 50 6 missense NM_001177387.1c.974A>G p.Asn325Ser 0.65 0.67 46 0 0.35(COSM5904746),0.35(COSM5904747)SCA7, zinc-binding domainrs61736574 0.0108 YES 1.445E-4 (pos.63968083) basal_cell_carcinomaAtaxin 7 chromatin binding,cytosol,histone deubiquitination,microtubule cytoskeleton,microtubule cytoskeleton organization,negative regulation of insulin-like growth factor receptor signaling pathway,negative regulation of phosphorylation,nuclear matrix,nucleolus,nucleoplasm,nucleus,nucleus organization,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein deubiquitination,thiol-dependent ubiquitinyl hydrolase activity,transcription, DNA-templated,visual perceptionArsenic Poisoning;Ataxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Heavy Metal Poisoning, Nervous System;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neurotoxicity Syndromes;Skin Diseases;Skin and Connective Tissue Diseases;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar DegenerationsA=25, G=25 A=0.5, G=0.5 0.00001 288.837 50 A=16/9, G=13/12

chr1:49332969 G/G A G SNV AGBL4 AGBL4:intronic:NM_032785.3 1 100 intronic NM_032785.3c.595-67T>Cp.? 1.97 Zinc carboxypeptidasers61785986 0.3636 YES ATP/GTP-binding protein-like 4C-terminal protein deglutamylation,Golgi apparatus,centriole,ciliary basal body,cytosol,defense response to virus,metallocarboxypeptidase activity,protein deglutamylation,protein side chain deglutamylation,proteolysis,tubulin binding,zinc ion bindingMental Disorders;Substance-Related DisordersA=0, G=32 A=0.0, G=1.0 0.00001 485.141 32 A=0/0, G=16/16

chr17:42268274 T/T C T SNV

ATXN7L3,T

MUB2 ATXN7L3:downstream:NM_020218.1, TMUB2:utr_3:NM_001076674.21
100

4 utr_3 NM_001076674.2, NM_020218.1c.1008C>T, c.*3357G>Ap.?, p.? -0.05 Ubiquitin familyrs757430 0.1353 YES 9.949E-1 (pos.42268274) SAGA complex,histone deubiquitination,integral component of membrane,ligand-dependent nuclear receptor transcription coactivator activity,metal ion binding,nucleus,positive regulation of transcription, DNA-templated,protein binding,transcription coactivator activity,transcription, DNA-templatedC=0, T=35 C=0.0, T=1.0 0.00001 543.434 35 C=0/0, T=17/18

chr1:52489322 A/A G A SNV TXNDC12 TXNDC12:intronic:NM_015913.3 1 100 intronic NM_015913.3c.356-76C>Tp.? 0.89 Thioredoxin,Thioredoxin-likers2783178,rs386631154,rs879833183YES Thioredoxin domain-containing protein 12cell differentiation,cell redox homeostasis,endoplasmic reticulum lumen,negative regulation of endoplasmic reticulum stress-induced intrinsic apoptotic signaling pathway,oxidation-reduction process,peptide disulfide oxidoreductase activity,protein binding,protein-disulfide reductase (glutathione) activityGlutathione G=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=9/11

chr1:52820226 A/A G A SNV CC2D1B CC2D1B:intronic:NM_032449.2 1 100 intronic NM_032449.2c.2448+54C>Tp.? -0.42 C2 domain rs2820334 0 RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,intracellular membrane-bounded organelle,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,protein binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific bindingG=0, A=53 G=0.0, A=1.0 0.00001 782.027 53 G=0/0, A=24/29

chr1:53072741 A/G A G SNV GPX7 GPX7:intronic:NM_015696.4 1 47.37 intronic NM_015696.4c.400+124A>Gp.? 0.72 AhpC/TSA family,Glutathione peroxidasers1970950 YES Glutathione peroxidase 7catalase activity,cellular oxidant detoxification,cellular response to oxidative stress,endoplasmic reticulum,endoplasmic reticulum lumen,extracellular region,glutathione peroxidase activity,oxidation-reduction process,peroxidase activity,protein bindingGlutathione A=50, G=45 A=0.5263, G=0.4737 0.00001 484.222 95 A=2/48, G=1/44

chr20:54961463 C/C T C SNV AURKA AURKA:exonic:NM_003600.3 1 100 3 missense NM_003600.3c.169A>G p.Ile57Val -0.46 1 29 0 Protein kinase domain,Protein tyrosine kinasers1047972 0.1624 YES 8.776E-1 (pos.54961463) Aurora kinase AATP binding,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,G2/M transition of mitotic cell cycle,anaphase-promoting complex-dependent catabolic process,anterior/posterior axis specification,axon hillock,cell cycle,cell division,centriole,centrosome,centrosome localization,chromosome passenger complex,cilium,condensed nuclear chromosome, centromeric region,cytosol,germinal vesicle,histone serine kinase activity,histone-serine phosphorylation,liver regeneration,meiotic spindle,microtubule cytoskeleton,midbody,mitotic cell cycle,mitotic centrosome separation,mitotic spindle organization,mitotic spindle pole,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of apoptotic process,negative regulation of protein binding,neuron projection extension,nucleoplasm,nucleus,perinuclear region of cytoplasm,positive regulation of mitotic nuclear division,positive regulation of oocyte maturation,positive regulation of proteasomal ubiquitin-dependent Autoimmune Diseases;Breast Diseases;Breast Neoplasms;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nephritis;Nervous System Diseases;Neuroblastoma;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, Peripheral;Neuroendocrine Tumors;Neuromuscular Diseases;Nevi and Melanomas;Peripheral Nervous System Diseases;Prostatic Dis1-(3-chlorophenyl)-3-{5-2-(thieno3,2-dpyrimidin-4-ylamino)ethyl-1,3-thiazol-2-yl}urea,1-(5-{2-(1-methyl-1H-pyrazolo4,3-dpyrimidin-7-yl)aminoethyl}-1,3-thiazol-2-yl)-3-3-(trifluoromethyl)phenylurea,1-{5-2-(thieno3,2-dpyrimidin-4-ylamino)ethyl-1,3-thiazol-2-yl}-3-3-(trifluoromethyl)phenylurea,2-(1H-pyrazol-3-yl)-1H-benzimidazole,4-(4-METHYLPIPERAZIN-1-YL)-N-5-(2-THIENYLACETYL)-1,5-DIHYDROPYRROLO3,4-CPYRAZOL-3-YLBENZAMIDE,8-ethyl-3,10,10-trimethyl-4,5,6,8,10,12-hexahydropyrazolo4',3':6,7cyclohepta1,2-bpyrrolo2,3-findol-9(1H)-one,AT9283,Alisertib,CYC116,MLN8054,N-3-(1H-BENZIMIDAZOL-2-YL)-1H-PYRAZOL-4-YLBENZAMIDE,N-butyl-3-{6-(9H-purin-6-ylamino)hexanoylamino}benzamide,N-{3-(4-{3-(TRIFLUOROMETHYL)PHENYLAMINO}PYRIMIDIN-2-YL)AMINOPHENYL}CYCLOPROPANECARBOXAMIDE,PhosphonothreonineT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=7/27

chr17:8108331 G/G A G SNV AURKB AURKB:exonic:NM_004217.3 1 100 9 missense NM_004217.3c.893T>C p.Met298Thr 1.25 0.34 81 0 0.12(COSM4130880),0.12(COSM4130881)Protein kinase domain,Protein tyrosine kinasers1059476 0.1171 YES 5.485E-1 (pos.8108331) acute_myeloid_leukaemia,neoplasmATP binding,abscission,aging,anaphase-promoting complex-dependent catabolic process,attachment of spindle microtubules to kinetochore,cell proliferation,cellular response to UV,chromocenter,chromosome passenger complex,cleavage furrow formation,condensed chromosome, centromeric region,condensed nuclear chromosome, centromeric region,cytosol,histone H3-S28 phosphorylation,histone modification,histone serine kinase activity,kinase binding,kinetochore,metal ion binding,midbody,mitotic cell cycle,mitotic cytokinesis checkpoint,mitotic spindle midzone,mitotic spindle midzone assembly,negative regulation of B cell apoptotic process,negative regulation of cytokinesis,negative regulation of protein binding,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of cytokinesis,positive regulation of telomerase activity,positive regulation of telomere capping,positive regulation of telomere maintenance via telomerase,protein autophosphorylation,protein binding,proteiAutoimmune Diseases;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nephritis;Stomach Diseases;Stomach Neoplasms;Urologic DiseasesAT9283,HESPERIDIN,N~6~-cyclohexyl-N~2~-(4-morpholin-4-ylphenyl)-9H-purine-2,6-diamineA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=10/11

chr7:32535202 G/G C G SNV AVL9 AVL9:utr_5:NM_015060.2 1 100 1 utr_5 NM_015060.2c.-120C>G p.? 0.01 Docking domain of Afi1 for Arf3 in vesicle trafficking,Transport protein Avl9,Uncharacterized conserved protein (DUF2347)rs56981934 YES AVL9, S. cerevisiae, homolog ofcell migration,integral component of membrane,recycling endosomeArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesC=0, G=67 C=0.0, G=1.0 0.00001 1032.11 67 C=0/0, G=36/31

chr7:32613020 G/G A G SNV AVL9 AVL9:exonic:NM_015060.2 1 100 12 synonymous NM_015060.2c.1560A>G p.(=) -2.08 0.07(COSM150265)Docking domain of Afi1 for Arf3 in vesicle trafficking,Transport protein Avl9,Uncharacterized conserved protein (DUF2347)rs1993050 0.3383 YES 6.524E-1 (pos.32613020) adenocarcinoma,ductal_carcinomaAVL9, S. cerevisiae, homolog ofcell migration,integral component of membrane,recycling endosomeArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=0, G=22 A=0.0, G=1.0 0.00001 298.891 22 A=0/0, G=11/11

chr1:54344282 A/A C A SNV YIPF1 YIPF1:intronic:NM_018982.4 1 100 intronic NM_018982.4c.276+33G>Tp.? -0.16 Yip1 domain rs2272928 0.4464 YES 8.626E-1 (pos.54344282) YIP1 domain family, member 1Golgi apparatus,Golgi medial cisterna,Golgi trans cisterna,Rab GTPase binding,integral component of membrane,late endosome membrane,protein binding,trans-Golgi network,transport vesicleC=0, A=259 C=0.0, A=1.0 0.00001 4256.79 259 C=0/0, A=110/149

chr1:179347832 T/C T C SNV AXDND1 AXDND1:exonic:NM_144696.5 1 52.38 5 synonymous NM_144696.5c.435T>C p.(=) -0.05 0.19(COSM3750646),0.19(COSM5827592)Axonemal dynein light chainrs10798674 0.4641 YES 7.243E-1 (pos.179347832)adenocarcinoma,neoplasm T=20, C=22 T=0.4762, C=0.5238 0.00001 245.185 42 T=13/7, C=10/12

chr1:54607157 A/A G A SNV CDCP2 CDCP2:intronic:NM_201546.4 1 100 intronic NM_201546.4c.428-51C>Tp.? -0.19 CUB domain rs671539 0.147 YES 9.802E-1;0.0 (pos.54607157) Cub domain-containing protein 2extracellular region,integral component of membrane G=0, A=30 G=0.0, A=1.0 0.00001 446.626 30 G=0/0, A=3/27

chr1:54618435 T/T A T SNV CDCP2 CDCP2:intronic:NM_201546.4 1 100 intronic NM_201546.4c.79+82T>Ap.? -0.17 CUB domain rs7528345 YES Cub domain-containing protein 2extracellular region,integral component of membrane A=0, T=44 A=0.0, T=1.0 0.00001 730.965 44 A=0/0, T=29/15

chr1:179520506 A/A G A SNV

AXDND1,NP

HS2 NPHS2:exonic:NM_014625.3, AXDND1:intronic:NM_144696.5 1
100

8 synonymous NM_144696.5, NM_014625.3c.3032-3141G>A, c.954C>Tp.?, p.(=) -0.56 0.03(COSM146700)Axonemal dynein light chain,SPFH domain / Band 7 familyrs1410592 0.3738 YES 4.806E-1;0.0 (pos.179520506)adenocarcinomaPodocin actin cytoskeleton reorganization,cell-cell junction,endoplasmic reticulum,excretion,extracellular exosome,integral component of plasma membrane,intrinsic component of the cytoplasmic side of the plasma membrane,membrane raft,metanephric glomerular visceral epithelial cell development,plasma membrane,protein binding,protein complex,slit diaphragmAlbuminuria;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nephrosis;Nephrotic Syndrome;Proteinuria;Urination Disorders;Urologic DiseasesBenign/Likely benignG=0, A=33 G=0.0, A=1.0 0.00001 504.547 33 G=0/0, A=13/20

chr1:235652513 C/C T C SNV B3GALNT2 B3GALNT2:exonic:NM_152490.4 1 100 3 synonymous NM_152490.4c.321A>G p.(=) 0.05 0.54(COSM4143540)Galactosyltransferasers291396 0.4985 YES 8.609E-1 (pos.235652513)neoplasm Beta-1,3-N-acetylgalactosaminyltransferase 2Golgi membrane,acetylgalactosaminyltransferase activity,acetylglucosaminyltransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,galactosyltransferase activity,integral component of membrane,protein O-linked glycosylation,protein glycosylationCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Nervous System Diseases;Nervous System Malformations;Walker-Warburg SyndromeBenign T=0, C=86 T=0.0, C=1.0 0.00001 1410.92 86 T=0/0, C=52/34

chr21:41032740 C/C T C SNV B3GALT5 B3GALT5:exonic:NM_033170.2 1 100 3 missense NM_033170.2c.254T>C p.Met85Thr -3.51 81 0.05(COSM4002023),0.05(COSM4002024)Galactosyltransferasers3746887 0.1899 YES 6.571E-1 (pos.41032740) acute_myeloid_leukaemiaUDP-galactose:beta-N-acetylglucosamine beta-1,3-galactosyltransferase 5Golgi apparatus,Golgi membrane,UDP-galactose:beta-N-acetylglucosamine beta-1,3-galactosyltransferase activity,endoplasmic reticulum,galactosyltransferase activity,integral component of membrane,protein glycosylationAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsT=0, C=43 T=0.0, C=1.0 0.00001 705.842 43 T=0/0, C=20/23

chr21:41032804 A/A G A SNV B3GALT5 B3GALT5:exonic:NM_033170.2 1 100 3 synonymous NM_033170.2c.318G>A p.(=) -0.06 0.09(COSM149225),0.09(COSM4002025)Galactosyltransferasers734413 0.191 YES 6.55E-1 (pos.41032804) acute_myeloid_leukaemia,adenocarcinomaUDP-galactose:beta-N-acetylglucosamine beta-1,3-galactosyltransferase 5Golgi apparatus,Golgi membrane,UDP-galactose:beta-N-acetylglucosamine beta-1,3-galactosyltransferase activity,endoplasmic reticulum,galactosyltransferase activity,integral component of membrane,protein glycosylationAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsG=0, A=58 G=0.0, A=1.0 0.00001 867.219 58 G=0/0, A=22/36

chr13:31821992 C/C T C SNV B3GLCT B3GLCT:exonic:NM_194318.3 1 100 6 synonymous NM_194318.3c.348T>C p.(=) -0.55 Fringe-like rs4943266 0.0179 YES 1.0 (pos.31821992) Beta 3-glucosyltransferaseendoplasmic reticulum membrane,fucose metabolic process,integral component of membrane,protein O-linked fucosylation,transferase activity, transferring glycosyl groupsBenign T=0, C=30 T=0.0, C=1.0 0.00001 451.746 30 T=0/0, C=16/14

chr13:31891746 A/A G A SNV B3GLCT B3GLCT:exonic:NM_194318.3 1 100 13 missense NM_194318.3c.1108G>A p.Glu370Lys 5.98 0.02 56 0.964 Fringe-like rs1041073 0.222 YES 7.885E-1 (pos.31891746) Beta 3-glucosyltransferaseendoplasmic reticulum membrane,fucose metabolic process,integral component of membrane,protein O-linked fucosylation,transferase activity, transferring glycosyl groupsBenign G=0, A=57 G=0.0, A=1.0 0.00001 852.941 57 G=0/0, A=43/14

chr19:17922795 A/A G A SNV B3GNT3 B3GNT3:exonic:NM_014256.3 1 100 3 missense NM_014256.3c.983G>A p.Arg328His -0.54 0.13 29 0.448 0.12(COSM4131436)Galactosyltransferasers36686 0.245 YES 4.866E-1 (pos.17922795) neoplasm Transmembrane protein 3 (beta-1,3-N-acetylglucosaminyltransferase 3)Golgi membrane,N-acetyllactosaminide beta-1,3-N-acetylglucosaminyltransferase activity,O-glycan processing,UDP-galactose:beta-N-acetylglucosamine beta-1,3-galactosyltransferase activity,beta-1,3-galactosyl-O-glycosyl-glycoprotein beta-1,3-N-acetylglucosaminyltransferase activity,galactosyltransferase activity,integral component of membrane,integral component of plasma membrane,keratan sulfate biosynthetic process,poly-N-acetyllactosamine biosynthetic process,protein glycosylationG=0, A=23 G=0.0, A=1.0 0.00001 316.744 23 G=0/0, A=16/7

chr12:122691738 A/A C A SNV

B3GNT4,DIA

BLO DIABLO:downstream:NM_019887.5, B3GNT4:exonic:NM_030765.3 1
100

3 synonymous NM_030765.3, NM_019887.5c.940C>A, c.*1190G>Tp.(=), p.? 0.93 Fringe-like,Galactosyltransferasers4758675,rs7536667191.00E-04 0.0 (pos.122691735),9.999E-1;1.156E-4 (pos.122691738)Beta-1,3-N-acetylglucosaminyltransferase 4,Second mitochondria-derived activator of caspaseCD40 receptor complex,Golgi membrane,N-acetyllactosaminide beta-1,3-N-acetylglucosaminyltransferase activity,O-glycan processing,UDP-galactose:beta-N-acetylglucosamine beta-1,3-galactosyltransferase activity,activation of cysteine-type endopeptidase activity involved in apoptotic process,activation of cysteine-type endopeptidase activity involved in apoptotic process by cytochrome c,apoptotic process,cytoplasmic side of plasma membrane,cytosol,extrinsic apoptotic signaling pathway via death domain receptors,integral component of membrane,intrinsic apoptotic signaling pathway,intrinsic apoptotic signaling pathway in response to oxidative stress,keratan sulfate biosynthetic process,mitochondrial intermembrane space,mitochondrion,neuron apoptotic process,poly-N-acetyllactosamine biosynthetic process,positive regulation of apoptotic process,protein bindingBasal Ganglia Diseases;Brain Diseases;Brain Ischemia;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Chorea;Cognition Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Dyskinesias;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Heredodegenerative Disorders, Nervous System;Huntington Disease;Male Urogenital Diseases;Mental Disorders;Movement Disorders;Myocardial Ischemia;Myocardial Reperfusion Injury;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Prostatic Diseases;Prostatic Neoplasms;Reperfusion Injury;Urogenital Neoplasms;Vascular DiseasesC=0, A=47 C=0.0, A=1.0 0.00001 789.328 47 C=0/0, A=26/21

chr1:55557864 T/T C T SNV USP24 USP24:intronic:NM_015306.2 1 100 intronic NM_015306.2c.6451-65G>Ap.? -2.14 Ubiquitin carboxyl-terminal hydrolasers3736992 YES Ubiquitin-specific protease 24nucleoplasm,protein deubiquitination,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processC=0, T=57 C=0.0, T=1.0 0.00001 849.61 57 C=0/0, T=4/53

chr1:55558661 G/G A G SNV USP24 USP24:intronic:NM_015306.2 1 100 intronic NM_015306.2c.6355-72T>Cp.? 0.39 Ubiquitin carboxyl-terminal hydrolasers585203 YES Ubiquitin-specific protease 24nucleoplasm,protein deubiquitination,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processA=0, G=37 A=0.0, G=1.0 0.00001 583.704 37 A=0/0, G=19/18

chr1:55567410 G/G A G SNV USP24 USP24:intronic:NM_015306.2 1 100 intronic NM_015306.2c.5026-34T>Cp.? -0.13 Ubiquitin carboxyl-terminal hydrolasers615652 0.1482 YES 9.967E-1 (pos.55567410) Ubiquitin-specific protease 24nucleoplasm,protein deubiquitination,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processA=0, G=23 A=0.0, G=1.0 0.00001 316.741 23 A=0/0, G=9/14

chr1:55614037 A/A ATA A INDEL USP24 USP24:intronic:NM_015306.2 2 100 intronic NM_015306.2c.1968+99TAT>Tp.? 0.16, 0.34, -0.5 Ubiquitin carboxyl-terminal hydrolasers199779813,rs34030121,rs57349841YES Ubiquitin-specific protease 24nucleoplasm,protein deubiquitination,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processATA=0, A=44ATA=0.0, A=1.0 0.00001 730.942 44 ATA=0/0, A=22/22

chr1:57185818 G/G A G SNV FYB2 FYB2:intronic:NM_001004303.4 1 100 intronic NM_001004303.4c.2131+28T>Cp.? -0.84 Helically-extended SH3 domainrs857141 0.3065 YES 8.374E-1 (pos.57185818) T cell receptor signaling pathway,cell adhesion mediated by integrin,immunological synapse,membrane raft,protein bindingA=0, G=130 A=0.0, G=1.0 0.00001 2135.57 130 A=0/0, G=63/67

chr1:57395251 C/C T C SNV C8B C8B:intronic:NM_000066.3 1 100 intronic NM_000066.3c.1622-20A>Gp.? -1.6 Low-density lipoprotein receptor domain class A,MAC/Perforin domain,Thrombospondin type 1 domainrs605648 0.1448 YES 9.388E-1;0.0 (pos.57395251) Complement component-8, beta polypeptidecomplement activation,complement activation, alternative pathway,complement activation, classical pathway,cytolysis,extracellular exosome,extracellular region,extracellular vesicle,immune response,membrane,membrane attack complex,protein complex binding,regulation of complement activationArthritis;Arthritis, Juvenile;Autoimmune Diseases;Central Nervous System Diseases;Connective Tissue Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Meningitis;Musculoskeletal Diseases;Nervous System Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=8/23



chr1:57417591 CA/CA C CA INDEL C8B C8B:intronic:NM_000066.3 1 100 intronic NM_000066.3c.666+130G>TGp.? 0.49 Low-density lipoprotein receptor domain class A,MAC/Perforin domain,Thrombospondin type 1 domainComplement component-8, beta polypeptidecomplement activation,complement activation, alternative pathway,complement activation, classical pathway,cytolysis,extracellular exosome,extracellular region,extracellular vesicle,immune response,membrane,membrane attack complex,protein complex binding,regulation of complement activationArthritis;Arthritis, Juvenile;Autoimmune Diseases;Central Nervous System Diseases;Connective Tissue Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Meningitis;Musculoskeletal Diseases;Nervous System Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesC=0, CA=60 C=0.0, CA=1.0 0.00001 531.629 60 C=0/0, CA=53/7

chr17:81006387 A/A G A SNV B3GNTL1 B3GNTL1:exonic:NM_001009905.2 1 100 3 synonymous NM_001009905.2c.237C>T p.(=) -1.6 0.02(COSM4130877)Glycosyl transferase family 2,Glycosyltransferase like family 2rs1143006 0.2756 YES 4.013E-1 (pos.81006387) acute_myeloid_leukaemia,neoplasmBeat-1,3-N-acetylglucosaminyltransferase-like 1transferase activity, transferring glycosyl groups G=0, A=93 G=0.0, A=1.0 0.00001 1555.33 93 G=0/0, A=50/43

chr17:80899281 A/A G A SNV

B3GNTL1,TB

CD TBCD:exonic:NM_005993.4, B3GNTL1:downstream:NM_001009905.21
100

38 synonymous NM_005993.4, NM_001009905.2c.3486G>A, c.*5498C>Tp.(=), p.? -3.22 0.01(COSM5351747),0.01(COSM5351748)Tubulin folding cofactor D C terminalrs9390 0.4828 YES 5.681E-1 (pos.80899281) Wilms_tumour Beat-1,3-N-acetylglucosaminyltransferase-like 1,Tubulin-specific chaperone DGTPase activator activity,adherens junction,adherens junction assembly,beta-tubulin binding,bicellular tight junction,bicellular tight junction assembly,cell morphogenesis involved in neuron differentiation,centrosome,chaperone binding,cytoplasm,lateral plasma membrane,microtubule,mitotic cell cycle,negative regulation of cell-substrate adhesion,negative regulation of microtubule polymerization,positive regulation of GTPase activity,post-chaperonin tubulin folding pathway,protein binding,protein folding,transferase activity, transferring glycosyl groups,tubulin complex assemblyG=0, A=40 G=0.0, A=1.0 0.00001 644.285 40 G=0/0, A=16/24

chr1:59160885 G/G A G SNV MYSM1 MYSM1:intronic:NM_001085487.2 1 100 intronic NM_001085487.2c.69-6T>C p.? 2.06 0.72(COSM5021282)JAB1/Mov34/MPN/PAD-1 ubiquitin protease,Myb-like DNA-binding domain,Prokaryotic homologs of the JAB domain,SWIRM domainrs2064374 0.42 YES 3.574E-1 (pos.59160885) carcinoma,osteosarcomaMYB-like, SWIRM, and MPN domains-containing protein 1DNA binding,chromatin remodeling,histone binding,metal ion binding,metallopeptidase activity,monoubiquitinated histone H2A deubiquitination,nucleoplasm,nucleus,pigmentation,plasma membrane,positive regulation of transcription from RNA polymerase II promoter,protein complex binding,protein deubiquitination,regulation of cell migration,regulation of hair follicle development,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,transcription coactivator activity,transcription, DNA-templatedCardiovascular Diseases;Diabetes Complications;Diabetes Mellitus;Diabetic Angiopathies;Diabetic Retinopathy;Endocrine System Diseases;Eye Diseases;Retinal Diseases;Vascular DiseasesA=0, G=25 A=0.0, G=1.0 0.00001 353.017 25 A=0/0, G=8/17

chr12:58019472 G/G T G SNV

B4GALNT1,S

LC26A10 B4GALNT1:downstream:NM_001478.4, SLC26A10:exonic:NM_133489.21
100

14 missense NM_133489.2, NM_001478.4c.1636T>G, c.*1055A>Cp.Leu546Val, p.? 0.27 1 32 0 0.06(COSM4147339)STAS domain,Sulfate permease familyrs774895 9.00E-04 YES 1.0 (pos.58019472) neoplasm Beta-1,4-N-acetylgalactosaminyltransferase 1(N-acetylneuraminyl)-galactosylglucosylceramide N-acetylgalactosaminyltransferase activity,Golgi membrane,anion:anion antiporter activity,bicarbonate transmembrane transporter activity,bicarbonate transport,carbohydrate metabolic process,chloride channel activity,chloride transmembrane transport,ganglioside biosynthetic process,glycosphingolipid metabolic process,integral component of Golgi membrane,integral component of membrane,integral component of plasma membrane,lipid glycosylation,lipid storage,membrane,oxalate transmembrane transporter activity,oxalate transport,plasma membrane,regulation of intracellular pH,regulation of membrane potential,secondary active sulfate transmembrane transporter activity,spermatogenesis,sulfate transmembrane transport,sulfate transmembrane transporter activity,transferase activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Spastic Paraplegia, HereditaryT=0, G=31 T=0.0, G=1.0 0.00001 465.783 31 T=0/0, G=17/14

chr11:380315 C/T C T SNV B4GALNT4 B4GALNT4:exonic:NM_178537.4 1 50 18 synonymous NM_178537.4c.2739C>T p.(=) -0.02 Chondroitin N-acetylgalactosaminyltransferase,N-terminal domain of galactosyltransferase,PA14 domainrs117291242 0.0319 YES 3.509E-4 (pos.380315) Golgi cisterna membrane,N-acetyl-beta-glucosaminyl-glycoprotein 4-beta-N-acetylgalactosaminyltransferase activity,acetylgalactosaminyltransferase activity,integral component of membraneC=22, T=22 C=0.5, T=0.5 0.00001 242.813 44 C=14/8, T=5/17

chr3:118931389 T/T C T SNV B4GALT4 B4GALT4:utr_3:NM_003778.3 1 100 8 utr_3 NM_003778.3c.1042G>A p.? 0.04 N-terminal domain of galactosyltransferase,N-terminal region of glycosyl transferase group 7rs6784208 0.0422 YES 9.997E-1 (pos.118931389) Beta-1,4-galactosyltransferase 4Golgi apparatus,Golgi cisterna membrane,Golgi membrane,N-acetyllactosamine synthase activity,beta-N-acetylglucosaminylglycopeptide beta-1,4-galactosyltransferase activity,carbohydrate metabolic process,galactosyltransferase activity,integral component of membrane,keratan sulfate biosynthetic process,membrane lipid metabolic process,metal ion binding,protein glycosylation,transferase activity, transferring glycosyl groupsGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsN-Acetylglucosamine C=0, T=43 C=0.0, T=1.0 0.00001 705.799 43 C=0/0, T=22/21

chr1:6211257 A/A C A SNV CHD5 CHD5:intronic:NM_015557.2 1 100 intronic NM_015557.2c.871-42G>Tp.? -0.31 CHDCT2 (NUC038) domain,CHDNT (NUC034) domain,Chromo (CHRromatin Organisation MOdifier) domain,Domain of Unknown Function (DUF1086),Domain of Unknown Function (DUF1087),Helicase conserved C-terminal domain,PHD-finger,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs6700735 0.0622 YES 0.0;0.0 (pos.6211257) Chromodomain helicase DNA-binding protein 5,Chromodomain helicase DNA-binding protein 6,Tryptophan-rich basic proteinATP binding,DNA binding,H3K27me3 modified histone binding,NuRD complex,cerebral cortex neuron differentiation,cytosol,helicase activity,heterochromatin,histone H3-K27 trimethylation,histone H4 acetylation,membrane,metal ion binding,negative regulation of cell proliferation,nuclear speck,nucleoplasm,nucleus,positive regulation of signal transduction by p53 class mediator,regulation of transcription involved in cell fate commitment,spermatogenesis, exchange of chromosomal proteins,transcription, DNA-templatedColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroblastoma;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, Peripheral;Rectal DiseasesC=0, A=84 C=0.0, A=1.0 0.00001 1338.55 84 C=0/0, A=38/46

chr5:177031348 C/C T C SNV B4GALT7 B4GALT7:exonic:NM_007255.2 1 100 2 synonymous NM_007255.2c.219T>C p.(=) -0.22 0.06(COSM3761139)N-terminal domain of galactosyltransferase,N-terminal region of glycosyl transferase group 7rs11537644 0.3782 YES 7.514E-1 (pos.177031348)acute_myeloid_leukaemia,adenocarcinomaXylosylprotein 4-beta-galactosyltransferase, polypeptide 7Golgi apparatus,Golgi cisterna membrane,Golgi membrane,beta-N-acetylglucosaminylglycopeptide beta-1,4-galactosyltransferase activity,carbohydrate metabolic process,cellular protein modification process,galactosyltransferase activity,glycosaminoglycan biosynthetic process,glycosaminoglycan metabolic process,integral component of membrane,manganese ion binding,negative regulation of fibroblast proliferation,protein N-linked glycosylation,protein binding,proteoglycan metabolic process,supramolecular fiber organization,transferase activity, transferring glycosyl groups,xylosylprotein 4-beta-galactosyltransferase activityCardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Ehlers-Danlos Syndrome;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesBenign T=0, C=30 T=0.0, C=1.0 0.00001 446.636 30 T=0/0, C=19/11

chr9:104133628 T/T C T SNV BAAT BAAT:exonic:NM_001127610.1 1 100 2 missense NM_001127610.1c.59G>A p.Arg20Gln -2.05 0.34 43 0.048 0.01(COSM3982639)Acyl-CoA thioester hydrolase/BAAT N-terminal region,BAAT / Acyl-CoA thioester hydrolase C terminal,Dienelactone hydrolase familyrs1572983 0.3042 YES 6.056E-1 (pos.104133628)acute_myeloid_leukaemia,carcinomaBile acid coenzyme A:amino acid N-acyltransferase (glycine N-choloyltransferase)N-acyltransferase activity,acyl-CoA metabolic process,animal organ regeneration,bile acid biosynthetic process,bile acid conjugation,bile acid metabolic process,carboxylic ester hydrolase activity,cytosol,fatty acid metabolic process,glycine N-choloyltransferase activity,glycine metabolic process,liver development,long-chain acyl-CoA hydrolase activity,medium-chain acyl-CoA hydrolase activity,myristoyl-CoA hydrolase activity,palmitoyl-CoA hydrolase activity,peroxisomal matrix,peroxisome,protein binding,receptor binding,taurine metabolic process,transferase activity, transferring acyl groups,very long chain acyl-CoA hydrolase activityCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Steroid Metabolism, Inborn ErrorsGlycine,Obeticholic acidBenign C=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=11/17

chr1:6257856 A/A G A SNV RPL22 RPL22:intronic:NM_000983.3 1 100 intronic NM_000983.3c.13-40C>T p.? -0.16 Ribosomal L22e protein familyrs2294713 0.4257 YES 6.765E-1 (pos.6257856) Ribosomal protein L22RNA binding,SRP-dependent cotranslational protein targeting to membrane,cytoplasm,cytoplasmic translation,cytosol,cytosolic large ribosomal subunit,extracellular exosome,extracellular matrix,focal adhesion,heparin binding,intracellular ribonucleoprotein complex,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleus,protein binding,rRNA processing,ribosome,structural constituent of ribosome,translation,translational initiation,viral transcriptionG=0, A=29 G=0.0, A=1.0 0.00001 427.602 29 G=0/0, A=8/21

chr11:117160347 G/G A G SNV BACE1 BACE1:exonic:NM_012104.4 1 100 9 missense NM_012104.4c.1441T>C p.Cys481Arg 7.63 1 180 0 Eukaryotic aspartyl protease,Xylanase inhibitor C-terminalrs539765,rs7519434297.00E-04 0.0;0.0 (pos.117160338),1.0 (pos.117160347)Beta-site amyloid beta A4 precursor protein-cleaving enzyme (secretase, beta; memapsin 2)Golgi apparatus,Golgi-associated vesicle lumen,amyloid-beta binding,amyloid-beta metabolic process,aspartic-type endopeptidase activity,axon,beta-aspartyl-peptidase activity,cell surface,cellular protein metabolic process,cytoplasmic vesicle membrane,endoplasmic reticulum lumen,endosome,endosome membrane,enzyme binding,integral component of membrane,integral component of plasma membrane,late endosome,membrane protein ectodomain proteolysis,membrane raft,modulation of chemical synaptic transmission,multivesicular body,peptidase activity,plasma membrane,protein binding,protein catabolic process,proteolysis,trans-Golgi networkAlzheimer Disease;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Tauopathies(2S)-1-(2,5-dimethylphenoxy)-3-morpholin-4-ylpropan-2-ol,(2S)-4-(4-fluorobenzyl)-N-(2-sulfanylethyl)piperazine-2-carboxamide,(2S)-4-(4-fluorobenzyl)-N-(3-sulfanylpropyl)piperazine-2-carboxamide,(6R)-2-amino-6-2-(3'-methoxybiphenyl-3-yl)ethyl-3,6-dimethyl-5,6-dihydropyrimidin-4(3H)-one,(6S)-2-amino-6-(3'-methoxybiphenyl-3-yl)-3,6-dimethyl-5,6-dihydropyrimidin-4(3H)-one,2-amino-6-2-(1H-indol-6-yl)ethylpyrimidin-4(3H)-one,3-(2-AMINO-6-BENZOYLQUINAZOLIN-3(4H)-YL)-N-CYCLOHEXYL-N-METHYLPROPANAMIDE,4-(1S)-1-(3-fluoro-4-methoxyphenyl)-2-(2-methoxy-5-nitrophenyl)ethyl-1H-imidazol-2-amine,4-(2-aminoethyl)-2-cyclohexylphenol,4-(2-aminoethyl)-2-ethylphenol,4-(4-FLUOROBENZYL)PIPERIDINE,6-2-(1H-INDOL-6-YL)ETHYLPYRIDIN-2-AMINE,6-2-(3'-METHOXYBIPHENYL-3-YL)ETHYLPYRIDIN-2-AMINE,CTS-21166,MMI-175,N-(1-benzylpiperidin-4-yl)-4-sulfanylbutanamide,N-(5R,14R)-5-AMINO-5,14-DIMETHYL-4-OXO-3-OXA-18-AZATRICYCLO15.3.1.1~7,11~DOCOSA-1(21),7(22),8,10,17,19-HEXAEN-19-YL-N-METHYLMETHANESULFONAMIDE,N-1-(2,6-dimethoxybenzyl)piperidin-4-yl-4-sA=0, G=54 A=0.0, G=1.0 0.00001 798.146 54 A=0/0, G=23/31

chr17:79409434 G/G A G SNV BAHCC1 BAHCC1:exonic:NM_001291324.1 1 100 4 synonymous NM_001291324.1c.894A>G p.(=) -1.97 BAH domain rs12939225 0.4253 YES 2.234E-1 (pos.79409434) BAH domain- and coiled-coil domain-containing protein 1chromatin,chromatin binding,chromatin silencing,chromatin silencing complex,heterochromatin assembly,transcription regulatory region sequence-specific DNA bindingA=0, G=26 A=0.0, G=1.0 0.00001 375.812 26 A=0/0, G=8/18

chr17:79414307 G/G A G SNV BAHCC1 BAHCC1:exonic:NM_001291324.1 1 100 11 missense NM_001291324.1c.3337A>G p.Thr1113Ala 0.23 58 0.01(COSM437778)BAH domain rs7213444 0.2096 YES 5.309E-1 (pos.79414307) acute_myeloid_leukaemiaBAH domain- and coiled-coil domain-containing protein 1chromatin,chromatin binding,chromatin silencing,chromatin silencing complex,heterochromatin assembly,transcription regulatory region sequence-specific DNA bindingA=0, G=30 A=0.0, G=1.0 0.00001 446.247 30 A=0/0, G=11/19

chr1:6272813 C/T C T SNV RNF207 RNF207:intronic:NM_207396.2 1 50 intronic NM_207396.2c.1534+20C>Tp.? -0.1 Apolipoprotein A1/A4/E domain,B-box zinc finger,Zinc finger, C3HC4 type (RING finger)rs2294711 0.0397 YES 3.827E-2;0.0 (pos.6272813) RING finger protein 207Hsp70 protein binding,cell-cell signaling involved in cardiac conduction,chaperone binding,ion channel binding,perinuclear region of cytoplasm,positive regulation of delayed rectifier potassium channel activity,positive regulation of gene expression,positive regulation of voltage-gated potassium channel activity involved in atrial cardiac muscle cell action potential repolarization,positive regulation of voltage-gated potassium channel activity involved in ventricular cardiac muscle cell action potential repolarization,protein binding,regulation of cardiac muscle contraction,regulation of heart looping,zinc ion bindingNeoplasm Invasiveness;Neoplasms;Neoplastic ProcessesC=16, T=16 C=0.5, T=0.5 0.00001 158.383 32 C=4/12, T=6/10

chr17:79424516 G/G A G SNV BAHCC1 BAHCC1:exonic:NM_001291324.1 1 100 17 missense NM_001291324.1c.4867A>G p.Thr1623Ala -1.16 58 0(COSM4130814)BAH domain rs12601317 0.2003 YES 4.881E-1 (pos.79424516) neoplasm BAH domain- and coiled-coil domain-containing protein 1chromatin,chromatin binding,chromatin silencing,chromatin silencing complex,heterochromatin assembly,transcription regulatory region sequence-specific DNA bindingA=0, G=21 A=0.0, G=1.0 0.00001 281.226 21 A=0/0, G=15/6

chr17:79414634 G/A G A SNV BAHCC1 BAHCC1:exonic:NM_001291324.1 1 57.14 11 missense NM_001291324.1c.3664G>A p.Gly1222Arg -1.15 125 0.07(COSM4130813)BAH domain rs61745233 0.087 YES 9.454E-3 (pos.79414634) neoplasm BAH domain- and coiled-coil domain-containing protein 1chromatin,chromatin binding,chromatin silencing,chromatin silencing complex,heterochromatin assembly,transcription regulatory region sequence-specific DNA bindingG=18, A=24 G=0.4286, A=0.5714 0.00001 278.995 42 G=11/7, A=13/11

chr17:79427311 G/A G A SNV BAHCC1 BAHCC1:exonic:NM_001291324.1 1 57.14 24 missense NM_001291324.1c.5842G>A p.Gly1948Ser 1.02 56 BAH domain rs368436933 0 0.0 (pos.79427311) BAH domain- and coiled-coil domain-containing protein 1chromatin,chromatin binding,chromatin silencing,chromatin silencing complex,heterochromatin assembly,transcription regulatory region sequence-specific DNA bindingG=9, A=12 G=0.4286, A=0.5714 0.00001 109.102 21 G=4/5, A=3/9

chr1:62729015 A/A G A SNV KANK4 KANK4:intronic:NM_181712.4 1 100 intronic NM_181712.4c.2320-32C>Tp.? 0.35 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KN motifrs2262106 0.2655 YES 8.5E-1 (pos.62729015) KN motif- and ankyrin repeat domain-containing protein 4cytosol,microtubule cytoskeleton G=0, A=50 G=0.0, A=1.0 0.00001 852.748 50 G=0/0, A=18/32

chr7:97933601 T/T C T SNV BAIAP2L1 BAIAP2L1:exonic:NM_018842.4 1 100 12 synonymous NM_018842.4c.1329G>A p.(=) 2.13 0.59(COSM4006799)IRSp53/MIM homology domain,SH3 domain,Variant SH3 domainrs1045916 0.2571 YES 7.034E-1 (pos.97933601) carcinoma,neoplasmBAI1-associated protein 2-like 1actin binding,actin crosslink formation,actin cytoskeleton,actin filament bundle assembly,cadherin binding involved in cell-cell adhesion,cell-cell adherens junction,cell-cell adhesion,cytosol,extracellular exosome,insulin receptor signaling pathway,nucleoplasm,plasma membrane,plasma membrane organization,positive regulation of actin cytoskeleton reorganization,positive regulation of actin filament polymerization,proline-rich region binding,protein binding,regulation of insulin receptor signaling pathway,response to bacteriumArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Immune System Diseases;Joint Diseases;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Rheumatic Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsC=0, T=62 C=0.0, T=1.0 0.00001 939.178 62 C=0/0, T=31/31

chr1:62740930 G/G A G SNV KANK4 KANK4:intronic:NM_181712.4 1 100 intronic NM_181712.4c.17-171T>Cp.? 1.16 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KN motifrs2666508 YES KN motif- and ankyrin repeat domain-containing protein 4cytosol,microtubule cytoskeleton A=0, G=22 A=0.0, G=1.0 0.00001 288.363 22 A=0/0, G=9/13

chr1:62939634 T/T C T SNV DOCK7 DOCK7:intronic:NM_001271999.1 1 100 intronic NM_001271999.1c.6179+19G>Ap.? -0.26 C2 domain in Dock180 and Zizimin proteins,Dock homology region 2,Domain of unknown function (DUF3398)rs1168007 3.00E-04 YES 1.0 (pos.62939634) Dedicator of cytokinesis 7COP9 signalosome,Rac GTPase binding,activation of GTPase activity,axon,axonogenesis,basal part of cell,establishment of neuroblast polarity,focal adhesion,growth cone,guanyl-nucleotide exchange factor activity,interkinetic nuclear migration,intracellular,microtubule cytoskeleton organization,neuron projection,neuron projection development,positive regulation of peptidyl-serine phosphorylation,positive regulation of vascular associated smooth muscle cell migration,regulation of molecular function,regulation of neurogenesis,small GTPase mediated signal transductionC=0, T=28 C=0.0, T=1.0 0.00001 408.713 28 C=0/0, T=25/3

chr1:62993620 T/C T C SNV DOCK7 DOCK7:intronic:NM_001271999.1 1 50 intronic NM_001271999.1c.3936+202A>Gp.? 2.92 C2 domain in Dock180 and Zizimin proteins,Dock homology region 2,Domain of unknown function (DUF3398)rs12403207 YES Dedicator of cytokinesis 7COP9 signalosome,Rac GTPase binding,activation of GTPase activity,axon,axonogenesis,basal part of cell,establishment of neuroblast polarity,focal adhesion,growth cone,guanyl-nucleotide exchange factor activity,interkinetic nuclear migration,intracellular,microtubule cytoskeleton organization,neuron projection,neuron projection development,positive regulation of peptidyl-serine phosphorylation,positive regulation of vascular associated smooth muscle cell migration,regulation of molecular function,regulation of neurogenesis,small GTPase mediated signal transductionT=22, C=23 T=0.4889, C=0.5111 0.00001 255.789 46 T=16/6, C=19/4

chr22:38482354 G/G GCGGGAGCGGGACTGGCCATCCCAGTACTCCGAGGGTGCTATGG INDEL BAIAP2L2 BAIAP2L2:exonic:NM_025045.5 42 100 12 nonframeshiftDeletion NM_025045.5c.1320_1361delCATAGCACCCTCGGAGTACTGGGATGGCCAGTCCCGCTCCCGp.Ile441_Arg454del -1.36, 0.64, 1.46, 0.27, 2.1, 0.2, -1.09, 0.78, 2.03, 0.61, 2.51, 0.08, 0.08, 2.09, 2.85, 1.29, 1.74, 0.27, -1.14, 3.13, 3.06, 3.21, 2.25, 1.98, 2.88, 1.25, 1.38, -0.42, 1.45, 2.43, -5.85, 0.56, 0.6, -0.74, 6.59, -0.83, -5.0, 1.59, 0.06, -2.24, 1.07, -0.9IRSp53/MIM homology domain,Variant SH3 domainrs113792005,rs369923129,rs371997714,rs376182024,rs541462698,rs553799224,rs66500630,rs749648034,rs751141392,rs756378782,rs757737079,rs762013039,rs762677961,rs767707937,rs779305691YES 0.0 (pos.38482353),0.0 (pos.38482355),0.0 (pos.38482356),0.0 (pos.38482358),0.0 (pos.38482361),0.0 (pos.38482378),0.0 (pos.38482383),0.0 (pos.38482395),0.0;0.0 (pos.38482354),0.0;0.0 (pos.38482362),5.076E-3;3.173E-4 (pos.38482385),9.595E-2;0.0 (pos.38482352)hairy_cell_leukaemia,neoplasmBai1-associated protein 2-like 2actin crosslink formation,actin cytoskeleton,actin filament bundle assembly,cell-cell contact zone,clathrin complex,cytoplasmic vesicle membrane,cytosol,insulin receptor signaling pathway,membrane organization,phospholipid binding,plasma membrane,plasma membrane organization,positive regulation of actin cytoskeleton reorganization,positive regulation of actin filament polymerization,vesicle membraneGCGGGAGCGGGACTGGCCATCCCAGTACTCCGAGGGTGCTATG=0, G=49GCGGGAGCGGGACTGGCCATCCCAGTACTCCGAGGGTGCTATG=0.0, G=1.00.00001 726.599 49 GCGGGAGCGGGACTGGCCATCCCAGTACTCCGAGGGTGCTATG=0/0, G=30/19

chr1:63307303 G/G A G SNV ATG4C ATG4C:intronic:NM_032852.3 1 100 intronic NM_032852.3c.1209+85A>Gp.? -1.26 Peptidase family C54rs3737892 YES Autophagy 4, S. cerevisiae, homolog of, CC-terminal protein lipidation,autophagosome assembly,autophagy,autophagy of mitochondrion,autophagy of nucleus,cysteine-type endopeptidase activity,cytoplasm,cytosol,extracellular region,peptidase activity,protein delipidation,protein targeting to membrane,protein transport,proteolysisA=0, G=23 A=0.0, G=1.0 0.00001 316.726 23 A=0/0, G=13/10

chr1:64707243 C/C G C SNV UBE2U UBE2U:intronic:NM_152489.2 1 100 intronic NM_152489.2c.596-92G>Cp.? -0.18 Ubiquitin-conjugating enzymers825189 YES ATP binding,DNA repair,HULC complex,cytoplasm,histone ubiquitination,nuclear chromatin,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein polyubiquitination,ubiquitin protein ligase activity,ubiquitin protein ligase bindingG=0, C=21 G=0.0, C=1.0 0.00001 281.231 21 G=0/0, C=16/5

chr1:65068638 C/C T C SNV CACHD1 CACHD1:intronic:NM_020925.2 1 100 intronic NM_020925.2c.364+43T>Cp.? 0.14 VWA N-terminal,von Willebrand factor type A domainrs6665437 4.00E-04 1.0 (pos.65068638) calcium ion transport,integral component of membrane T=0, C=51 T=0.0, C=1.0 0.00001 754.584 51 T=0/0, C=26/25

chr1:65113351 C/C T C SNV CACHD1 CACHD1:intronic:NM_020925.2 1 100 intronic NM_020925.2c.1004-133T>Cp.? -0.79 VWA N-terminal,von Willebrand factor type A domainrs7534210 calcium ion transport,integral component of membrane T=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=7/13

chr1:66036501 T/T G T SNV LEPR LEPR:intronic:NM_002303.5 1 100 intronic NM_002303.5c.370+16G>Tp.? -0.13 Ig-like C2-type domainrs2186248 0 1.0 (pos.66036501) Leptin receptorT cell differentiation,angiogenesis,basolateral plasma membrane,bone growth,cell surface receptor signaling pathway,cholesterol metabolic process,energy homeostasis,energy reserve metabolic process,extracellular region,glucose homeostasis,identical protein binding,integral component of membrane,leptin receptor activity,leptin-mediated signaling pathway,multicellular organism development,negative regulation of autophagy,negative regulation of gluconeogenesis,negative regulation of hydrolase activity,phagocytosis,plasma membrane,protein binding,receptor complex,regulation of bone remodeling,regulation of energy homeostasis,regulation of feeding behavior,response to leptin,sexual reproduction,transmembrane signaling receptor activityAlbuminuria;Brain Diseases;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Diabetes, Gestational;Digestive System Diseases;Dyslipidemias;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Glucose Metabolism Disorders;Gonadal Disorders;Heart Diseases;Hepatomegaly;Hyperglycemia;Hyperinsulinism;Hyperlipidemias;Hypertension;Hypogonadism;Hypothalamic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Infertility;Infertility, Female;Insulin Resistance;Kidney Diseases;Lipid Metabolism Disorders;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutrition Disorders;Nutritional and Metabolic Leptin,MetreleptinBenign G=0, T=124 G=0.0, T=1.0 0.00001 2013.88 124 G=0/0, T=59/65

chr1:6631319 A/A G A SNV TAS1R1 TAS1R1:intronic:NM_138697.3 1 100 intronic NM_138697.3c.498+44G>Ap.? 1.25 7 transmembrane sweet-taste receptor of 3 GCPR,Nine Cysteines Domain of family 3 GPCR,Periplasmic binding protein,Receptor family ligand binding regionrs11122096 0.0126 YES 9.423E-1 (pos.6631319) Taste receptor type 1, member 1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of taste,integral component of membrane,plasma membrane,protein heterodimerization activity,sensory perception of umami taste,taste receptor activityG=0, A=62 G=0.0, A=1.0 0.00001 939.801 62 G=0/0, A=37/25

chr16:1394507 C/C A C SNV BAIAP3 BAIAP3:exonic:NM_003933.4 1 100 18 missense NM_003933.4c.1745A>C p.Asp582Ala 0.77 0.84 126 0 0(COSM4128689)C2 domain,Munc13 (mammalian uncoordinated) homology domainrs1132356 0.1016 YES 9.994E-1 (pos.1394507) neoplasm BAI1-associated protein 3G-protein coupled receptor signaling pathway,endoplasmic reticulum,neurotransmitter secretion,presynapse,protein C-terminus bindingA=0, C=56 A=0.0, C=1.0 0.00001 832.099 56 A=0/0, C=36/20

chr4:102965043 C/C T C SNV BANK1 BANK1:exonic:NM_017935.4 1 100 11 missense NM_017935.4c.1948T>C p.Cys650Arg 0.49 0.97 180 0 Dof, BCAP, and BANK (DBB) motif,rs3113676 0.0131 1.0 (pos.102965043) B-cell scaffold protein with ankyrin repeats 1B cell activation,negative regulation of B cell activation,negative regulation of interleukin-6 secretion,negative regulation of protein kinase B signaling,negative regulation of translational initiation,positive regulation of MAPK cascade,positive regulation of peptidyl-tyrosine phosphorylation,protein tyrosine kinase binding,receptor bindingAutoimmune Diseases;Connective Tissue Diseases;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesT=0, C=32 T=0.0, C=1.0 0.00001 484.207 32 T=0/0, C=17/15

chr1:66829262 G/G A G SNV PDE4B PDE4B:intronic:NM_002600.3 1 100 intronic NM_002600.3c.1284+8A>Gp.? 0.38 0.2(COSM3747061),0.2(COSM3747062),0.2(COSM3747063)3'5'-cyclic nucleotide phosphodiesterasers783039 0.2705 YES 9.477E-1 (pos.66829262) hepatocellular_carcinomaPhosphodiesterase-4B, cAMP-specific (dunce-like phosphodiesterase E4)3',5'-cyclic-AMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,G-protein coupled receptor signaling pathway,T cell receptor signaling pathway,Z disc,cAMP binding,cAMP catabolic process,cellular response to drug,cellular response to epinephrine stimulus,cellular response to lipopolysaccharide,centrosome,cytosol,dendritic spine,excitatory synapse,gamma-tubulin binding,gamma-tubulin complex,ion channel binding,leukocyte migration,metal ion binding,negative regulation of relaxation of cardiac muscle,neutrophil chemotaxis,neutrophil homeostasis,positive regulation of interferon-gamma production,positive regulation of interleukin-2 production,postsynaptic density,regulation of cardiac muscle cell contraction,regulation of high voltage-gated calcium channel activity,signal transduction,synaptic vesicle,voltage-gated calcium channel complexAlcohol-Related Disorders;Alcoholism;Amphetamine-Related Disorders;Arsenic Poisoning;Asthma;Autistic Disorder;Bipolar Disorder;Bipolar and Related Disorders;Bronchial Diseases;Cardiovascular Diseases;Child Development Disorders, Pervasive;Heart Diseases;Heavy Metal Poisoning, Nervous System;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neurodevelopmental Disorders;Neurotoxicity Syndromes;Respiratory Hypersensitivity;Respiratory Tract Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Skin Diseases;Skin and Connective Tissue Diseases;Substance-Related Disorders;Vascular Diseases(R)-Rolipram,(S)-Rolipram,1-(2-Chlorophenyl)-3,5-Dimethyl-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,1-ethyl-N-(phenylmethyl)-4-(tetrahydro-2H-pyran-4-ylamino)-1H-pyrazolo3,4-bpyridine-5-carboxamide,3,5-Dimethyl-1-(3-Nitrophenyl)-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,4-8-(3-nitrophenyl)-1,7-naphthyridin-6-ylbenzoic acid,8-Bromo-Adenosine-5'-Monophosphate,Adenosine monophosphate,Amrinone,Apremilast,Caffeine,Cilomilast,Crisaborole,Daxalipram,Dyphylline,Enprofylline,Filaminast,Ibudilast,Iloprost,Papaverine,Pentoxifylline,Piclamilast,Roflumilast,Rolipram,S,S-(2-Hydroxyethyl)Thiocysteine,Theobromine,Theophylline,TrapidilA=0, G=37 A=0.0, G=1.0 0.00001 583.706 37 A=0/0, G=18/19

chr16:88052161 A/A C A SNV BANP BANP:exonic:NM_001173539.1 1 100 7 synonymous NM_001173539.1c.783C>A p.(=) -0.02 0.45(COSM3755183),0.45(COSM3755184),0.45(COSM3755185)BEN domain rs7499814 0.187 YES 5.154E-1 (pos.88052161) adenocarcinomaBTG3-associated nuclear proteinDNA binding,cell cycle,covalent chromatin modification,multicellular organism development,negative regulation of protein catabolic process,nuclear body,nucleoplasm,p53 binding,positive regulation of transcription, DNA-templated,protein binding,protein localization to nucleus,regulation of signal transduction by p53 class mediator,transcription, DNA-templatedC=0, A=31 C=0.0, A=1.0 0.00001 465.813 31 C=0/0, A=7/24

chr2:160294842 A/G A G SNV BAZ2B BAZ2B:exonic:NM_013450.3 1 46.88 8 missense NM_013450.3c.1265T>C p.Leu422Ser 1.94 0.26 145 0 0.07(COSM4133193)Bromodomain,DDT domain,Methyl-CpG binding domain,PHD-finger,Williams-Beuren syndrome DDT (WSD), D-TOX E motifrs3213790 0.1247 YES 1.142E-1 (pos.160294842)neoplasm Bromodomain adjacent to zinc finger domain, 2BDNA binding,metal ion binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedCardiovascular Diseases;Death, Sudden, Cardiac;Heart Arrest;Heart DiseasesA=34, G=30 A=0.5313, G=0.4688 0.00001 288.14 64 A=20/14, G=13/17

chr16:56548501 T/T C T SNV BBS2 BBS2:exonic:NM_031885.3 1 100 2 missense NM_031885.3c.209G>A p.Ser70Asn 5.01 1 46 0 Ciliary BBSome complex subunit 2, C-terminal,Ciliary BBSome complex subunit 2, N-terminal,Ciliary BBSome complex subunit 2, middle regionrs4784677 0.0077 9.999E-1 (pos.56548501) Bardet-Biedl syndrome 2BBSome,Golgi to plasma membrane protein transport,RNA polymerase II repressing transcription factor binding,adult behavior,artery smooth muscle contraction,brain morphogenesis,cartilage development,cerebral cortex development,ciliary basal body,ciliary membrane,cilium assembly,cytoplasm,cytosol,fat cell differentiation,hippocampus development,melanosome transport,membrane,microtubule organizing center,microvillus,motile cilium,negative regulation of appetite by leptin-mediated signaling pathway,negative regulation of gene expression,negative regulation of multicellular organism growth,non-motile cilium assembly,photoreceptor cell maintenance,positive regulation of multicellular organism growth,protein binding,protein localization,protein localization to ciliary membrane,protein localization to organelle,regulation of cilium beat frequency involved in ciliary motility,sperm axoneme assembly,stereocilium,striatum development,vasodilation,visual perceptionAbnormalities, Multiple;Bardet-Biedl Syndrome;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hypothalamic Diseases;Nervous System Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign C=0, T=32 C=0.0, T=1.0 0.00001 485.14 32 C=0/0, T=22/10

chr1:67396222 G/G T G SNV MIER1 MIER1:intronic:NM_001077700.2 1 100 intronic NM_001077700.2c.168+4297T>Gp.? 0.58 ELM2 domain,Myb-like DNA-binding domainrs3008861 YES DNA binding,cytoplasm,histone deacetylase activity,histone deacetylase binding,histone deacetylation,nucleoplasm,nucleus,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of chromatin silencing,protein binding,protein complex,signal transducer activity,signal transduction,transcription, DNA-templated,transcriptional repressor complexT=0, G=35 T=0.0, G=1.0 0.00001 543.903 35 T=0/0, G=16/19

chr1:67560897 G/G A G SNV C1orf141 C1orf141:intronic:NM_001276351.1 1 100 intronic NM_001276351.1c.603+21T>Cp.? 0.97 Domain of unknown function (DUF4545)rs10889653 0.1432 YES 9.719E-1 (pos.67560897) Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesA=0, G=38 A=0.0, G=1.0 0.00001 603.786 38 A=0/0, G=17/21

chr15:73023937 C/C T C SNV BBS4 BBS4:exonic:NM_033028.4 1 100 12 synonymous NM_033028.4c.906T>C p.(=) 0.33 TPR repeat,Tetratricopeptide repeatrs12914333 1.00E-04 YES 1.0 (pos.73023937) BBS4 gene BBSome,RNA polymerase II repressing transcription factor binding,adult behavior,alpha-tubulin binding,beta-tubulin binding,brain morphogenesis,centriolar satellite,centriole,centrosome,centrosome cycle,cerebral cortex development,ciliary basal body,ciliary membrane,ciliary transition zone,cilium,cilium assembly,cytosol,dendrite development,dynactin binding,face development,fat cell differentiation,fat pad development,heart looping,hippocampus development,integral component of membrane,intracellular transport,maintenance of protein location in nucleus,melanosome transport,microtubule anchoring at centrosome,microtubule cytoskeleton organization,microtubule motor activity,mitotic cytokinesis,motile cilium,negative regulation of GTPase activity,negative regulation of actin filament polymerization,negative regulation of appetite by leptin-mediated signaling pathway,negative regulation of gene expression,negative regulation of systemic arterial blood pressure,neural tube closure,neuron migration,non-motile cilium,Abnormalities, Multiple;Bardet-Biedl Syndrome;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Hypothalamic Diseases;Nervous System DiseasesBenign T=0, C=87 T=0.0, C=1.0 0.00001 1430.99 87 T=0/0, C=32/55

chr15:73027478 C/C T C SNV BBS4 BBS4:exonic:NM_033028.4 1 100 13 missense NM_033028.4c.1061T>C p.Ile354Thr -0.24 0.31 89 0 0.04(COSM3999596),0.04(COSM3999597)TPR repeat,Tetratricopeptide repeatrs2277598 0.3596 YES 2.454E-1 (pos.73027478) acute_myeloid_leukaemia,ductal_carcinomaBBS4 gene BBSome,RNA polymerase II repressing transcription factor binding,adult behavior,alpha-tubulin binding,beta-tubulin binding,brain morphogenesis,centriolar satellite,centriole,centrosome,centrosome cycle,cerebral cortex development,ciliary basal body,ciliary membrane,ciliary transition zone,cilium,cilium assembly,cytosol,dendrite development,dynactin binding,face development,fat cell differentiation,fat pad development,heart looping,hippocampus development,integral component of membrane,intracellular transport,maintenance of protein location in nucleus,melanosome transport,microtubule anchoring at centrosome,microtubule cytoskeleton organization,microtubule motor activity,mitotic cytokinesis,motile cilium,negative regulation of GTPase activity,negative regulation of actin filament polymerization,negative regulation of appetite by leptin-mediated signaling pathway,negative regulation of gene expression,negative regulation of systemic arterial blood pressure,neural tube closure,neuron migration,non-motile cilium,Abnormalities, Multiple;Bardet-Biedl Syndrome;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Hypothalamic Diseases;Nervous System DiseasesBenign/Likely benignT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=20/14

chr17:58786625 G/G A G SNV BCAS3 BCAS3:exonic:NM_001099432.2 1 100 5 missense NM_001099432.2c.260A>G p.Asn87Ser 2.65 0.65 46 0.007 Breast carcinoma amplified sequence 3rs2643103 0.0069 YES 9.122E-1 (pos.58786625) Golgi organization,acetyltransferase activator activity,activation of GTPase activity,angiogenesis,beta-tubulin binding,cell leading edge,cell periphery,cellular response to estrogen stimulus,chromatin binding,cytoplasm,cytoplasmic microtubule,histone acetyltransferase binding,histone binding,intermediate filament cytoskeleton,microtubule organizing center organization,negative regulation of GTPase activity,negative regulation of focal adhesion assembly,nuclear hormone receptor binding,nucleolus,nucleus,positive regulation of GTPase activity,positive regulation of actin cytoskeleton reorganization,positive regulation of catalytic activity,positive regulation of endothelial cell migration,positive regulation of filopodium assembly,positive regulation of intracellular protein transport,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of establishment of cell polarity,response to starvation,transcription factor binding,transcription, DNA-templated,transcriptionally Alzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Tauopathies;Urologic DiseasesA=0, G=125 A=0.0, G=1.0 0.00001 2034.04 125 A=0/0, G=75/50

chr17:58824567 C/C T C SNV BCAS3 BCAS3:exonic:NM_001099432.2 1 100 6 synonymous NM_001099432.2c.330T>C p.(=) -0.32 Breast carcinoma amplified sequence 3rs7501675 5.00E-04 1.0 (pos.58824567) Golgi organization,acetyltransferase activator activity,activation of GTPase activity,angiogenesis,beta-tubulin binding,cell leading edge,cell periphery,cellular response to estrogen stimulus,chromatin binding,cytoplasm,cytoplasmic microtubule,histone acetyltransferase binding,histone binding,intermediate filament cytoskeleton,microtubule organizing center organization,negative regulation of GTPase activity,negative regulation of focal adhesion assembly,nuclear hormone receptor binding,nucleolus,nucleus,positive regulation of GTPase activity,positive regulation of actin cytoskeleton reorganization,positive regulation of catalytic activity,positive regulation of endothelial cell migration,positive regulation of filopodium assembly,positive regulation of intracellular protein transport,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of establishment of cell polarity,response to starvation,transcription factor binding,transcription, DNA-templated,transcriptionally Alzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Tauopathies;Urologic DiseasesT=0, C=129 T=0.0, C=1.0 0.00001 2114.99 129 T=0/0, C=53/76

chr1:67890526 A/G A G SNV SERBP1 SERBP1:intronic:NM_001018067.1 1 50 intronic NM_001018067.1c.695+45T>Cp.? 0.2 Hyaluronan / mRNA binding family,Intracellular hyaluronan-binding protein 4 N-terminalrs6702742 0.4294 YES 3.285E-1 (pos.67890526) Serpine1 mRNA-binding protein 1RNA binding,cadherin binding,cytoplasm,cytosol,extracellular exosome,mRNA 3'-UTR binding,membrane,nucleus,perinuclear region of cytoplasm,plasma membrane,protein binding,regulation of apoptotic process,regulation of mRNA stabilityAutoimmune Diseases;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nephritis;Stomach Diseases;Stomach Neoplasms;Urologic DiseasesA=43, G=43 A=0.5, G=0.5 0.00001 464.372 86 A=22/21, G=18/25

chr1:68151980 G/G T G SNV GADD45A GADD45A:intronic:NM_001924.3 1 100 intronic NM_001924.3c.147-53T>Gp.? 0.68 Ribosomal protein L7Ae/L30e/S12e/Gadd45 familyrs2759219 YES DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,DNA repair,activation of MAPKKK activity,apoptotic process,cell cycle arrest,cellular response to ionizing radiation,cellular response to mechanical stimulus,centrosome cycle,core promoter binding,cytoplasm,kinase binding,mitotic cell cycle arrest,negative regulation of protein kinase activity,nuclear speck,nucleoplasm,nucleus,positive regulation of JNK cascade,positive regulation of apoptotic process,positive regulation of p38MAPK cascade,positive regulation of reactive oxygen species metabolic process,protein N-terminus binding,protein binding,protein heterodimerization activity,protein homodimerization activity,regulation of cell cycle,regulation of cyclin-dependent protein serine/threonine kinase activity,response to stress,signal transduction in response to DNA damageAcneiform Eruptions;Adnexal Diseases;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Chloracne;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Gonadal Disorders;HIV Infections;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Liver Diseases;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Pancreatic Diseases;Pancreatic Neoplasms;Prostatic Diseases;Prostatic Neoplasms;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Urogenital NeoplasmsT=0, G=67 T=0.0, G=1.0 0.00001 1028.05 67 T=0/0, G=38/29

chr1:68173264 T/T C T SNV GNG12 GNG12:intronic:NM_018841.5 1 100 intronic NM_018841.5c.93+13G>Ap.? 0.11 GGL domain rs2295942,rs748743389 0.4616 YES 4.377E-1;0.0 (pos.68173264) Guanine nucleotide-binding protein, gamma 12G-protein coupled receptor signaling pathway,PDZ domain binding,actin filament,cellular response to glucagon stimulus,cerebral cortex development,extracellular exosome,heterotrimeric G-protein complex,phosphate ion binding,plasma membrane,protein binding,response to lipopolysaccharide,signal transducer activity,signal transductionAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=33 C=0.0, T=1.0 0.00001 504.596 33 C=0/0, T=16/17

chr1:71419499 T/T C T SNV PTGER3 PTGER3:intronic:NM_198718.1 1 100 intronic NM_198718.1c.1078-27G>Ap.? 0.06 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srxrs571705 0.1657 YES 9.384E-1 (pos.71419499) Prostaglandin E receptor 3, EP3 subtypeG-protein coupled receptor signaling pathway,biological_process,cell death,integral component of membrane,integral component of plasma membrane,intestine smooth muscle contraction,negative regulation of gastric acid secretion,nuclear envelope,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of fever generation,prostaglandin E receptor activity,protein bindingAdnexal Diseases;Cardiovascular Diseases;Conjunctival Diseases;Cysts;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Embolism and Thrombosis;Endocrine System Diseases;Erythema;Erythema Multiforme;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Genital Diseases, Female;Gonadal Disorders;Hypersensitivity;Immune System Diseases;Intestinal Diseases;Kidney Diseases;Male Urogenital Diseases;Mouth Diseases;Neoplasms;Ovarian Cysts;Ovarian Diseases;Pemphigoid, Benign Mucous Membrane;Polycystic Ovary Syndrome;Skin Diseases;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic Diseases;Thrombosis;Urologic Diseases;Vascular DiseasesBimatoprost,Dinoprostone,Gemeprost,Limaprost,MisoprostolC=0, T=25 C=0.0, T=1.0 0.00001 353.007 25 C=0/0, T=12/13

chr22:18165995 T/G T G SNV BCL2L13 BCL2L13:exonic:NM_015367.3 1 47.37 3 missense NM_015367.3c.137T>G p.Ile46Arg -2.23 0.03 97 0.09 0.02(COSM4972271),0.1(COSM3759021)Apoptosis regulator proteins, Bcl-2 familyrs2587070 0.2022 YES 6.215E-3;0.0 (pos.18165995)Hurthle_cell_carcinoma,adenocarcinomaactivation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic process,cysteine-type endopeptidase activator activity involved in apoptotic process,integral component of membrane,mitochondrial membrane,mitochondrion,nucleus,protein binding,regulation of apoptotic processT=30, G=27 T=0.5263, G=0.4737 0.00001 256 57 T=19/11, G=10/17

chr1:72242039 A/A G A SNV NEGR1 NEGR1:intronic:NM_173808.2 1 100 intronic NM_173808.2c.410-59C>Tp.? 0.84 Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs6424448 YES Neuronal growth regulator 1C-terminal protein lipidation,anchored component of membrane,cell-cell adhesion,extracellular exosome,extracellular region,feeding behavior,locomotory behavior,plasma membrane,positive regulation of neuron projection development,protein bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=9/16

chr1:74664149 T/C T C SNV

FPGT,FPGT-

TNNI3K,LRRI

Q3 LRRIQ3:upstream:NM_001105659.1, FPGT:intronic:NM_001199328.2, FPGT-TNNI3K:intronic:NM_001112808.21

50

intronic NM_001105659.1, NM_001112808.2, NM_001199328.2c.-14781A>G, c.121+105T>C, c.121+105T>Cp.?, p.?, p.? -1.05 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Protein kinase domain,Protein tyrosine kinasers4422957 YES 7.752E-1 (pos.74664149) Fucose-1-phosphate guanylyltransferaseATP binding,GTP binding,catalytic activity,cytoplasm,cytosol,fucose metabolic process,fucose-1-phosphate guanylyltransferase activity,intracellular signal transduction,nucleus,protein binding,protein kinase activity,protein phosphorylation,regulation of cardiac conduction,regulation of heart rate,signal transducer activity,transferase activity, transferring phosphorus-containing groupsAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=12, C=12 T=0.5, C=0.5 0.00001 106.709 24 T=5/7, C=5/7

chr1:74819077 G/G T G SNV

FPGT-

TNNI3K,TNN

I3K FPGT-TNNI3K:intronic:NM_001112808.2, TNNI3K:intronic:NM_015978.21

100

intronic NM_001112808.2, NM_015978.2c.1369+33T>G, c.1027+33T>Gp.?, p.? -0.07 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Protein kinase domain,Protein tyrosine kinasers6424586 0.0577 YES 9.981E-1 (pos.74819077) TNNI3-interacting kinaseATP binding,bundle of His cell to Purkinje myocyte communication,cytoplasm,intracellular signal transduction,metal ion binding,nucleus,protein C-terminus binding,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of cardiac conduction,regulation of cardiac muscle contraction,regulation of heart rate,signal transducer activity,troponin I bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, G=23 T=0.0, G=1.0 0.00001 316.747 23 T=0/0, G=8/15

chr12:12240199 T/T C T SNV BCL2L14 BCL2L14:exonic:NM_138723.1 1 100 3 synonymous NM_138723.1c.486C>T p.(=) -0.91 rs879732 0.4235 YES 4.587E-1 (pos.12240199) apoptotic process,cytosol,endomembrane system,intracellular organelle,membrane,positive regulation of extrinsic apoptotic signaling pathway,protein binding,protein kinase binding,regulation of apoptotic processC=0, T=91 C=0.0, T=1.0 0.00001 1513.81 91 C=0/0, T=35/56

chr1:75180401 C/T C T SNV CRYZ CRYZ:intronic:NM_001889.3 1 45.83 intronic NM_001889.3c.429-87G>Ap.? -0.03 Alcohol dehydrogenase GroES-like domain,Zinc-binding dehydrogenasers74095154 YES Crystallin, zeta (quinone reductase)NADH binding,NADPH binding,NADPH:quinone reductase activity,cytosol,extracellular exosome,mRNA 3'-UTR binding,oxidation-reduction process,oxidoreductase activity,protein homotetramerization,visual perception,xenobiotic catabolic process,zinc ion binding2'-Monophosphoadenosine 5'-Diphosphoribose,DicoumarolC=13, T=11 C=0.5417, T=0.4583 0.00001 93.44 24 C=7/6, T=8/3

chr1:75229488 C/G C G SNV TYW3 TYW3:intronic:NM_138467.2 1 52.38 intronic NM_138467.2c.561-90C>Gp.? 0.27 Methyltransferase TYW3rs566939330 tRNA-wybutosine-synthesizing protein 3, S. cerevisiae, homolog ofmethylation,methyltransferase activity,tRNA processing C=10, G=11 C=0.4762, G=0.5238 0.00001 95.3 21 C=8/2, G=5/6

chr1:75603055 G/G A G SNV LHX8 LHX8:intronic:NM_001256114.1 1 100 intronic NM_001256114.1c.237+109A>Gp.? -0.79 Homeobox KN domain,Homeobox domain,LIM domainrs1526503 LIM homeobox 8female germ cell nucleus,female gonad development,forebrain neuron development,learning or memory,metal ion binding,odontogenesis of dentin-containing tooth,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templatedA=0, G=33 A=0.0, G=1.0 0.00001 504.556 33 A=0/0, G=17/16

chr1:75603101 A/G A G SNV LHX8 LHX8:intronic:NM_001256114.1 1 57.58 intronic NM_001256114.1c.237+155A>Gp.? -1.88 Homeobox KN domain,Homeobox domain,LIM domainrs6695423 YES LIM homeobox 8female germ cell nucleus,female gonad development,forebrain neuron development,learning or memory,metal ion binding,odontogenesis of dentin-containing tooth,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templatedA=14, G=19 A=0.4242, G=0.5758 0.00001 204.483 33 A=10/4, G=7/12

chr1:75609049 A/C A C SNV LHX8 LHX8:intronic:NM_001256114.1 1 45.83 intronic NM_001256114.1c.580+26A>Cp.? 1.22 Homeobox KN domain,Homeobox domain,LIM domainrs12041465 0.1936 YES 7.942E-1;1.722E-3 (pos.75609049) LIM homeobox 8female germ cell nucleus,female gonad development,forebrain neuron development,learning or memory,metal ion binding,odontogenesis of dentin-containing tooth,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templatedA=13, C=11 A=0.5417, C=0.4583 0.00001 93.4399 24 A=5/8, C=8/3

chr14:23777374 G/G A G SNV

BCL2L2,BCL

2L2-PABPN1 BCL2L2-PABPN1:exonic:NM_001199864.1, BCL2L2:exonic:NM_001199839.11

100

3 missense NM_001199864.1, NM_001199839.1c.398A>G, c.398A>Gp.Gln133Arg, p.Gln133Arg 2.44 1.0, 0.28 43.0, 43.0 0.0, 0.0 0.44(COSM4148013)Apolipoprotein A1/A4/E domain,Apoptosis regulator proteins, Bcl-2 family,Bcl-2 homology region 4,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs200485369,rs910332 0.003 1.0 (pos.23777374) neoplasm BCL2-like 2 BH domain binding,Bcl-2 family protein complex,Sertoli cell proliferation,apoptotic process,cytosol,disordered domain specific binding,extracellular exosome,extrinsic apoptotic signaling pathway in absence of ligand,identical protein binding,integral component of membrane,intrinsic apoptotic signaling pathway in response to DNA damage,mitochondrial outer membrane,negative regulation of apoptotic process,negative regulation of intrinsic apoptotic signaling pathway,protein binding,protein heterodimerization activity,protein homodimerization activity,regulation of apoptotic process,spermatogenesisNavitoclax A=0, G=68 A=0.0, G=1.0 0.00001 1053.56 68 A=0/0, G=34/34

chr1:75707652 C/T C T SNV SLC44A5 SLC44A5:intronic:NM_152697.4 1 50 intronic NM_152697.4c.532+34G>Ap.? 0.6 Plasma-membrane choline transporterrs386632487,rs7556057,rs7700091760.2667 YES 0.0;0.0 (pos.75707651),6.767E-2 (pos.75707652) choline transmembrane transporter activity,choline transport,integral component of membrane,phosphatidylcholine biosynthetic process,plasma membrane,transmembrane transportC=21, T=21 C=0.5, T=0.5 0.00001 231.539 42 C=8/13, T=7/14

chr1:76194306 G/G A G SNV ACADM ACADM:intronic:NM_001127328.2 1 100 intronic NM_001127328.2c.130+133A>Gp.? -0.01 Acyl-CoA dehydrogenase, C-terminal domain,Acyl-CoA dehydrogenase, N-terminal domain,Acyl-CoA dehydrogenase, middle domainrs1146572 YES Acyl-Coenzyme A dehydrogenase, C-4 to C-12 straight chainacyl-CoA dehydrogenase activity,axon,cardiac muscle cell differentiation,carnitine biosynthetic process,carnitine metabolic process, CoA-linked,extracellular exosome,fatty acid beta-oxidation,fatty acid beta-oxidation using acyl-CoA dehydrogenase,flavin adenine dinucleotide binding,glycogen biosynthetic process,identical protein binding,liver development,medium-chain fatty acid catabolic process,medium-chain fatty acid metabolic process,medium-chain-acyl-CoA dehydrogenase activity,mitochondrial matrix,mitochondrial membrane,mitochondrion,nuclear speck,nucleus,oxidation-reduction process,oxidoreductase activity, acting on the CH-CH group of donors,post-embryonic development,regulation of gluconeogenesis,regulation of lipid metabolic process,response to cold,response to starvationCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Digestive System Diseases;Enterocolitis;Enterocolitis, Necrotizing;Fatty Acid Oxidation Disorder;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Hepatic Insufficiency;Intestinal Diseases;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Diseases;Liver Failure;Medium-chain acyl-CoA dehydrogenase deficiency;Metabolic Diseases;Metabolism, Inborn Errors;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Recommended Newborn Screening Panels3-Thiaoctanoyl-Coenzyme A,Flavin adenine dinucleotide,Octanoyl-Coenzyme AA=0, G=46 A=0.0, G=1.0 0.00001 768.312 46 A=0/0, G=24/22

chr1:76363505 A/C A C SNV MSH4 MSH4:intronic:NM_002440.3 1 46.88 intronic NM_002440.3c.2356-87A>Cp.? -0.13 MutS domain II,MutS domain III,MutS domain V,MutS family domain IVrs2029680 YES mutS, E. coli, homolog of, 4ATP binding,DNA binding,DNA-dependent ATPase activity,chiasma assembly,damaged DNA binding,female gamete generation,mismatch repair,mismatch repair complex,mismatched DNA binding,nucleus,ovarian follicle development,protein binding,reciprocal meiotic recombination,recombination nodule,spermatogenesis,synaptonemal complexA=17, C=15 A=0.5313, C=0.4688 0.00001 143.734 32 A=9/8, C=12/3

chr1:77620035 C/C T C SNV PIGK PIGK:intronic:NM_005482.2 1 100 intronic NM_005482.2c.986+99A>Gp.? 0.02 Peptidase C13 familyrs839832 YES Phosphatidylinositol glycan, class KGPI anchor binding,GPI-anchor transamidase activity,GPI-anchor transamidase complex,attachment of GPI anchor to protein,cysteine-type peptidase activity,endoplasmic reticulum membrane,integral component of endoplasmic reticulum membrane,membrane,peptidase activity,protein binding,protein disulfide isomerase activity,protein localization to cell surface,proteolysisT=0, C=22 T=0.0, C=1.0 0.00001 298.89 22 T=0/0, C=6/16

chr3:187447032 A/A G A SNV

BCL6,LOC10

0131635 LOC100131635:intronic_nc:NR_034062.1, BCL6:exonic:NM_001706.41
100

5 synonymous NR_034062.1, NM_001706.4c.1161C>T p.(=) 0.74 0.77(COSM5019038)BTB/POZ domain,C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers1056932 0.3456 YES 8.06E-1 (pos.187447032) ductal_carcinoma,haemangioblastomaB-cell CLL/lymphoma-6B cell differentiation,DNA binding transcription factor activity,Golgi apparatus,RNA polymerase II regulatory region sequence-specific DNA binding,Rho protein signal transduction,actin cytoskeleton organization,cell morphogenesis,cellular response to DNA damage stimulus,chromatin DNA binding,chromatin binding,erythrocyte development,germinal center formation,identical protein binding,inflammatory response,intronic transcription regulatory region sequence-specific DNA binding,metal ion binding,negative regulation of B cell apoptotic process,negative regulation of Notch signaling pathway,negative regulation of Rho protein signal transduction,negative regulation of T-helper 2 cell differentiation,negative regulation of cell growth,negative regulation of cell proliferation,negative regulation of cell-matrix adhesion,negative regulation of cellular senescence,negative regulation of isotype switching to IgE isotypes,negative regulation of mast cell cytokine production,negative regulation of mitotic cell cycle DNA rHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Follicular;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeG=0, A=152 G=0.0, A=1.0 0.00001 2432.9 152 G=0/0, A=76/76

chr16:81279120 T/C T C SNV BCO1 BCO1:exonic:NM_017429.2 1 50 2 synonymous NM_017429.2c.105T>C p.(=) -2.12 0.02(COSM148124)Retinal pigment epithelial membrane proteinrs28370522 0.3207 YES 3.63E-1 (pos.81279120) adenocarcinomaBeta-carotene 15,15-prime-dioxygenasebeta-carotene 15,15'-monooxygenase activity,beta-carotene metabolic process,cytosol,metal ion binding,oxidation-reduction process,oxidoreductase activity, acting on single donors with incorporation of molecular oxygen, incorporation of two atoms of oxygen,retinal metabolic process,retinoid metabolic process,retinol metabolic process,vitamin A biosynthetic processAvitaminosis;Deficiency Diseases;Malnutrition;Nutrition Disorders;Nutritional and Metabolic Diseases;Vitamin A DeficiencyT=27, C=31 T=0.4655, C=0.5345 0.00001 361.697 62 T=10/17, C=16/15

chr1:78045369 G/A G A SNV ZZZ3 ZZZ3:intronic:NM_015534.5 1 59.09 intronic NM_015534.5c.1981-56C>Tp.? 0.32 Myb-like DNA-binding domain,Zinc finger, ZZ typers1565852 YES Ada2/Gcn5/Ada3 transcription activator complex,DNA binding,nucleolus,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=9, A=13 G=0.4091, A=0.5909 0.00001 121.951 22 G=4/5, A=1/12

chr1:78383467 A/A G A SNV NEXN NEXN:intronic:NM_144573.3 1 100 intronic NM_144573.3c.219+25G>Ap.? 0.07 Immunoglobulin I-set domain,Immunoglobulin domainrs1749913 0.1392 YES 7.99E-1 (pos.78383467) Nexilin, rat, homolog ofZ disc,actin filament binding,cardiac muscle fiber development,cytoskeleton,focal adhesion,regulation of cell migration,regulation of cytoskeleton organization,structural constituent of muscleAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve DiseasesG=0, A=30 G=0.0, A=1.0 0.00001 446.639 30 G=0/0, A=17/13

chr1:78481640 G/A G A SNV DNAJB4 DNAJB4:intronic:NM_007034.4 1 97.56 intronic NM_007034.4c.781-58G>Ap.? 0.22 DnaJ C terminal domain,DnaJ domainrs1039863 YES DNAJ/HSP40 homolog, subfamily B, member 4ATPase activator activity,chaperone binding,cytosol,extracellular exosome,plasma membrane,positive regulation of ATPase activity,protein binding,protein folding,response to heat,response to unfolded protein,unfolded protein bindingG=1, A=40 G=0.0244, A=0.9756 0.00001 631.814 41 G=1/0, A=16/24

chr1:78591740 TAAC/T TAAC T INDEL GIPC2 GIPC2:intronic:NM_017655.5 3 47.37 intronic NM_017655.5c.796+94TAAC>Tp.? 0.62, 1.46, 1.06, 0.27 PDZ domain (Also known as DHR or GLGF)rs139844601,rs201382691,rs368270114,rs780693629YES biological_process,cytoplasm,extracellular exosome,identical protein binding,molecular_function,protein binding,vesicleTAAC=20, T=18TAAC=0.5263, T=0.4737 0.00001 184.537 38 TAAC=4/16, T=1/17

chr11:112065434 C/C T C SNV BCO2 BCO2:exonic:NM_031938.5 1 100 5 missense NM_031938.5c.692T>C p.Leu231Pro 2.59 1 98 0 Retinal pigment epithelial membrane proteinrs10891338 0.017 YES 9.995E-1 (pos.112065434) Beta-carotene dioxygenase 2 T=0, C=26 T=0.0, C=1.0 0.00001 369.081 26 T=0/0, C=8/18

chr1:79128320 G/G A G SNV IFI44 IFI44:intronic:NM_006417.4 1 100 intronic NM_006417.4c.1114-69A>Gp.? -0.41 TLD rs11577395 YES Interferon-induced protein 44cytoplasm,response to virusAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Influenza, Human;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Pregnancy Complications;Respiratory Tract Diseases;Respiratory Tract InfectionsA=0, G=43 A=0.0, G=1.0 0.00001 705.842 43 A=0/0, G=24/19

chr1:79128570 GT/GT G GT INDEL IFI44 IFI44:intronic:NM_006417.4 1 100 intronic NM_006417.4c.1288+7G>GTp.? 0.42 TLD rs368139253 0.4299 YES 3.753E-1 (pos.79128570) Interferon-induced protein 44cytoplasm,response to virusAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Influenza, Human;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Pregnancy Complications;Respiratory Tract Diseases;Respiratory Tract InfectionsG=0, GT=25 G=0.0, GT=1.0 0.00001 352.643 25 G=0/0, GT=14/11

chr1:79383458 T/T A T SNV ADGRL4 ADGRL4:intronic:NM_022159.3 1 100 intronic NM_022159.3c.1682+57T>Ap.? -0.03 7 transmembrane receptor (Secretin family),Calcium-binding EGF domain,GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domainrs12569007 YES Adhesion G protein-coupled receptor L4G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell surface receptor signaling pathway,cytoplasmic vesicle,integral component of membrane,plasma membrane,protein dimerization activityA=0, T=26 A=0.0, T=1.0 0.00001 371.42 26 A=0/0, T=14/12

chr11:27679662 C/C T C SNV

BDNF,BDNF-

AS BDNF-AS:intronic_nc:NR_002832.2, BDNF:exonic:NM_001143810.1 1
100

3 synonymous NR_002832.2, NM_001143810.1c.696A>G p.(=) -2.33 Nerve growth factor familyrs2353512 0 1.0 (pos.27679662) Brain-derived neurotrophic factoraxon guidance,brain-derived neurotrophic factor receptor signaling pathway,cell-cell signaling,collateral sprouting,cytoplasm,cytoplasmic vesicle,extracellular region,growth factor activity,mitochondrion,negative regulation of myotube differentiation,negative regulation of neuron apoptotic process,nervous system development,neurotrophin TRKB receptor binding,nuclear speck,perinuclear region of cytoplasm,positive regulation of brain-derived neurotrophic factor receptor signaling pathway,positive regulation of collateral sprouting,positive regulation of receptor binding,positive regulation of synapse assembly,regulation of protein localization to cell surface,regulation of receptor activity,synapse assembly46, XY Disorders of Sex Development;Alzheimer Disease;Amphetamine-Related Disorders;Aniridia;Anorexia Nervosa;Anxiety Disorders;Apnea;Attention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Autistic Disorder;Basal Ganglia Diseases;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Brain Ischemia;Bulimia Nervosa;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Child Development Disorders, Pervasive;Chromosome Disorders;Cocaine-Related Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deafness;Dementia;Depressive Disorder;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Disorders of Sex Development;Dyssomnias;Ear Diseases;Endocrine System Diseases;Epilepsy;Epilepsy, Generalized;Epilepsy, Tonic-Clonic;Eye Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Feeding and Eating Disorders;Female Urogenital Diseases;Female Urogenital DiseasCX717 Benign T=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=13/10

chr1:79401927 G/G A G SNV ADGRL4 ADGRL4:intronic:NM_022159.3 1 100 intronic NM_022159.3c.877+53T>Cp.? -0.05 7 transmembrane receptor (Secretin family),Calcium-binding EGF domain,GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domainrs61770681 YES Adhesion G protein-coupled receptor L4G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell surface receptor signaling pathway,cytoplasmic vesicle,integral component of membrane,plasma membrane,protein dimerization activityA=0, G=30 A=0.0, G=1.0 0.00001 446.637 30 A=0/0, G=12/18

chr1:82416220 A/A G A SNV ADGRL2 ADGRL2:intronic:NM_012302.4 1 100 intronic NM_012302.4c.1492+54G>Ap.? -0.24 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Galactose binding lectin domain,Hormone receptor domain,Latrophilin Cytoplasmic C-terminal region,Olfactomedin-like domainrs2148630 YES Adhesion G protein-coupled receptor L2G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,carbohydrate binding,cell surface receptor signaling pathway,integral component of membrane,latrotoxin receptor activityG=0, A=36 G=0.0, A=1.0 0.00001 563.742 36 G=0/0, A=12/24

chr1:82417552 G/G T G SNV ADGRL2 ADGRL2:intronic:NM_012302.4 1 100 intronic NM_012302.4c.1597-89T>Gp.? 2.58 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Galactose binding lectin domain,Hormone receptor domain,Latrophilin Cytoplasmic C-terminal region,Olfactomedin-like domainrs7413275 YES Adhesion G protein-coupled receptor L2G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,carbohydrate binding,cell surface receptor signaling pathway,integral component of membrane,latrotoxin receptor activityT=0, G=41 T=0.0, G=1.0 0.00001 664.7 41 T=0/0, G=18/23

chr5:70751818 G/G T G SNV BDP1 BDP1:exonic:NM_018429.2 1 100 1 missense NM_018429.2c.114T>G p.Asp38Glu -0.47 45 0 0.01(COSM4408387)Myb DNA-binding likers3748043 0.1678 YES 8.875E-1 (pos.70751818) hepatocellular_carcinomaB double prime 1, subunit of RNA polymerase III transcription initiation factor IIIB,Protein-tyrosine phosphatase, nonreceptor-type, 18DNA binding,RNA polymerase III transcriptional preinitiation complex assembly,TFIIIB-type transcription factor activity,TFIIIC-class transcription factor binding,nucleoplasm,regulation of transcription from RNA polymerase III promoter,transcription factor TFIIIB complex,transcription from RNA polymerase III promoterT=0, G=70 T=0.0, G=1.0 0.00001 1092.06 70 T=0/0, G=40/30

chr5:70806958 A/A G A SNV BDP1 BDP1:exonic:NM_018429.2 1 100 17 missense NM_018429.2c.4039G>A p.Val1347Met -1.81 21 0.001 0.01(COSM4407110)Myb DNA-binding likers6886336 0.1686 YES 8.811E-1 (pos.70806958) hepatocellular_carcinomaB double prime 1, subunit of RNA polymerase III transcription initiation factor IIIB,Protein-tyrosine phosphatase, nonreceptor-type, 18DNA binding,RNA polymerase III transcriptional preinitiation complex assembly,TFIIIB-type transcription factor activity,TFIIIC-class transcription factor binding,nucleoplasm,regulation of transcription from RNA polymerase III promoter,transcription factor TFIIIB complex,transcription from RNA polymerase III promoterG=0, A=49 G=0.0, A=1.0 0.00001 831.632 49 G=0/0, A=26/23

chr5:70858194 C/T C T SNV BDP1 BDP1:exonic:NM_018429.2 1 58.33 38 synonymous NM_018429.2c.7590C>T p.(=) 0.2 0.12(COSM3761307)Myb DNA-binding likers277941 0.3443 YES 5.012E-1 (pos.70858194) acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinoma,neoplasmB double prime 1, subunit of RNA polymerase III transcription initiation factor IIIB,Protein-tyrosine phosphatase, nonreceptor-type, 18DNA binding,RNA polymerase III transcriptional preinitiation complex assembly,TFIIIB-type transcription factor activity,TFIIIC-class transcription factor binding,nucleoplasm,regulation of transcription from RNA polymerase III promoter,transcription factor TFIIIB complex,transcription from RNA polymerase III promoterC=10, T=14 C=0.4167, T=0.5833 0.00001 135.339 24 C=4/6, T=8/6

chr16:66514858 C/A C A SNV BEAN1 BEAN1:utr_3:NM_001178020.2 1 52.27 5 utr_3 NM_001178020.2c.810C>A p.? 0.19 rs185675010 0.0 (pos.66514858) integral component of membraneAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar DegenerationsC=21, A=23 C=0.4773, A=0.5227 0.00001 260.032 44 C=5/16, A=10/13

chr1:84640691 G/G T G SNV PRKACB PRKACB:intronic:NM_182948.3 1 100 intronic NM_182948.3c.188-4169T>Gp.? 0.94 Kinase-like,Protein kinase domain,Protein tyrosine kinasers582201 YES 9.346E-1 (pos.84640691) Protein kinase, cAMP-dependent, catalytic, betaATP binding,activation of protein kinase A activity,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,blood coagulation,cAMP-dependent protein kinase activity,cAMP-dependent protein kinase complex,cellular response to glucagon stimulus,centrosome,ciliary base,cytosol,extracellular exosome,high-density lipoprotein particle assembly,intercellular bridge,kinase activity,magnesium ion binding,negative regulation of meiotic cell cycle,negative regulation of smoothened signaling pathway involved in dorsal/ventral neural tube patterning,neural tube closure,nucleoplasm,perinuclear region of cytoplasm,plasma membrane,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of protein processing,renal water homeostasis,response to clozapine,signal transduction,stimulatory C-type lectin receptor signaling pathway,ubiquitin protein ligase bindingAdenocarcinoma;Biliary Tract Diseases;Biliary Tract Neoplasms;Breast Diseases;Breast Neoplasms;Carcinoma;Cholangiocarcinoma;Digestive System Diseases;Digestive System Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsPhosphonothreonine T=0, G=27 T=0.0, G=1.0 0.00001 389.988 27 T=0/0, G=15/12

chr1:84640834 G/G T G SNV PRKACB PRKACB:intronic:NM_182948.3 1 100 intronic NM_182948.3c.188-4026T>Gp.? 1.77 Kinase-like,Protein kinase domain,Protein tyrosine kinasers12132002 YES Protein kinase, cAMP-dependent, catalytic, betaATP binding,activation of protein kinase A activity,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,blood coagulation,cAMP-dependent protein kinase activity,cAMP-dependent protein kinase complex,cellular response to glucagon stimulus,centrosome,ciliary base,cytosol,extracellular exosome,high-density lipoprotein particle assembly,intercellular bridge,kinase activity,magnesium ion binding,negative regulation of meiotic cell cycle,negative regulation of smoothened signaling pathway involved in dorsal/ventral neural tube patterning,neural tube closure,nucleoplasm,perinuclear region of cytoplasm,plasma membrane,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of protein processing,renal water homeostasis,response to clozapine,signal transduction,stimulatory C-type lectin receptor signaling pathway,ubiquitin protein ligase bindingAdenocarcinoma;Biliary Tract Diseases;Biliary Tract Neoplasms;Breast Diseases;Breast Neoplasms;Carcinoma;Cholangiocarcinoma;Digestive System Diseases;Digestive System Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsPhosphonothreonine T=0, G=23 T=0.0, G=1.0 0.00001 316.747 23 T=0/0, G=11/12

chr1:85131982 T/G T G SNV SSX2IP SSX2IP:intronic:NM_001166293.1 1 58.33 intronic NM_001166293.1c.427-67A>Cp.? 0.65 Afadin- and alpha -actinin-Bindingrs3096445 YES cell adhesion,cell leading edge,cell-cell adherens junction,centriolar satellite,centrosome cycle,ciliary basal body,cilium assembly,intraciliary transport involved in cilium assembly,nucleus,protein binding,protein complex,protein domain specific binding,regulation of Rac protein signal transduction,regulation of cell motilityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=10, G=14 T=0.4167, G=0.5833 0.00001 135.339 24 T=3/7, G=7/7

chr1:85592126 T/T G T SNV WDR63 WDR63:intronic:NM_145172.4 1 100 intronic NM_145172.4c.2113-68G>Tp.? -0.65 rs817474 YES ATP-dependent microtubule motor activity, plus-end-directed,dynein complex,dynein heavy chain binding,dynein light chain binding,microtubule-based movementG=0, T=23 G=0.0, T=1.0 0.00001 316.747 23 G=0/0, T=15/8

chrX:102632458 G/A G A SNV BEX3 BEX3:exonic:NM_014380.2 1 96.67 1 synonymous NM_014380.2c.39G>A p.(=) 0.72 Brain expressed X-linked like family Nerve growth factor receptor (TNFRSF16) associated protein 1activation of cysteine-type endopeptidase activity involved in apoptotic process,cysteine-type endopeptidase activator activity involved in apoptotic process,cytosol,extrinsic apoptotic signaling pathway via death domain receptors,identical protein binding,metal ion binding,multicellular organism development,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,nerve growth factor receptor binding,nucleus,protein binding,regulation of cysteine-type endopeptidase activity involved in apoptotic processG=1, A=29 G=0.0333, A=0.9667 0.00001 416.517 30 G=1/0, A=13/16

chr20:17474690 G/G T G SNV BFSP1 BFSP1:utr_3:NM_001195.4 1 100 8 utr_3 NM_001195.4c.2027A>C p.? 0.01 Intermediate filament proteinrs6105762 0.4789 YES 4.603E-1 (pos.17474690) Beaded filament structural protein-1 (filensin)biological_process,cell cortex,cell maturation,cytoskeleton organization,intermediate filament,lens fiber cell development,plasma membrane,protein binding,structural constituent of cytoskeleton,structural constituent of eye lensCataract;Eye Diseases;Lens Diseases T=0, G=42 T=0.0, G=1.0 0.00001 685.163 42 T=0/0, G=20/22

chr20:17474968 C/C T C SNV BFSP1 BFSP1:exonic:NM_001195.4 1 100 8 synonymous NM_001195.4c.1749A>G p.(=) -5.59 Intermediate filament proteinrs6080718 0.2901 YES 6.5E-1;0.0 (pos.17474968) Beaded filament structural protein-1 (filensin)biological_process,cell cortex,cell maturation,cytoskeleton organization,intermediate filament,lens fiber cell development,plasma membrane,protein binding,structural constituent of cytoskeleton,structural constituent of eye lensCataract;Eye Diseases;Lens DiseasesBenign T=0, C=44 T=0.0, C=1.0 0.00001 726.569 44 T=0/0, C=31/13

chr20:17475217 T/T C T SNV BFSP1 BFSP1:exonic:NM_001195.4 1 100 8 synonymous NM_001195.4c.1500G>A p.(=) -0.44 Intermediate filament proteinrs6136118 0.2358 YES 3.954E-1 (pos.17475217) Beaded filament structural protein-1 (filensin)biological_process,cell cortex,cell maturation,cytoskeleton organization,intermediate filament,lens fiber cell development,plasma membrane,protein binding,structural constituent of cytoskeleton,structural constituent of eye lensCataract;Eye Diseases;Lens DiseasesBenign C=0, T=53 C=0.0, T=1.0 0.00001 782.024 53 C=0/0, T=18/35

chr10:60588553 C/C T C SNV BICC1 BICC1:exonic:NM_001080512.2 1 100 21 missense NM_001080512.2c.2827T>C p.Ser943Pro 3.59 1 74 0 0.27(COSM4144771)KH domain,SAM domain (Sterile alpha motif)rs4948550 0.2876 YES 7.456E-1 (pos.60588553) acute_myeloid_leukaemia,neoplasmBicaudal C, Drosophila, homolog of, 1RNA binding,cytoplasm,determination of left/right symmetry,heart development,negative regulation of canonical Wnt signaling pathwayCardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Polycystic Kidney Diseases;Polycystic Kidney, Autosomal Recessive;Rectal Diseases;Urologic DiseasesT=0, C=26 T=0.0, C=1.0 0.00001 370.953 26 T=0/0, C=12/14

chr12:51681903 C/C T C SNV BIN2 BIN2:exonic:NM_016293.3 1 100 11 missense NM_016293.3c.1681A>G p.Asn561Asp 0.26 1 23 0 BAR domain rs7954976 0.1036 YES 9.37E-1 (pos.51681903) Bridging integrator 2cell chemotaxis,cell cortex,cell junction,cell projection,cytoplasm,extracellular region,ficolin-1-rich granule lumen,neutrophil degranulation,phagocytic cup,phagocytosis, engulfment,phospholipid binding,plasma membrane tubulation,podosome,podosome assembly,protein binding,secretory granule lumenT=0, C=53 T=0.0, C=1.0 0.00001 782.013 53 T=0/0, C=37/16

chr1:86173296 AT/AT A AT INDEL ZNHIT6 ZNHIT6:intronic:NM_017953.3 1 100 intronic NM_017953.3c.656+16T>ATp.? -0.02 HIT zinc finger ATPase binding,TFIID-class transcription factor binding,box C/D snoRNP assembly,enzyme binding,extracellular exosome,identical protein binding,metal ion binding,pre-snoRNP complex,protein binding,protein oligomerization,ribosome biogenesis,snoRNA localizationA=0, AT=77 A=0.0, AT=1.0 0.00001 1104.25 77 A=0/0, AT=36/41

chr1:86210546 A/A G A SNV COL24A1 COL24A1:intronic:NM_152890.6 1 100 intronic NM_152890.6c.4504-29C>Tp.? 1.73 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs7547023 0.0338 YES 9.396E-1 (pos.86210546) Collagen, type XXIV, alpha-1collagen trimer,endoplasmic reticulum lumen,extracellular matrix structural constituent,extracellular region,hematopoietic progenitor cell differentiation,protein binding,proteinaceous extracellular matrixG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=9/15

chr1:86249911 A/G A G SNV COL24A1 COL24A1:intronic:NM_152890.6 1 97.06 intronic NM_152890.6c.4167+31T>Cp.? -0.28 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs313725 0.0365 YES 9.508E-1 (pos.86249911) Collagen, type XXIV, alpha-1collagen trimer,endoplasmic reticulum lumen,extracellular matrix structural constituent,extracellular region,hematopoietic progenitor cell differentiation,protein binding,proteinaceous extracellular matrixA=1, G=33 A=0.0294, G=0.9706 0.00001 492.97 34 A=0/1, G=21/12

chr2:32713706 T/T A T SNV BIRC6 BIRC6:exonic:NM_016252.3 1 100 42 missense NM_016252.3c.8020A>T p.Thr2674Ser 1.24 0.5 58 0 0.39(COSM1483065),0.39(COSM148833)Baculoviral IAP repeat-containing protein 6,Inhibitor of Apoptosis domain,Ubiquitin-conjugating enzymers2366894 0.3647 YES 3.503E-1 (pos.32713706) adenocarcinoma,carcinoma,ductal_carcinomaBaculoviral IAP repeat-containing protein-6Flemming body,Golgi apparatus,apoptotic process,cell cycle,cell division,cysteine-type endopeptidase inhibitor activity,endosome,intracellular membrane-bounded organelle,labyrinthine layer development,membrane,microtubule organizing center,midbody,negative regulation of apoptotic process,negative regulation of endopeptidase activity,negative regulation of extrinsic apoptotic signaling pathway,positive regulation of cell proliferation,protein binding,protein phosphorylation,protein ubiquitination,regulation of cell proliferation,regulation of cytokinesis,spindle pole,spongiotrophoblast layer development,trans-Golgi network,ubiquitin conjugating enzyme activity,ubiquitin-protein transferase activityA=0, T=118 A=0.0, T=1.0 0.00001 1893.93 118 A=0/0, T=53/65

chr19:53793042 A/A G A SNV BIRC8 BIRC8:exonic:NM_033341.4 1 100 1 missense NM_033341.4c.586C>T p.His196Tyr -0.48 83 0(COSM4000895)Inhibitor of Apoptosis domain,Zinc finger, C3HC4 type (RING finger)rs8109165 0.447 YES 5.03E-1 (pos.53793042) acute_myeloid_leukaemia apoptotic process,cysteine-type endopeptidase inhibitor activity involved in apoptotic process,cytoplasm,inhibition of cysteine-type endopeptidase activity involved in apoptotic process,metal ion binding,mitotic spindle assembly,nucleus,positive regulation of canonical Wnt signaling pathway,protein ubiquitination,ubiquitin-protein transferase activityG=0, A=26 G=0.0, A=1.0 0.00001 371.419 26 G=0/0, A=18/8

chr1:86818813 C/C T C SNV ODF2L ODF2L:intronic:NM_001007022.2 1 100 intronic NM_001007022.2c.1768-146A>Gp.? -0.34 rs272497 YES centrosome T=0, C=124 T=0.0, C=1.0 0.00001 2019.17 124 T=0/0, C=70/54

chr19:53793574 A/G A G SNV BIRC8 BIRC8:exonic:NM_033341.4 1 97.3 1 synonymous NM_033341.4c.54T>C p.(=) 1.51 Inhibitor of Apoptosis domain,Zinc finger, C3HC4 type (RING finger)rs2865248 0.4403 YES 5.067E-1 (pos.53793574) apoptotic process,cysteine-type endopeptidase inhibitor activity involved in apoptotic process,cytoplasm,inhibition of cysteine-type endopeptidase activity involved in apoptotic process,metal ion binding,mitotic spindle assembly,nucleus,positive regulation of canonical Wnt signaling pathway,protein ubiquitination,ubiquitin-protein transferase activityA=1, G=36 A=0.027, G=0.973 0.00001 551.74 37 A=1/0, G=16/20

chr13:103504517 C/C T C SNV

BIVM-

ERCC5,ERCC

5 ERCC5:exonic:NM_000123.3, BIVM-ERCC5:exonic:NM_001204425.1 1

100

2 synonymous NM_001204425.1, NM_000123.3c.1500T>C, c.138T>Cp.(=), p.(=) 0.1 0.73(COSM3753565),0.73(COSM5827344)XPG I-region,XPG N-terminal domainrs1047768 0.4134 YES 2.66E-1 (pos.103504517) adenocarcinoma,neoplasmExcision-repair, complementing defective, in Chinese hamster, number 5DNA replication factor A complex,DNA-directed RNA polymerase II, holoenzyme,UV protection,bubble DNA binding,double-stranded DNA binding,endodeoxyribonuclease activity,holo TFIIH complex,metal ion binding,negative regulation of apoptotic process,nucleoplasm,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,nucleus,protein N-terminus binding,protein binding,protein homodimerization activity,response to UV,response to UV-C,single-stranded DNA binding,transcription-coupled nucleotide-excision repairAbnormalities, Multiple;Agenesis of Corpus Callosum;Bone Diseases;Bone Diseases, Developmental;Cataract;Cockayne Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DNA Repair-Deficiency Disorders;Demyelinating Diseases;Dwarfism;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Lens Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Metabolic Diseases;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;Photosensitivity Disorders;Pigmentation Disorders;Precancerous Conditions;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Xeroderma PigmentosumBenign/Likely benignT=0, C=40 T=0.0, C=1.0 0.00001 644.286 40 T=0/0, C=17/23

chr13:103513944 G/G A G SNV

BIVM-

ERCC5,ERCC

5 ERCC5:exonic:NM_000123.3, BIVM-ERCC5:exonic:NM_001204425.1 1

100

7 missense NM_001204425.1, NM_000123.3c.2122A>G, c.760A>Gp.Met708Val, p.Met254Val 2.93 0.02, 0.0 21.0, 21.0 0.858, 0.858 0.94(COSM4984943)XPG I-region,XPG N-terminal domainrs1047769 0.0359 YES 4.625E-4 (pos.103513944)haemangioblastoma,rhabdomyosarcomaExcision-repair, complementing defective, in Chinese hamster, number 5DNA replication factor A complex,DNA-directed RNA polymerase II, holoenzyme,UV protection,bubble DNA binding,double-stranded DNA binding,endodeoxyribonuclease activity,holo TFIIH complex,metal ion binding,negative regulation of apoptotic process,nucleoplasm,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,nucleus,protein N-terminus binding,protein binding,protein homodimerization activity,response to UV,response to UV-C,single-stranded DNA binding,transcription-coupled nucleotide-excision repairAbnormalities, Multiple;Agenesis of Corpus Callosum;Bone Diseases;Bone Diseases, Developmental;Cataract;Cockayne Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DNA Repair-Deficiency Disorders;Demyelinating Diseases;Dwarfism;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Lens Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Metabolic Diseases;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;Photosensitivity Disorders;Pigmentation Disorders;Precancerous Conditions;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Xeroderma PigmentosumBenign/Likely benignA=0, G=62 A=0.0, G=1.0 0.00001 940.306 62 A=0/0, G=44/18

chr1:86939390 A/A G A SNV CLCA1 CLCA1:intronic:NM_001285.3 1 100 intronic NM_001285.3c.304-22G>Ap.? 0.92 Calcium-activated chloride channel N terminal,von Willebrand factor type A domainrs2180762 0.0337 YES 9.874E-1 (pos.86939390) Chloride channel accessory 1calcium ion transport,cellular response to hypoxia,chloride channel activity,chloride transmembrane transport,extracellular space,integral component of plasma membrane,intracellular calcium activated chloride channel activity,ion transmembrane transport,metal ion binding,metalloendopeptidase activity,microvillus,plasma membrane,proteolysis,transport,zymogen granule membraneG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=9/11

chr1:86959014 C/C T C SNV CLCA1 CLCA1:intronic:NM_001285.3 1 100 intronic NM_001285.3c.1465-53T>Cp.? -1.9 Calcium-activated chloride channel N terminal,von Willebrand factor type A domainrs2753346 YES Chloride channel accessory 1calcium ion transport,cellular response to hypoxia,chloride channel activity,chloride transmembrane transport,extracellular space,integral component of plasma membrane,intracellular calcium activated chloride channel activity,ion transmembrane transport,metal ion binding,metalloendopeptidase activity,microvillus,plasma membrane,proteolysis,transport,zymogen granule membraneT=0, C=49 T=0.0, C=1.0 0.00001 831.629 49 T=0/0, C=34/15

chr13:103527930 C/C G C SNV

BIVM-

ERCC5,ERCC

5 ERCC5:exonic:NM_000123.3, BIVM-ERCC5:exonic:NM_001204425.1 1

100

15 missense NM_001204425.1, NM_000123.3c.4600G>C, c.3238G>Cp.Gly1534Arg, p.Gly1080Arg -0.37 0.17, 0.16 125.0, 125.00.001, 0.0 XPG I-region,XPG N-terminal domainrs587778291,rs9514067 0 1.0;0.0 (pos.103527930) Excision-repair, complementing defective, in Chinese hamster, number 5DNA replication factor A complex,DNA-directed RNA polymerase II, holoenzyme,UV protection,bubble DNA binding,double-stranded DNA binding,endodeoxyribonuclease activity,holo TFIIH complex,metal ion binding,negative regulation of apoptotic process,nucleoplasm,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,nucleus,protein N-terminus binding,protein binding,protein homodimerization activity,response to UV,response to UV-C,single-stranded DNA binding,transcription-coupled nucleotide-excision repairAbnormalities, Multiple;Agenesis of Corpus Callosum;Bone Diseases;Bone Diseases, Developmental;Cataract;Cockayne Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DNA Repair-Deficiency Disorders;Demyelinating Diseases;Dwarfism;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Lens Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Metabolic Diseases;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;Photosensitivity Disorders;Pigmentation Disorders;Precancerous Conditions;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Xeroderma Pigmentosumnot provided G=0, C=29 G=0.0, C=1.0 0.00001 427.601 29 G=0/0, C=22/7

chr1:86964131 C/C CT C INDEL CLCA1 CLCA1:intronic:NM_001285.3 1 100 intronic NM_001285.3c.2114-124CT>Cp.? -0.05, 0.07 Calcium-activated chloride channel N terminal,von Willebrand factor type A domainrs11302985,rs200238737,rs201495161,rs751469028YES Chloride channel accessory 1calcium ion transport,cellular response to hypoxia,chloride channel activity,chloride transmembrane transport,extracellular space,integral component of plasma membrane,intracellular calcium activated chloride channel activity,ion transmembrane transport,metal ion binding,metalloendopeptidase activity,microvillus,plasma membrane,proteolysis,transport,zymogen granule membraneCT=0, C=31 CT=0.0, C=1.0 0.00001 465.391 31 CT=0/0, C=14/17

chr1:87549858 G/G A G SNV HS2ST1 HS2ST1:intronic:NM_012262.3 1 100 intronic NM_012262.3c.364-19A>Gp.? 0.27 Sulfotransferase familyrs2798675 0.0684 YES 9.958E-1 (pos.87549858) Heparan sulfate 2-O-sulfotransferase 1Golgi membrane,glycosaminoglycan biosynthetic process,heparan sulfate 2-O-sulfotransferase activity,integral component of membrane,membrane,sulfotransferase activityA=0, G=46 A=0.0, G=1.0 0.00001 768.306 46 A=0/0, G=10/36

chr1:87563668 A/A G A SNV HS2ST1 HS2ST1:intronic:NM_012262.3 1 100 intronic NM_012262.3c.686+50G>Ap.? -2.83 Sulfotransferase familyrs1199677 0.0352 YES 9.961E-1 (pos.87563668) Heparan sulfate 2-O-sulfotransferase 1Golgi membrane,glycosaminoglycan biosynthetic process,heparan sulfate 2-O-sulfotransferase activity,integral component of membrane,membrane,sulfotransferase activityG=0, A=65 G=0.0, A=1.0 0.00001 996.464 65 G=0/0, A=34/31

chr7:43810764 A/A G A SNV BLVRA BLVRA:exonic:NM_000712.3 1 100 2 missense NM_000712.3c.7G>A p.Ala3Thr -0.55 0.45 58 0 0.03(COSM5007698)Biliverdin reductase, catalytic,Oxidoreductase family, NAD-binding Rossmann foldrs699512 0.235 YES 6.939E-1 (pos.43810764) adenocarcinomaBiliverdin reductase Abiliverdin reductase activity,cytosol,extracellular exosome,heme catabolic process,oxidation-reduction process,oxidoreductase activity,protein binding,zinc ion bindingBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Digestive System DiseasesNADH G=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=5/16

chr4:81967188 T/T C T SNV BMP3 BMP3:exonic:NM_001201.3 1 100 2 missense NM_001201.3c.613C>T p.Leu205Phe -0.01 0.18 22 0.015 TGF-beta propeptide,Transforming growth factor beta like domainrs6831040 0 1.0 (pos.81967188) Bone morphogenetic protein-3BMP receptor binding,BMP signaling pathway,SMAD protein signal transduction,cartilage development,cell development,cell-cell signaling,cytokine activity,extracellular exosome,extracellular space,growth factor activity,osteoblast differentiation,positive regulation of pathway-restricted SMAD protein phosphorylation,receptor binding,regulation of MAPK cascade,regulation of apoptotic process,regulation of receptor activity,skeletal system development,transforming growth factor beta receptor bindingC=0, T=126 C=0.0, T=1.0 0.00001 2053.62 126 C=0/0, T=55/71

chr14:54417522 A/G A G SNV BMP4 BMP4:exonic:NM_130851.3 1 50 4 missense NM_130851.3c.455T>C p.Val152Ala 5.07 0.07 64 0.002 0.94(COSM3754009)TGF-beta propeptide,Transforming growth factor beta like domainrs17563 0.4517 YES 2.717E-1 (pos.54417522) adenocarcinoma,carcinomaBone morphogenetic protein-4BMP receptor binding,BMP signaling pathway,BMP signaling pathway involved in heart development,BMP signaling pathway involved in heart induction,BMP signaling pathway involved in nephric duct formation,BMP signaling pathway involved in renal system segmentation,BMP signaling pathway involved in ureter morphogenesis,SMAD protein signal transduction,activation of MAPKK activity,anterior/posterior axis specification,aortic valve morphogenesis,apoptotic process involved in endocardial cushion morphogenesis,blood vessel endothelial cell proliferation involved in sprouting angiogenesis,branching involved in prostate gland morphogenesis,branching involved in ureteric bud morphogenesis,branching morphogenesis of an epithelial tube,bronchus development,bud dilation involved in lung branching,bud elongation involved in lung branching,cardiac jelly development,cardiac muscle cell differentiation,cardiac right ventricle morphogenesis,cardiac septum development,cellular protein metabolic process,cellular response to BMP sACTH-Secreting Pituitary Adenoma;Adenoma;Arthritis;Arthritis, Psoriatic;Arthritis, Rheumatoid;Autoimmune Diseases;Avitaminosis;Bone Diseases;Brain Diseases;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Cleft Lip;Cleft Palate;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Deficiency Diseases;Digestive System Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Esophageal Diseases;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Foot Deformities;Foot Deformities, Congenital;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hypothalamic Diseases;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Benign/Likely benignA=13, G=13 A=0.5, G=0.5 0.00001 119.158 26 A=3/10, G=5/8

chr1:89427252 A/A G A SNV KYAT3 KYAT3:intronic:NM_001008661.2 1 100 intronic NM_001008661.2c.541-63C>Tp.? 0.24 Aminotransferase class I and IIrs10922530 YES 2-oxoglutarate metabolic process,L-kynurenine metabolic process,RNA binding,biosynthetic process,cellular amino acid metabolic process,cysteine-S-conjugate beta-lyase activity,kynurenine aminotransferase activity,kynurenine metabolic process,kynurenine-glyoxylate transaminase activity,kynurenine-oxoglutarate transaminase activity,mitochondrion,protein homodimerization activity,pyridoxal phosphate bindingG=0, A=27 G=0.0, A=1.0 0.00001 389.987 27 G=0/0, A=7/20

chr1:89475229 TG/TG T TG INDEL GBP3 GBP3:intronic:NM_018284.2 1 100 intronic NM_018284.2c.1363-52A>CAp.? 0.17 Guanylate-binding protein, C-terminal domain,Guanylate-binding protein, N-terminal domain Guanylate-binding protein 3GTP binding,GTPase activity,Golgi membrane,defense response to virus,membrane,perinuclear region of cytoplasm,protein bindingT=0, TG=60 T=0.0, TG=1.0 0.00001 598.447 60 T=0/0, TG=25/35

chr7:34192762 C/C G C SNV BMPER BMPER:exonic:NM_133468.4 1 100 16 synonymous NM_133468.4c.1935G>C p.(=) -0.24 0.05(COSM4162182)C8 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs6968741 0.0623 YES 9.997E-1;0.0 (pos.34192762)neoplasm BMP binding endothelial regulatorblood vessel endothelial cell proliferation involved in sprouting angiogenesis,endothelial cell activation,extracellular space,inner ear development,negative regulation of BMP signaling pathway,positive regulation of ERK1 and ERK2 cascade,regulation of endothelial cell migration,regulation of pathway-restricted SMAD protein phosphorylation,ureteric bud developmentAlzheimer Disease;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dementia;Dysostoses;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Opioid-Related Disorders;Substance-Related Disorders;TauopathiesBenign G=0, C=46 G=0.0, C=1.0 0.00001 767.05 46 G=0/0, C=24/22

chr1:151019180 G/G A G SNV BNIPL BNIPL:utr_3:NM_138278.3 1 100 10 utr_3 NM_138278.3c.1091A>G p.? -0.57 Bcl2-/adenovirus E1B nineteen kDa-interacting protein 2,CRAL/TRIO domain,Divergent CRAL/TRIO domainrs6587553 0.1915 YES 9.244E-1 (pos.151019180) BCL2/adenovirus E1B 19kD protein-interacting protein 2-likeapoptotic process,cytosol,identical protein binding,negative regulation of cell proliferation,nucleus,protein binding,regulation of growth rateA=0, G=39 A=0.0, G=1.0 0.00001 601.536 39 A=0/0, G=17/22

chr1:900285 CA/TG CA TG MNV KLHL17 KLHL17:intronic:NM_198317.2 2 53.33 intronic NM_198317.2c.1701-58CA>TGp.? -1.34, -0.32 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs202081469,rs4970434,rs4970435,rs71490530YES Cul3-RING ubiquitin ligase complex,POZ domain binding,actin cytoskeleton,actin cytoskeleton organization,actin filament binding,brain development,cell junction,dendrite cytoplasm,extracellular space,neuronal cell body,postsynaptic density,postsynaptic membrane,protein complex scaffold activity,protein ubiquitination,ubiquitin-protein transferase activityCA=21, TG=24CA=0.4667, TG=0.5333 0.00001 276.154 45 CA=14/7, TG=15/9

chr3:112998268 G/A G A SNV BOC BOC:exonic:NM_033254.3 1 50 12 synonymous NM_033254.3c.1986G>A p.(=) -1.42 0.11(COSM3759617)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Unstructured linking region I-set and fnIII on Brother of CDOrs2650100 0.1743 YES 1.447E-1 (pos.112998268)acute_myeloid_leukaemia,adenocarcinomaaxon guidance,axonal growth cone,cell adhesion,integral component of plasma membrane,plasma membrane,positive regulation of muscle cell differentiation,positive regulation of myoblast differentiation,protein binding,smoothened signaling pathwayG=11, A=11 G=0.5, A=0.5 0.00001 94.6061 22 G=10/1, A=8/3

chr12:12618715 C/C T C SNV BORCS5 BORCS5:utr_3:NM_058169.5 1 100 4 utr_3 NM_058169.5c.596T>C p.? -2 Tumour suppressor proteinrs967648 6.00E-04 YES 1.0 (pos.12618715) BLOC1-related complex, subunit 5BORC complex,cytoplasmic side of lysosomal membrane,intrinsic component of membrane,lysosome localization,organelle transport along microtubule,plus-end kinesin complex,protein bindingT=0, C=29 T=0.0, C=1.0 0.00001 420.188 29 T=0/0, C=12/17

chr20:36952342 C/T C T SNV BPI BPI:exonic:NM_001725.2 1 50 8 missense NM_001725.2c.839C>T p.Ala280Val 0.52 0.01 64 0.005 0.01(COSM4418444)LBP / BPI / CETP family, C-terminal domain,LBP / BPI / CETP family, N-terminal domainrs5741804 0.0451 YES 2.447E-1 (pos.36952342) acute_myeloid_leukaemiaBactericidal/permeability-increasing proteinantimicrobial humoral response,azurophil granule lumen,defense response to Gram-negative bacterium,extracellular exosome,extracellular region,immune response,integral component of membrane,integral component of plasma membrane,lipopolysaccharide binding,negative regulation of interleukin-6 production,negative regulation of interleukin-8 production,negative regulation of macrophage activation,negative regulation of tumor necrosis factor production,neutrophil degranulation,specific granule lumenDi-Stearoyl-3-Sn-PhosphatidylcholineC=23, T=23 C=0.5, T=0.5 0.00001 258.607 46 C=9/14, T=18/5

chr1:91728202 C/C T C SNV HFM1 HFM1:intronic:NM_001017975.4 1 100 intronic NM_001017975.4c.3975-53A>Gp.? -0.69 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Sec63 Brl domain,Type III restriction enzyme, res subunitrs555432 Hfm1, ATP-dependent DNA helicase, S. cerevisiae, homolog ofATP binding,ATP-dependent RNA helicase activity,RNA secondary structure unwinding,cytoplasm,nucleic acid binding,nucleolus,resolution of meiotic recombination intermediatesT=0, C=43 T=0.0, C=1.0 0.00001 705.842 43 T=0/0, C=16/27

chr1:91739208 T/T C T SNV HFM1 HFM1:intronic:NM_001017975.4 1 100 intronic NM_001017975.4c.3772+61G>Ap.? 0.89 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Sec63 Brl domain,Type III restriction enzyme, res subunitrs281964 Hfm1, ATP-dependent DNA helicase, S. cerevisiae, homolog ofATP binding,ATP-dependent RNA helicase activity,RNA secondary structure unwinding,cytoplasm,nucleic acid binding,nucleolus,resolution of meiotic recombination intermediatesC=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=15/12

chr1:91781304 T/C T C SNV HFM1 HFM1:intronic:NM_001017975.4 1 96.67 intronic NM_001017975.4c.3140+68A>Gp.? -0.04 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Sec63 Brl domain,Type III restriction enzyme, res subunitrs113665292,rs281991 Hfm1, ATP-dependent DNA helicase, S. cerevisiae, homolog ofATP binding,ATP-dependent RNA helicase activity,RNA secondary structure unwinding,cytoplasm,nucleic acid binding,nucleolus,resolution of meiotic recombination intermediatesT=1, C=29 T=0.0333, C=0.9667 0.00001 410.682 30 T=1/0, C=19/10

chr1:91846374 A/A C A SNV HFM1 HFM1:intronic:NM_001017975.4 1 100 intronic NM_001017975.4c.873+95G>Tp.? -0.73 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Sec63 Brl domain,Type III restriction enzyme, res subunitrs282033 Hfm1, ATP-dependent DNA helicase, S. cerevisiae, homolog ofATP binding,ATP-dependent RNA helicase activity,RNA secondary structure unwinding,cytoplasm,nucleic acid binding,nucleolus,resolution of meiotic recombination intermediatesC=0, A=54 C=0.0, A=1.0 0.00001 798.094 54 C=0/0, A=28/26



chr20:31876681 A/G A G SNV BPIFB1 BPIFB1:exonic:NM_033197.2 1 45.83 3 missense NM_033197.2c.250A>G p.Ile84Val 0.79 0.17 29 0.016 0.05(COSM443660)LBP / BPI / CETP family, C-terminal domain,LBP / BPI / CETP family, N-terminal domainrs1078761 0.2881 YES 2.306E-1;0.0 (pos.31876681)adenocarcinoma,neoplasm antimicrobial humoral response,extracellular exosome,extracellular region,innate immune response in mucosa,lipid binding,molecular_function,negative regulation of toll-like receptor 4 signaling pathwayA=13, G=11 A=0.5417, G=0.4583 0.00001 93.4231 24 A=5/8, G=2/9

chr20:31622083 G/A G A SNV BPIFB6 BPIFB6:exonic:NM_174897.2 1 52.38 3 missense NM_174897.2c.289G>A p.Val97Ile 2.18 1 29 0.001 0.03(COSM3758517)LBP / BPI / CETP family, C-terminal domain,LBP / BPI / CETP family, N-terminal domainrs2070317 0.4897 YES 8.102E-1 (pos.31622083) adenocarcinomaBPI fold-containing protein, family B, member 6extracellular region,lipid binding G=20, A=22 G=0.4762, A=0.5238 0.00001 245.205 42 G=13/7, A=7/15

chr7:140449150 C/C T C SNV BRAF BRAF:exonic:NM_004333.4 1 100 16 synonymous NM_004333.4c.1929A>G p.(=) 1.5 0.54(COSM4161857)Kinase-like,Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase domain,Protein tyrosine kinase,Raf-like Ras-binding domainrs9648696 0.1463 YES 1.812E-1 (pos.140449150)Wilms_tumour,adenocarcinoma,haemangioblastoma,malignant_melanoma,neoplasmMurine sarcoma viral (v-raf) oncogene homolog B1ATP binding,CD4-positive or CD8-positive, alpha-beta T cell lineage commitment,CD4-positive, alpha-beta T cell differentiation,MAP kinase kinase kinase activity,MAPK cascade,T cell receptor signaling pathway,activation of MAPKK activity,animal organ morphogenesis,calcium ion binding,cell body,cell differentiation,cellular response to calcium ion,cellular response to drug,cellular response to nerve growth factor stimulus,cytosol,establishment of protein localization to membrane,face development,glucose transport,head morphogenesis,identical protein binding,intracellular,intracellular membrane-bounded organelle,long-term synaptic potentiation,mitochondrion,mitogen-activated protein kinase kinase binding,myeloid progenitor cell differentiation,negative regulation of apoptotic process,negative regulation of endothelial cell apoptotic process,negative regulation of fibroblast migration,negative regulation of neuron apoptotic process,negative regulation of signal transduction,negative regulation of synaptic vesicleAbnormalities, Multiple;Adenocarcinoma;Adenocarcinoma, Follicular;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Ameloblastoma;Astrocytoma;Bone Diseases;Bone Neoplasms;Bronchial Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Costello Syndrome;Craniofacial Abnormalities;Craniopharyngioma;Digestive System Diseases;Digestive System Neoplasms;Ectodermal Dysplasia;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Glioma;Gonadal Disorders;Head and Neck Neoplasms;Heart Defects, Congenital;Hear(1E)-5-(1-piperidin-4-yl-3-pyridin-4-yl-1H-pyrazol-4-yl)-2,3-dihydro-1H-inden-1-one oxime,Dabrafenib,N-{2,4-difluoro-3-(5-pyridin-3-yl-1H-pyrrolo2,3-bpyridin-3-yl)carbonylphenyl}ethanesulfonamide,N-{3-(5-chloro-1H-pyrrolo2,3-bpyridin-3-yl)carbonyl-2,4-difluorophenyl}propane-1-sulfonamide,Regorafenib,Sorafenib,Vemurafenib,XL281Benign T=0, C=136 T=0.0, C=1.0 0.00001 2258.68 136 T=0/0, C=71/65

chr1:92447004 G/G A G SNV BRDT BRDT:intronic:NM_001242806.2 1 100 intronic NM_001242806.2c.1876+66A>Gp.? -1.04 Bromodomain,Bromodomain extra-terminal - transcription regulation,C-terminal domain of bromodomain protein 4rs10875104 YES Bromodomain, testis-specificRNA splicing,cell differentiation,chromatin remodeling,covalent chromatin modification,histone binding,histone displacement,lysine-acetylated histone binding,mRNA processing,male meiosis I,male meiotic nuclear division,nucleus,positive regulation of transcription involved in meiotic cell cycle,regulation of RNA splicing,regulation of transcription, DNA-templated,spermatogenesis,transcription coactivator activity,transcription, DNA-templatedA=0, G=32 A=0.0, G=1.0 0.00001 485.14 32 A=0/0, G=11/21

chr13:32890572 A/A G A SNV BRCA2 BRCA2:utr_5:NM_000059.3 1 100 2 utr_5 NM_000059.3c.-26G>A p.? 0.5 BRCA2 repeat,BRCA2, helical,BRCA2, oligonucleotide/oligosaccharide-binding, domain 1,BRCA2, oligonucleotide/oligosaccharide-binding, domain 3,Towerrs1064795074,rs17999430.2633 YES 3.805E-1 (pos.32890572) BRCA2 gene BRCA2-MAGE-D1 complex,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,DNA synthesis involved in DNA repair,H3 histone acetyltransferase activity,H4 histone acetyltransferase activity,brain development,cell aging,centrosome,centrosome duplication,cytokinesis,cytosol,double-strand break repair,double-strand break repair via homologous recombination,establishment of protein localization to telomere,female gonad development,gamma-tubulin binding,hemopoiesis,histone H3 acetylation,histone H4 acetylation,histone acetyltransferase activity,identical protein binding,inner cell mass cell proliferation,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,lateral element,male meiosis I,mitotic recombination-dependent replication fork processing,negative regulation of mammary gland epithelial cell proliferation,nuclear chromosome, telomeric region,nucleoplasm,nucleotide-excision repair,nucleus,oocyte maturation,positive regulACMG Recommendations...;Adnexal Diseases;Anemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Bone Marrow Diseases;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Dwarfism;Dwarfism, Pituitary;Endocrine Gland Neoplasms;Endocrine System Diseases;Fanconi Anemia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Glioma;Gonadal Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Hereditary Breast and Ovarian Cancer Syndrome;Hypopituitarism;Hypothalamic Diseases;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Medulloblastoma;Metabolic Diseases;Musculoskeletal DBenign G=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=11/9

chr13:32915005 C/C G C SNV BRCA2 BRCA2:exonic:NM_000059.3 1 100 11 synonymous NM_000059.3c.6513G>C p.(=) -0.88 0.02(COSM4147689),0.02(COSM4147690)BRCA2 repeat,BRCA2, helical,BRCA2, oligonucleotide/oligosaccharide-binding, domain 1,BRCA2, oligonucleotide/oligosaccharide-binding, domain 3,Towerrs1064794089,rs206076,rs8860406626.00E-04 9.999E-1;0.0 (pos.32915005)neoplasm BRCA2 gene BRCA2-MAGE-D1 complex,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,DNA synthesis involved in DNA repair,H3 histone acetyltransferase activity,H4 histone acetyltransferase activity,brain development,cell aging,centrosome,centrosome duplication,cytokinesis,cytosol,double-strand break repair,double-strand break repair via homologous recombination,establishment of protein localization to telomere,female gonad development,gamma-tubulin binding,hemopoiesis,histone H3 acetylation,histone H4 acetylation,histone acetyltransferase activity,identical protein binding,inner cell mass cell proliferation,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,lateral element,male meiosis I,mitotic recombination-dependent replication fork processing,negative regulation of mammary gland epithelial cell proliferation,nuclear chromosome, telomeric region,nucleoplasm,nucleotide-excision repair,nucleus,oocyte maturation,positive regulACMG Recommendations...;Adnexal Diseases;Anemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Bone Marrow Diseases;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Dwarfism;Dwarfism, Pituitary;Endocrine Gland Neoplasms;Endocrine System Diseases;Fanconi Anemia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Glioma;Gonadal Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Hereditary Breast and Ovarian Cancer Syndrome;Hypopituitarism;Hypothalamic Diseases;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Medulloblastoma;Metabolic Diseases;Musculoskeletal DBenign G=0, C=38 G=0.0, C=1.0 0.00001 603.751 38 G=0/0, C=23/15

chr1:92755943 A/A G A SNV GLMN GLMN:intronic:NM_053274.2 1 100 intronic NM_053274.2c.286-80C>Tp.? 1.25 Uncharacterised protein family, YAP/Alf4/glomulinrs3103178 YES Cul2-RING ubiquitin ligase complex,Cul3-RING ubiquitin ligase complex,Cul4A-RING E3 ubiquitin ligase complex,cullin-RING ubiquitin ligase complex,cytoplasm,hepatocyte growth factor receptor binding,intracellular,muscle cell differentiation,negative regulation of T cell proliferation,negative regulation of protein ubiquitination,neural tube closure,positive regulation of cytokine secretion,positive regulation of interleukin-2 biosynthetic process,positive regulation of phosphorylation,protein binding,regulation of gene expression, epigenetic,regulation of proteasomal ubiquitin-dependent protein catabolic process,ubiquitin protein ligase binding,ubiquitin-protein transferase inhibitor activity,vasculogenesisGlomus Tumor;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neoplasms, Vascular Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Paraganglioma;Paraganglioma, Extra-AdrenalG=0, A=125 G=0.0, A=1.0 0.00001 2033.96 125 G=0/0, A=77/48

chr1:92765848 T/T A T SNV RPAP2 RPAP2:intronic:NM_024813.2 1 100 intronic NM_024813.2c.119+52A>Tp.? 2.27 Rtr1/RPAP2 familyrs1542685 0.4448 YES 9.711E-1 (pos.92765848) RNA polymerase II-associated protein 2CTD phosphatase activity,DNA-directed RNA polymerase II, holoenzyme,cytoplasm,cytosol,dephosphorylation of RNA polymerase II C-terminal domain,metal ion binding,nucleolus,nucleoplasm,nucleus,protein binding,protein serine/threonine phosphatase activity,snRNA transcription,snRNA transcription from RNA polymerase II promoterA=0, T=30 A=0.0, T=1.0 0.00001 446.639 30 A=0/0, T=13/17

chr13:32929231 CG/CG C CG INDEL BRCA2 BRCA2:exonic:NM_000059.3 1 100 14 frameshiftInsertion NM_000059.3c.7241_7242insGp.His2415fs 3.19 BRCA2 repeat,BRCA2, helical,BRCA2, oligonucleotide/oligosaccharide-binding, domain 1,BRCA2, oligonucleotide/oligosaccharide-binding, domain 3,Towerrs80358951 endometrioid_carcinomaBRCA2 gene BRCA2-MAGE-D1 complex,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,DNA synthesis involved in DNA repair,H3 histone acetyltransferase activity,H4 histone acetyltransferase activity,brain development,cell aging,centrosome,centrosome duplication,cytokinesis,cytosol,double-strand break repair,double-strand break repair via homologous recombination,establishment of protein localization to telomere,female gonad development,gamma-tubulin binding,hemopoiesis,histone H3 acetylation,histone H4 acetylation,histone acetyltransferase activity,identical protein binding,inner cell mass cell proliferation,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,lateral element,male meiosis I,mitotic recombination-dependent replication fork processing,negative regulation of mammary gland epithelial cell proliferation,nuclear chromosome, telomeric region,nucleoplasm,nucleotide-excision repair,nucleus,oocyte maturation,positive regulACMG Recommendations...;Adnexal Diseases;Anemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Bone Marrow Diseases;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Dwarfism;Dwarfism, Pituitary;Endocrine Gland Neoplasms;Endocrine System Diseases;Fanconi Anemia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Glioma;Gonadal Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Hereditary Breast and Ovarian Cancer Syndrome;Hypopituitarism;Hypothalamic Diseases;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Medulloblastoma;Metabolic Diseases;Musculoskeletal DC=0, CG=22 C=0.0, CG=1.0 0.00001 250.196 22 C=0/0, CG=9/13

chr5:891839 C/G C G SNV BRD9 BRD9:exonic:NM_023924.4 1 59.18 2 missense NM_023924.4c.183G>C p.Glu61Asp 0.33 0.28 45 0.997 Bromodomain,Domain of unknown function (DUF3512)rs199607133 3.00E-04 0.0 (pos.891839) biological_process,cellular_component,covalent chromatin modification,lysine-acetylated histone binding,nucleic acid binding,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Sezary SyndromeC=20, G=29 C=0.4082, G=0.5918 0.00001 360.518 49 C=16/4, G=22/7

chr1:93576302 G/G T G SNV MTF2 MTF2:intronic:NM_007358.3 1 100 intronic NM_007358.3c.286+119T>Gp.? -0.39 PHD-finger,Polycomb-like MTF2 factor 2rs494745 Metal-regulatory transcription factor 2ESC/E(Z) complex,RNA polymerase II regulatory region sequence-specific DNA binding,cellular response to leukemia inhibitory factor,covalent chromatin modification,cytoplasm,metal ion binding,methylated histone binding,negative regulation of gene expression, epigenetic,negative regulation of histone H3-K27 methylation,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of histone H3-K27 methylation,positive regulation of transcription from RNA polymerase II promoter,segment specification,stem cell differentiation,stem cell population maintenanceT=0, G=45 T=0.0, G=1.0 0.00001 746.536 45 T=0/0, G=29/16

chr1:93621571 C/A C A SNV TMED5 TMED5:intronic:NM_016040.4 1 58.33 intronic NM_016040.4c.471+286G>Tp.? -2.3 emp24/gp25L/p24 family/GOLDrs142621868 0.0 (pos.93621571) Transmembrane p24 trafficking protein 5Golgi apparatus,Golgi ribbon formation,cis-Golgi network,endoplasmic reticulum exit site,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,protein binding,protein transport,transportNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesC=15, A=21 C=0.4167, A=0.5833 0.00001 234.325 36 C=13/2, A=10/11

chr5:870619 A/G A G SNV BRD9 BRD9:exonic:NM_023924.4 1 57.14 14 synonymous NM_023924.4c.1494T>C p.(=) 1.26 Bromodomain,Domain of unknown function (DUF3512)rs1051630 0.0563 YES 1.503E-3 (pos.870619) biological_process,cellular_component,covalent chromatin modification,lysine-acetylated histone binding,nucleic acid binding,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Sezary SyndromeA=9, G=12 A=0.4286, G=0.5714 0.00001 109.539 21 A=4/5, G=9/3

chr1:92428495 A/A C A SNV BRDT BRDT:exonic:NM_001242806.2 1 100 2 missense NM_001242806.2c.184C>A p.Gln62Lys 1.07 0.49 53 0 0.01(COSM4417547)Bromodomain,Bromodomain extra-terminal - transcription regulation,C-terminal domain of bromodomain protein 4rs10783071 0.0586 YES 6.033E-1 (pos.92428495) acute_myeloid_leukaemiaBromodomain, testis-specificRNA splicing,cell differentiation,chromatin remodeling,covalent chromatin modification,histone binding,histone displacement,lysine-acetylated histone binding,mRNA processing,male meiosis I,male meiotic nuclear division,nucleus,positive regulation of transcription involved in meiotic cell cycle,regulation of RNA splicing,regulation of transcription, DNA-templated,spermatogenesis,transcription coactivator activity,transcription, DNA-templatedC=0, A=30 C=0.0, A=1.0 0.00001 446.639 30 C=0/0, A=16/14

chr1:92457843 T/T C T SNV BRDT BRDT:exonic:NM_001242806.2 1 100 14 missense NM_001242806.2c.2099C>T p.Pro700Leu -0.91 0.67 98 0 Bromodomain,Bromodomain extra-terminal - transcription regulation,C-terminal domain of bromodomain protein 4rs10747493 0.1445 YES 6.111E-1 (pos.92457843) Bromodomain, testis-specificRNA splicing,cell differentiation,chromatin remodeling,covalent chromatin modification,histone binding,histone displacement,lysine-acetylated histone binding,mRNA processing,male meiosis I,male meiotic nuclear division,nucleus,positive regulation of transcription involved in meiotic cell cycle,regulation of RNA splicing,regulation of transcription, DNA-templated,spermatogenesis,transcription coactivator activity,transcription, DNA-templatedC=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=7/18

chr14:105716377 C/T C T SNV BRF1,BTBD6 BRF1:intronic:NM_001519.3, BTBD6:exonic:NM_033271.2 1
50

5 synonymous NM_001519.3, NM_033271.2c.544+2467G>A, c.826C>Tp.?, p.(=) -0.1 BTB And C-terminal Kelch,BTB/POZ domain,Brf1-like TBP-binding domain,PHR domain,TFIIB zinc-binding,Transcription factor TFIIB repeatrs45452103 0.0253 YES 1.169E-4 (pos.105716377) BRF1, S. cerevisiae, homolog of (TATA box-binding protein-associated factor 3C),Zinc finger protein 36, C3H type-like 1 (butyrate response factor 1; EGF-response factor 1)DNA-templated transcriptional preinitiation complex assembly,P-body,SCF ubiquitin ligase complex,TBP-class protein binding,TFIIIB-type transcription factor activity,cytosol,metal ion binding,neurogenesis,nucleoplasm,positive regulation of transcription from RNA polymerase III promoter,post-translational protein modification,proteasome-mediated ubiquitin-dependent protein catabolic process,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,rRNA transcription,regulation of proteolysis,regulation of transcription from RNA polymerase III promoter,tRNA transcription,transcription factor TFIIIB complex,transcription from RNA polymerase III promoter,transcription initiation from RNA polymerase III promoter,ubiquitin protein ligase bindingC=13, T=13 C=0.5, T=0.5 0.00001 117.747 26 C=1/12, T=5/8

chr11:66105194 A/A G A SNV BRMS1 BRMS1:exonic:NM_001024957.1 1 100 10 missense NM_001024957.1c.818C>T p.Ala273Val -0.95 0.33 64 0 0.02(COSM3720988)Sds3-like rs1052566 0.2984 YES 3.732E-1 (pos.66105194) adenocarcinoma,carcinoma,squamous_cell_carcinomaBreast cancer metastasis suppressor 1 G=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=11/9

chr11:66107674 G/G A G SNV BRMS1 BRMS1:exonic:NM_001024957.1 1 100 7 synonymous NM_001024957.1c.546T>C p.(=) 0.07 Sds3-like rs1784035 0.0012 1.0 (pos.66107674) Breast cancer metastasis suppressor 1 A=0, G=37 A=0.0, G=1.0 0.00001 583.693 37 A=0/0, G=26/11

chr1:94980671 G/G C G SNV ABCD3 ABCD3:intronic:NM_002858.3 1 100 intronic NM_002858.3c.1846-31C>Gp.? -0.84 ABC transporter,ABC transporter transmembrane region 2rs3118109 0 1.0 (pos.94980671) ATP-binding cassette, subfamily D, member 3 (peroxisomal membrane protein 1, 70kD)ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,cytosol,fatty acid beta-oxidation,fatty acid biosynthetic process,integral component of membrane,intracellular membrane-bounded organelle,long-chain fatty acid transporter activity,membrane,mitochondrial inner membrane,peroxisomal long-chain fatty acid import,peroxisomal matrix,peroxisomal membrane,peroxisome,peroxisome organization,protein binding,protein homodimerization activity,protein self-association,response to drug,response to organic cyclic compound,transmembrane transport,very long-chain fatty acid catabolic processAbnormalities, Multiple;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nutritional and Metabolic Diseases;Peroxisomal Disorders;Rectal Diseases;Urologic Diseases;Zellweger SyndromeC=0, G=79 C=0.0, G=1.0 0.00001 1269.26 79 C=0/0, G=42/37

chr1:95305440 G/G A G SNV SLC44A3 SLC44A3:intronic:NM_001114106.2 1 100 intronic NM_001114106.2c.671-64A>Gp.? -0.92 Plasma-membrane choline transporterrs859120 YES choline transmembrane transporter activity,choline transport,integral component of membrane,phosphatidylcholine biosynthetic process,plasma membrane,protein binding,transmembrane transportCholine A=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=20/10

chr21:40571246 G/G A G SNV BRWD1 BRWD1:exonic:NM_018963.4 1 100 40 missense NM_018963.4c.5096T>C p.Leu1699Pro -1.37 0.54 98 0 0.01(COSM6352799),0.01(COSM6352800)Bromodomain,WD domain, G-beta repeatrs1041439 0.0655 YES 6.113E-1 (pos.40571246) carcinoma chromatin organization,cytoskeleton organization,cytosol,interleukin-7-mediated signaling pathway,molecular_function,nucleolus,nucleoplasm,nucleus,regulation of cell shape,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedAbnormalities, Multiple;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Embolism and Thrombosis;Genetic Diseases, Inborn;Genital Diseases, Male;Infertility;Infertility, Male;Intellectual Disability;Male Urogenital Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Oligospermia;Thromboembolism;Vascular Diseases;Venous ThromboembolismA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=9/12

chr1:9658465 G/G T G SNV TMEM201 TMEM201:intronic:NM_001130924.2 1 100 intronic NM_001130924.2c.430-42T>Gp.? -1.36 Ima1 N-terminal domain,Protein of unknown function C-terminus (DUF2448)rs9430181 0.1797 YES 7.235E-1 (pos.9658465) actin filament binding,centrosome localization,cortical endoplasmic reticulum,cytoplasm,fibroblast migration,integral component of nuclear inner membrane,lamin binding,nuclear envelope,nuclear envelope organization,nuclear migration,protein binding,protein localization to nuclear envelope,spindle pole,spindle pole centrosomeT=0, G=28 T=0.0, G=1.0 0.00001 408.718 28 T=0/0, G=7/21

chr21:40574305 G/G A G SNV BRWD1 BRWD1:exonic:NM_018963.4 1 100 38 missense NM_018963.4c.4531T>C p.Ser1511Pro 1.87 0 74 0.984 0.92(COSM5427627),0.92(COSM5427628)Bromodomain,WD domain, G-beta repeatrs2183573 0.4094 YES 5.782E-1 (pos.40574305) acute_myeloid_leukaemia,carcinomachromatin organization,cytoskeleton organization,cytosol,interleukin-7-mediated signaling pathway,molecular_function,nucleolus,nucleoplasm,nucleus,regulation of cell shape,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedAbnormalities, Multiple;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Embolism and Thrombosis;Genetic Diseases, Inborn;Genital Diseases, Male;Infertility;Infertility, Male;Intellectual Disability;Male Urogenital Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Oligospermia;Thromboembolism;Vascular Diseases;Venous ThromboembolismA=0, G=46 A=0.0, G=1.0 0.00001 765.975 46 A=0/0, G=20/26

chr1:987200 T/T C T SNV AGRN AGRN:intronic:NM_198576.3 1 100 intronic NM_198576.3c.5651+5C>Tp.? -0.94 Agrin NtA domain,EGF-like domain,Kazal-type serine protease inhibitor domain,Laminin EGF domain,Laminin G domain,SEA domainrs9803031 0.09 YES 9.968E-1 (pos.987200) Agrin G-protein coupled acetylcholine receptor signaling pathway,Golgi lumen,basal lamina,calcium ion binding,cell junction,chondroitin sulfate binding,clustering of voltage-gated sodium channels,cytoskeleton organization,cytosol,dystroglycan binding,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,heparan sulfate proteoglycan binding,integral component of membrane,laminin binding,lysosomal lumen,plasma membrane,positive regulation of GTPase activity,positive regulation of filopodium assembly,positive regulation of synaptic growth at neuromuscular junction,positive regulation of transcription from RNA polymerase II promoter,protein binding,receptor clustering,retinoid metabolic process,sialic acid binding,signal transduction,structural constituent of cytoskeleton,synapse,synapse organizationCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Myasthenic Syndromes, Congenital;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neuromuscular Diseases;Neuromuscular Junction DiseasesBenign C=0, T=26 C=0.0, T=1.0 0.00001 371.205 26 C=0/0, T=15/11

chr21:40670460 G/C G C SNV BRWD1 BRWD1:exonic:NM_018963.4 1 97.06 5 missense NM_018963.4c.247C>G p.Gln83Glu 3.5 0.52 29 0.003 0.92(COSM4002021),0.92(COSM4002022)Bromodomain,WD domain, G-beta repeatrs2056844 0.4592 YES 4.402E-1;0.0 (pos.40670460)acute_myeloid_leukaemia,ductal_carcinomachromatin organization,cytoskeleton organization,cytosol,interleukin-7-mediated signaling pathway,molecular_function,nucleolus,nucleoplasm,nucleus,regulation of cell shape,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedAbnormalities, Multiple;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Embolism and Thrombosis;Genetic Diseases, Inborn;Genital Diseases, Male;Infertility;Infertility, Male;Intellectual Disability;Male Urogenital Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Oligospermia;Thromboembolism;Vascular Diseases;Venous ThromboembolismG=1, C=33 G=0.0294, C=0.9706 0.00001 492.932 34 G=1/0, C=18/15

chr3:49690199 A/A G A SNV BSN BSN:exonic:NM_003458.3 1 100 5 synonymous NM_003458.3c.3210G>A p.(=) -9.43 Piccolo Zn-fingerrs4855885 0.1823 YES 9.953E-1 (pos.49690199) Bassoon, mouse, homolog ofaxon,cell junction,cell surface,chemical synaptic transmission,cytoskeleton of presynaptic active zone,dendrite,excitatory synapse,metal ion binding,neuron projection terminus,nucleus,postsynaptic density,presynapse to nucleus signaling pathway,presynaptic active zone,protein localization to synapse,synapse assemblyCardiovascular Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Heart Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesG=0, A=25 G=0.0, A=1.0 0.00001 352.734 25 G=0/0, A=13/12

chr10:101372410 AC/AC A AC INDEL SLC25A28 SLC25A28:intronic:NM_031212.3 1 100 intronic NM_031212.3c.521-54T>GTp.? -0.07 Mitochondrial carrier protein Solute carrier family 25 (mitochondrial carrier), member 28integral component of membrane,iron ion homeostasis,iron ion transmembrane transport,iron ion transmembrane transporter activity,mitochondrial inner membrane,mitochondrial iron ion transport,mitochondrial transport,transportA=0, AC=40 A=0.0, AC=1.0 0.00001 509.073 40 A=0/0, AC=10/30

chr10:101980459 G/G A G SNV CHUK CHUK:intronic:NM_001278.4 1 100 intronic NM_001278.4c.386-26T>Cp.? -0.13 I-kappa-kinase-beta NEMO binding domain,Protein kinase domain,Protein tyrosine kinasers986266 3.00E-04 9.999E-1 (pos.101980459) Conserved helix-loop-helix ubiquitous kinaseATP binding,CD40 receptor complex,Fc-epsilon receptor signaling pathway,I-kappaB kinase/NF-kappaB signaling,I-kappaB phosphorylation,IkappaB kinase activity,IkappaB kinase complex,MyD88-independent toll-like receptor signaling pathway,NIK/NF-kappaB signaling,Rho protein signal transduction,T cell receptor signaling pathway,TRIF-dependent toll-like receptor signaling pathway,anatomical structure morphogenesis,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cellular response to cadmium ion,cellular response to reactive oxygen species,cellular response to tumor necrosis factor,cellular response to virus,cytoplasm,cytoplasmic side of plasma membrane,cytosol,immune response,inflammatory response,innate immune response,intracellular membrane-bounded organelle,negative regulation of NF-kappaB transcription factor activity,nucleoplasm,nucleotide-binding oligomerization domain containing signaling pathway,peptidyl-serine phosphorylation,positive regulation of I-kappaB kiAutoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Jaw Abnormalities;Jaw Diseases;Kidney Diseases;Limb Deformities, Congenital;Male Urogenital Diseases;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nephritis;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Urologic DiseasesAcetylcysteine,Aminosalicylic Acid,Mesalazine,SulfasalazineA=0, G=65 A=0.0, G=1.0 0.00001 1006.77 65 A=0/0, G=31/34

chr3:49690496 T/T C T SNV BSN BSN:exonic:NM_003458.3 1 100 5 synonymous NM_003458.3c.3507C>T p.(=) -1.42 Piccolo Zn-fingerrs11709525 0.2972 YES 4.859E-2 (pos.49690496) Bassoon, mouse, homolog ofaxon,cell junction,cell surface,chemical synaptic transmission,cytoskeleton of presynaptic active zone,dendrite,excitatory synapse,metal ion binding,neuron projection terminus,nucleus,postsynaptic density,presynapse to nucleus signaling pathway,presynaptic active zone,protein localization to synapse,synapse assemblyCardiovascular Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Heart Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesC=0, T=31 C=0.0, T=1.0 0.00001 460.908 31 C=0/0, T=26/5

chr1:55474262 A/A G A SNV BSND BSND:exonic:NM_057176.2 1 100 4 synonymous NM_057176.2c.924G>A p.(=) -4.39 0(COSM3751316)Bartter syndrome, infantile, with sensorineural deafness (Barttin)rs33938617 0.2056 YES 2.315E-4 (pos.55474262) adenocarcinoma,neoplasmBarttin basolateral plasma membrane,chloride channel activity,chloride channel regulator activity,chloride transmembrane transport,cytoplasm,integral component of plasma membrane,ion transmembrane transport,plasma membrane,protein complex,regulation of anion transmembrane transport,regulation of molecular function,voltage-gated chloride channel activityAdrenal Gland Diseases;Adrenocortical Hyperfunction;Bartter Syndrome;Ear Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hyperaldosteronism;Kidney Diseases;Male Urogenital Diseases;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Renal Tubular Transport, Inborn Errors;Sensation Disorders;Urologic DiseasesBenign/Likely benignG=0, A=71 G=0.0, A=1.0 0.00001 1111.48 71 G=0/0, A=37/34

chr10:124089036 G/A G A SNV BTBD16 BTBD16:exonic:NM_144587.3 1 52.38 11 missense NM_144587.3c.953G>A p.Arg318Gln 1.55 1 43 0 0.01(COSM4418949) rs2421013 0.4891 YES 8.593E-1 (pos.124089036)acute_myeloid_leukaemia,rhabdomyosarcomanucleus,ubiquitin ligase complex G=20, A=22 G=0.4762, A=0.5238 0.00001 245.209 42 G=10/10, A=13/9

chr10:124089075 G/A G A SNV BTBD16 BTBD16:exonic:NM_144587.3 1 52.38 11 missense NM_144587.3c.992G>A p.Gly331Asp 0.49 0.28 94 0.994 0.23(COSM915571) rs986178 0.1271 YES 1.619E-1 (pos.124089075)endometrioid_carcinoma nucleus,ubiquitin ligase complex G=20, A=22 G=0.4762, A=0.5238 0.00001 245.164 42 G=10/10, A=13/9

chr10:104157727 T/T C T SNV NFKB2 NFKB2:intronic:NM_001077494.3 1 100 intronic NM_001077494.3c.662-11C>Tp.? 0.17 Ankyrin repeat,Ankyrin repeats (3 copies),Death domain,Rel homology DNA-binding domain,Rel homology dimerisation domainrs4919632 0.0244 YES 9.993E-1 (pos.104157727) Nuclear factor of kappa light chain gene enhancer in B-cells 2 (p49/p100); oncogene Lyt-10Bcl3/NF-kappaB2 complex,DNA binding,DNA binding transcription factor activity,I-kappaB kinase/NF-kappaB signaling,NIK/NF-kappaB signaling,RNA polymerase II core promoter proximal region sequence-specific DNA binding,aging,chromatin binding,cytoplasm,cytosol,extracellular matrix organization,follicular dendritic cell differentiation,germinal center formation,inflammatory response,innate immune response,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of NF-kappaB transcription factor activity,positive regulation of transcription from RNA polymerase II promoter,positive regulation of type I interferon production,protein binding,regulation of transcription, DNA-templated,response to cytokine,response to lipopolysaccharide,rhythmic process,spleen development,transcription coactivator activity,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingBrain Diseases;Central Nervous System Diseases;Common Variable Immunodeficiency;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System DiseasesAcetylsalicylic acid,Andrographolide,Custirsen,Glucosamine,HE3286,NOX-700,P54,SGN-30Benign C=0, T=114 C=0.0, T=1.0 0.00001 1815.31 114 C=0/0, T=63/51

chr19:1997363 G/G A G SNV BTBD2 BTBD2:exonic:NM_017797.3 1 100 2 synonymous NM_017797.3c.507T>C p.(=) -2.08 0.1(COSM3756528)BTB And C-terminal Kelch,BTB/POZ domain,PHR domainrs1610045 0.3226 YES 4.594E-1;0.0 (pos.1997363)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinoma,squamous_cell_carcinomaP-body,SCF ubiquitin ligase complex,cytosol,neurogenesis,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of proteolysis,ubiquitin protein ligase bindingA=0, G=20 A=0.0, G=1.0 0.00001 263.773 20 A=0/0, G=7/13

chr10:104229057 CA/CA C CA INDEL MFSD13A MFSD13A:intronic:NM_024789.3 1 100 intronic NM_024789.3c.168+103C>CAp.? 0.3 MFS/sugar transport proteinrs35597970,rs397758277 YES integral component of membrane C=0, CA=30 C=0.0, CA=1.0 0.00001 440.438 30 C=0/0, CA=10/20

chr3:112190137 T/T G T SNV BTLA BTLA:exonic:NM_181780.3 1 100 3 missense NM_181780.3c.469C>A p.Arg157Ser -1.43 1 110 0 Immunoglobulin domainrs2931761 0 9.949E-1 (pos.112190137) B- and T-lymphocyte attenuatorT cell costimulation,adaptive immune response,integral component of membrane,plasma membraneG=0, T=26 G=0.0, T=1.0 0.00001 364.463 26 G=0/0, T=7/19

chr10:104232716 A/A G A SNV MFSD13A MFSD13A:intronic:NM_024789.3 1 100 intronic NM_024789.3c.925+9G>Ap.? 1.62 0.04(COSM3738017)MFS/sugar transport proteinrs3740415 0.4466 YES 3.123E-1 (pos.104232716)rhabdomyosarcoma integral component of membrane G=0, A=23 G=0.0, A=1.0 0.00001 316.735 23 G=0/0, A=10/13

chr10:104241683 T/T G T SNV ACTR1A ACTR1A:intronic:NM_005736.3 1 100 intronic NM_005736.3c.926-28C>Ap.? 0.47 Actin rs2296580 0.2944 YES 1.443E-1 (pos.104241683) Actin-related protein 1AATP binding,COPI-coated vesicle,ER to Golgi vesicle-mediated transport,G2/M transition of mitotic cell cycle,antigen processing and presentation of exogenous peptide antigen via MHC class II,cell cortex region,centriole,centrosome,ciliary basal body-plasma membrane docking,cytoplasm,cytosol,dynactin complex,extracellular exosome,manchette,microtubule associated complex,microtubule cytoskeleton,myelin sheath,protein binding,regulation of G2/M transition of mitotic cell cycle,spermatogenesis,vesicle-mediated transportG=0, T=28 G=0.0, T=1.0 0.00001 408.089 28 G=0/0, T=17/11

chr10:104250278 G/G A G SNV ACTR1A ACTR1A:intronic:NM_005736.3 1 100 intronic NM_005736.3c.113+28T>Cp.? 0.1 Actin rs17709610 0.2947 YES 1.446E-1 (pos.104250278) Actin-related protein 1AATP binding,COPI-coated vesicle,ER to Golgi vesicle-mediated transport,G2/M transition of mitotic cell cycle,antigen processing and presentation of exogenous peptide antigen via MHC class II,cell cortex region,centriole,centrosome,ciliary basal body-plasma membrane docking,cytoplasm,cytosol,dynactin complex,extracellular exosome,manchette,microtubule associated complex,microtubule cytoskeleton,myelin sheath,protein binding,regulation of G2/M transition of mitotic cell cycle,spermatogenesis,vesicle-mediated transportA=0, G=38 A=0.0, G=1.0 0.00001 580.843 38 A=0/0, G=21/17

chr10:104572276 G/G A G SNV WBP1L WBP1L:intronic:NM_001083913.1 1 100 intronic NM_001083913.1c.356-76A>Gp.? 0.42 WW domain-binding protein 1rs284861,rs386747117 YES integral component of membrane,protein binding A=0, G=24 A=0.0, G=1.0 0.00001 334.785 24 A=0/0, G=15/9

chr6:26501897 C/C T C SNV BTN1A1 BTN1A1:exonic:NM_001732.2 1 100 2 synonymous NM_001732.2c.159T>C p.(=) 0.02 0.03(COSM1442687)CD80-like C2-set immunoglobulin domain,Immunoglobulin V-set domain,SPRY domain,SPRY-associated domainrs1321479 0.4662 YES 7.398E-1 (pos.26501897) adenocarcinoma,neoplasmButyrophilin extracellular space,integral component of membrane,integral component of plasma membrane,plasma membrane,receptor activityT=0, C=117 T=0.0, C=1.0 0.00001 1874.22 117 T=0/0, C=57/60

chr10:105201565 G/A G A SNV PDCD11 PDCD11:intronic:NM_014976.1 1 45.45 intronic NM_014976.1c.4558-18G>Ap.? -4.32 PPR repeat,S1 RNA binding domain,Suppressor of forked protein (Suf)rs2281861 0.3707 YES 3.424E-1 (pos.105201565) Programmed cell death 11RNA binding,cytosol,mRNA processing,maturation of 5.8S rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),nucleolus,nucleoplasm,nucleus,protein binding,rRNA processing,small-subunit processome,transcription factor bindingG=12, A=10 G=0.5455, A=0.4545 0.00001 81.7445 22 G=7/5, A=8/2

chr10:105201577 C/T C T SNV PDCD11 PDCD11:intronic:NM_014976.1 1 45.45 intronic NM_014976.1c.4558-6C>Tp.? 0.34 PPR repeat,S1 RNA binding domain,Suppressor of forked protein (Suf)rs2281860 0.3845 YES 3.426E-1 (pos.105201577) Programmed cell death 11RNA binding,cytosol,mRNA processing,maturation of 5.8S rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),nucleolus,nucleoplasm,nucleus,protein binding,rRNA processing,small-subunit processome,transcription factor bindingC=12, T=10 C=0.5455, T=0.4545 0.00001 81.7564 22 C=7/5, T=8/2

chr6:26505362 A/A G A SNV BTN1A1 BTN1A1:exonic:NM_001732.2 1 100 3 missense NM_001732.2c.637G>A p.Ala213Thr -1.6 0.27 58 0.005 0.01(COSM6328620)CD80-like C2-set immunoglobulin domain,Immunoglobulin V-set domain,SPRY domain,SPRY-associated domainrs3736781 0.4702 YES 7.479E-1 (pos.26505362) neoplasm Butyrophilin extracellular space,integral component of membrane,integral component of plasma membrane,plasma membrane,receptor activityG=0, A=73 G=0.0, A=1.0 0.00001 1150.51 73 G=0/0, A=25/48

chr6:26393021 G/A G A SNV BTN2A2 BTN2A2:exonic:NM_006995.4 1 50 8 synonymous NM_006995.4c.1398G>A p.(=) -4.11 Immunoglobulin V-set domain,SPRY domain,SPRY-associated domainrs1614887 0.4584 YES 3.402E-1 (pos.26393021) Butyrophilin, subfamily 2, member A2extracellular exosome,integral component of membrane,negative regulation of activated T cell proliferation,negative regulation of cellular metabolic process,negative regulation of cytokine secretion,plasma membrane,protein bindingG=13, A=13 G=0.5, A=0.5 0.00001 119.163 26 G=7/6, A=8/5

chr6:26413744 C/A C A SNV BTN3A1 BTN3A1:exonic:NM_007048.5 1 56.36 10 missense NM_007048.5c.1366C>A p.Pro456Thr -1.35 0.28 38 0.904 0.05(COSM3761747)Immunoglobulin V-set domain,SPRY domain,SPRY-associated domainrs4712990 0.1219 YES 2.623E-2;0.0 (pos.26413744)adenocarcinomaButyrophilin, subfamily 3, member A1T cell receptor signaling pathway,activated T cell proliferation,adaptive immune response,cytokine secretion,integral component of membrane,interferon-gamma secretion,plasma membrane,protein bindingC=24, A=31 C=0.4364, A=0.5636 0.00001 320.165 55 C=17/7, A=14/17

chr10:124457906 C/T C T SNV C10orf120 C10orf120:exonic:NM_001010912.3 1 52.38 3 synonymous NM_001010912.3c.351G>A p.(=) -0.6 0(COSM3751583) rs2901343 0.413 YES 5.082E-1 (pos.124457906)adenocarcinoma nucleus,ubiquitin ligase complex C=20, T=22 C=0.4762, T=0.5238 0.00001 245.209 42 C=6/14, T=3/19

chr10:105428462 A/A AGA A INDEL SH3PXD2A SH3PXD2A:intronic:NM_014631.2 2 100 intronic NM_014631.2c.428-52TCT>Tp.? 1.42, 0.46, -0.42 PX domain,SH3 domain,Variant SH3 domainrs3068778,rs34311211,rs5787496 cell junction,cell projection,cytosol,extracellular matrix organization,osteoclast fusion,oxidation-reduction process,phosphatidylinositol binding,podosome,podosome assembly,positive regulation of catalytic activity,protein binding,superoxide metabolic process,superoxide-generating NADPH oxidase activator activityAGA=0, A=28AGA=0.0, A=1.0 0.00001 408.311 28 AGA=0/0, A=8/20

chr10:50534599 A/A G A SNV C10orf71 C10orf71:exonic:NM_001135196.1 1 100 3 missense NM_001135196.1c.4009G>A p.Gly1337Ser 4.34 56 0.48(COSM3751835)Domain of unknown function (DUF4585)rs10857472 0.4488 YES 2.432E-1 (pos.50534599) adenocarcinoma,carcinoma,ductal_carcinoma G=0, A=133 G=0.0, A=1.0 0.00001 2196.98 133 G=0/0, A=89/44

chr10:50532683 T/C T C SNV C10orf71 C10orf71:exonic:NM_001135196.1 1 95.38 3 missense NM_001135196.1c.2093T>C p.Phe698Ser 2.4 155 Domain of unknown function (DUF4585)rs7921186 7.00E-04 YES 1.0 (pos.50532683) T=3, C=62 T=0.0462, C=0.9538 0.00001 896.12 65 T=2/1, C=23/39

chr10:105768271 A/A C A SNV SLK SLK:intronic:NM_014720.3 1 100 intronic NM_014720.3c.2784+157C>Ap.? 0.75 Polo kinase kinase,Protein kinase domain,Protein tyrosine kinasers1965595 YES STE20-like protein kinaseATP binding,activation of protein kinase activity,apoptotic process,cadherin binding,cell leading edge,cytoplasm,cytoplasmic microtubule organization,extracellular exosome,identical protein binding,perinuclear region of cytoplasm,protein autophosphorylation,protein binding,protein homodimerization activity,protein serine/threonine kinase activity,regulation of apoptotic process,regulation of cell migration,regulation of focal adhesion assembly,regulation of mitotic cell cycle,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascadeMental Disorders;Substance-Related Disorders4-({4-(5-CYCLOPROPYL-1H-PYRAZOL-3-YL)AMINOQUINAZOLIN-2-YL}IMINO)CYCLOHEXA-2,5-DIEN-1-YLACETONITRILE,5-AMINO-3-{4-(AMINOSULFONYL)PHENYLAMINO}-N-(2,6-DIFLUOROPHENYL)-1H-1,2,4-TRIAZOLE-1-CARBOTHIOAMIDEC=0, A=24 C=0.0, A=1.0 0.00001 334.782 24 C=0/0, A=15/9

chr10:105796399 C/C G C SNV COL17A1 COL17A1:intronic:NM_000494.3 1 100 intronic NM_000494.3c.3278-9C>Gp.? 0.68 Collagen triple helix repeat (20 copies)rs2274098 0.167 YES 8.563E-1 (pos.105796399) Collagen XVII, alpha-1 polypeptidebasement membrane,cell-cell junction,cell-matrix adhesion,collagen trimer,endoplasmic reticulum lumen,epidermis development,extracellular region,hemidesmosome,hemidesmosome assembly,integral component of plasma membrane,plasma membrane,protein binding,regulation of immune responseCardiomegaly;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Epidermolysis Bullosa;Epidermolysis Bullosa, Junctional;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Heart Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesBenign G=0, C=39 G=0.0, C=1.0 0.00001 623.98 39 G=0/0, C=10/29

chr10:105796738 C/C A C SNV COL17A1 COL17A1:intronic:NM_000494.3 1 100 intronic NM_000494.3c.3277+65T>Gp.? -0.01 Collagen triple helix repeat (20 copies)rs805714 0 YES Collagen XVII, alpha-1 polypeptidebasement membrane,cell-cell junction,cell-matrix adhesion,collagen trimer,endoplasmic reticulum lumen,epidermis development,extracellular region,hemidesmosome,hemidesmosome assembly,integral component of plasma membrane,plasma membrane,protein binding,regulation of immune responseCardiomegaly;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Epidermolysis Bullosa;Epidermolysis Bullosa, Junctional;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Heart Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesA=0, C=45 A=0.0, C=1.0 0.00001 747.375 45 A=0/0, C=25/20

chr10:128209959 T/T G T SNV C10orf90 C10orf90:utr_5:NM_001004298.3 1 100 1 utr_5 NM_001004298.3c.-70C>A p.? -0.88 ALMS motif rs4962342 0.1484 YES Chromosome 10 open reading frame 90actin cytoskeleton,alpha-actinin binding,centrosome,cytoplasm,cytosol,histone deacetylase binding,nucleoplasm,plasma membraneG=0, T=102 G=0.0, T=1.0 0.00001 1594.29 102 G=0/0, T=81/21

chr10:105814826 A/A C A SNV COL17A1 COL17A1:intronic:NM_000494.3 1 100 intronic NM_000494.3c.1718-61G>Tp.? -0.11 Collagen triple helix repeat (20 copies)rs805691 0.3001 YES Collagen XVII, alpha-1 polypeptidebasement membrane,cell-cell junction,cell-matrix adhesion,collagen trimer,endoplasmic reticulum lumen,epidermis development,extracellular region,hemidesmosome,hemidesmosome assembly,integral component of plasma membrane,plasma membrane,protein binding,regulation of immune responseCardiomegaly;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Epidermolysis Bullosa;Epidermolysis Bullosa, Junctional;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Heart Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesC=0, A=43 C=0.0, A=1.0 0.00001 705.794 43 C=0/0, A=17/26

chr11:8942999 A/A G A SNV C11orf16 C11orf16:exonic:NM_020643.2 1 100 6 missense NM_020643.2c.1268C>T p.Ala423Val -1.28 0.52 64 0 Domain of unknown function (DUF4537)rs2568023 0.0019 YES 9.998E-1 (pos.8942999) G=0, A=25 G=0.0, A=1.0 0.00001 353.018 25 G=0/0, A=11/14

chr10:105821957 T/C T C SNV COL17A1 COL17A1:intronic:NM_000494.3 1 50 intronic NM_000494.3c.910+59A>Gp.? -0.51 Collagen triple helix repeat (20 copies)rs150881647 0.0031 Collagen XVII, alpha-1 polypeptidebasement membrane,cell-cell junction,cell-matrix adhesion,collagen trimer,endoplasmic reticulum lumen,epidermis development,extracellular region,hemidesmosome,hemidesmosome assembly,integral component of plasma membrane,plasma membrane,protein binding,regulation of immune responseCardiomegaly;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Epidermolysis Bullosa;Epidermolysis Bullosa, Junctional;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Heart Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesT=15, C=15 T=0.5, C=0.5 0.00001 145.105 30 T=14/1, C=11/4

chr11:8942942 C/T C T SNV C11orf16 C11orf16:exonic:NM_020643.2 1 45.83 6 missense NM_020643.2c.1325G>A p.Arg442Gln -0.18 1 43 0 0(COSM147139),0.02(COSM3676338)Domain of unknown function (DUF4537)rs2653601 0.3549 YES 2.275E-1 (pos.8942942) acute_myeloid_leukaemia,adenocarcinoma,neoplasm C=13, T=11 C=0.5417, T=0.4583 0.00001 93.4399 24 C=5/8, T=6/5

chr11:4592706 T/TAC T TAC INDEL C11orf40 C11orf40:exonic:NM_144663.1 2 46.43 4 frameshiftInsertion NM_144663.1c.600_601insGTp.Met201fs -0.23 rs141600462,rs803104540.4644 YES 3.699E-1;0.0 (pos.4592706) T=45, TAC=39T=0.5357, TAC=0.4643 0.00001 404.497 84 T=24/21, TAC=23/16

chr10:106214135 CA/C CA C INDEL CFAP58 CFAP58:intronic:NM_001008723.1 1 50 intronic NM_001008723.1c.2511-45CA>Cp.? -0.36, 0.76 cilium,extracellular space,protein binding CA=10, C=10CA=0.5, C=0.5 0.00001 52.4171 20 CA=5/5, C=3/7

chr10:106970848 A/A AG A INDEL SORCS3 SORCS3:intronic:NM_014978.2 1 100 intronic NM_014978.2c.2262-47AG>Ap.? -0.84, -0.36 PKD domain,Sortilin, neurotensin receptor 3,,Sortilin, neurotensin receptor 3, C-terminalrs3214966,rs762981412 0.3493 YES 2.481E-1 (pos.106970848) SORCS receptor 3integral component of membrane,learning,membrane,memory,neuropeptide receptor activity,neuropeptide signaling pathway,postsynaptic density,regulation of long term synaptic depressionAG=0, A=22 AG=0.0, A=1.0 0.00001 304.308 22 AG=0/0, A=15/7

chr10:108466412 T/T C T SNV SORCS1 SORCS1:intronic:NM_001013031.2 1 100 intronic NM_001013031.2c.1144-20G>Ap.? -1.48 PKD domain,Sortilin, neurotensin receptor 3,,Sortilin, neurotensin receptor 3, C-terminalrs2756231 0.002 YES 8.478E-1 (pos.108466412) SORCS receptor 1integral component of membrane,membrane,neuropeptide receptor activity,neuropeptide signaling pathway,protein bindingC=0, T=33 C=0.0, T=1.0 0.00001 504.564 33 C=0/0, T=12/21

chr10:111625108 C/C T C SNV XPNPEP1 XPNPEP1:intronic:NM_020383.3 1 100 intronic NM_020383.3c.1873-38A>Gp.? -0.08 C-terminal region of peptidase_M24,Creatinase/Prolidase N-terminal domain,Metallopeptidase family M24rs483072,rs7580222575.00E-04 0.0 (pos.111625105),1.0 (pos.111625108)X-prolyl aminopeptidase P1aminopeptidase activity,bradykinin catabolic process,cytoplasm,cytosol,extracellular exosome,hydrolase activity,manganese ion binding,metal ion binding,metalloaminopeptidase activity,protein homodimerization activity,proteolysisT=0, C=142 T=0.0, C=1.0 0.00001 2383.55 142 T=0/0, C=89/53

chr12:88440676 C/C G C SNV C12orf29 C12orf29:exonic:NM_001009894.2 1 100 6 missense NM_001009894.2c.712G>C p.Val238Leu -1.17 1 32 0 0.04(COSM3753520) rs9262 0.4112 YES 7.551E-1;0.0 (pos.88440676)adenocarcinoma,ductal_carcinomahematopoietic progenitor cell differentiation G=0, C=39 G=0.0, C=1.0 0.00001 623.98 39 G=0/0, C=22/17

chr10:112338377 T/C T C SNV SMC3 SMC3:intronic:NM_005445.3 1 45.45 intronic NM_005445.3c.351-9T>C p.? 4.13 0.94(COSM5019225)AAA ATPase domain,AAA domain,AAA domain, putative AbiEii toxin, Type IV TA system,RecF/RecN/SMC N terminal domain,SMC proteins Flexible Hinge Domainrs78663177 0.0438 YES 4.583E-4 (pos.112338377)haemangioblastomaStructural maintenance of chromosomes 3ATP binding,DNA repair,basement membrane,beta-tubulin binding,cell division,chromatin,chromatin binding,chromosome,chromosome, centromeric region,cohesin complex,cytosol,dynein complex binding,interaction with symbiont,intracellular,lateral element,mediator complex binding,meiotic cell cycle,meiotic cohesin complex,microtubule motor activity,mitotic cell cycle,mitotic spindle pole,negative regulation of DNA endoreduplication,nuclear matrix,nuclear meiotic cohesin complex,nucleoplasm,nucleus,positive regulation by host of viral release from host cell,protein binding,protein heterodimerization activity,regulation of DNA replication,regulation of mitotic spindle assembly,sister chromatid cohesion,stem cell population maintenanceAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Craniofacial Abnormalities;De Lange Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Joint Diseases;Leukemia;Leukemia, Myeloid;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Microcephaly;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsBenign T=24, C=20 T=0.5455, C=0.4545 0.00001 211.709 44 T=17/7, C=10/10

chr12:121454257 A/A T A SNV C12orf43 C12orf43:exonic:NM_022895.2 1 100 1 synonymous NM_022895.2c.21A>T p.(=) -0.15 rs2258227 0.1827 YES 8.755E-1;0.0;0.0 (pos.121454257) protein binding T=0, A=29 T=0.0, A=1.0 0.00001 427.584 29 T=0/0, A=6/23

chr10:114181683 G/G A G SNV ACSL5 ACSL5:intronic:NM_016234.3 1 100 intronic NM_016234.3c.1556-22A>Gp.? 0.02 AMP-binding enzymers2255740 0.0876 YES 9.91E-1 (pos.114181683) Acyl-CoA synthetase long-chain family member 5ATP binding,decanoate--CoA ligase activity,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,long-chain fatty acid metabolic process,long-chain fatty acid-CoA ligase activity,long-chain fatty-acyl-CoA biosynthetic process,membrane,mitochondrial inner membrane,mitochondrial outer membrane,mitochondrion,nucleolus,nucleus,regulation of extrinsic apoptotic signaling pathwayArthritis;Arthritis, Experimental;Joint Diseases;Musculoskeletal DiseasesA=0, G=28 A=0.0, G=1.0 0.00001 408.704 28 A=0/0, G=8/20

chr12:48888594 C/T C T SNV C12orf54 C12orf54:exonic:NM_152319.3 1 45.45 8 missense NM_152319.3c.256C>T p.Pro86Ser 0.03 0.55 74 0.06 0.14(COSM3753267)Domain of unknown function (DUF4681)rs11458 0.4612 YES 1.449E-1 (pos.48888594) adenocarcinoma,carcinoma C=18, T=15 C=0.5455, T=0.4545 0.00001 142.791 33 C=4/14, T=10/5

chr12:64669090 A/A C A SNV C12orf56 C12orf56:exonic:NM_001170633.1 1 100 10 synonymous NM_001170633.1c.1497G>T p.(=) 0.99 0.02(COSM5461091)Protein of unknown function (DUF4551)rs1002392 0.1936 YES 5.277E-1 (pos.64669090) adenocarcinoma C=0, A=25 C=0.0, A=1.0 0.00001 353.017 25 C=0/0, A=11/14

chr12:64587633 A/A C A SNV C12orf66 C12orf66:exonic:NM_152440.4 1 100 3 missense NM_152440.4c.1327G>T p.Ala443Ser 6.22 1 99 0 Eukaryotic protein of unknown function (DUF2003)rs699638 0 1.0 (pos.64587633) Chromosome 12 open reading frame 66KICSTOR complex,cellular response to amino acid starvation,cellular response to glucose starvation,lysosomal membrane,negative regulation of TORC1 signaling,protein localization to lysosomeAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeC=0, A=27 C=0.0, A=1.0 0.00001 389.988 27 C=0/0, A=14/13

chr10:115401264 G/G A G SNV NRAP NRAP:intronic:NM_001261463.1 1 100 intronic NM_001261463.1c.1216-33T>Cp.? 1.8 LIM domain,Nebulin repeatrs3121465 0.3851 YES 7.176E-1 (pos.115401264) Nebulin-related anchoring protein,Nucleolar protein 6actin binding,biological_process,fascia adherens,metal ion binding,muscle alpha-actinin binding,muscle tendon junction,myofibril,protein binding,vinculin bindingA=0, G=164 A=0.0, G=1.0 0.00001 2663.08 164 A=0/0, G=83/81

chr12:64609562 T/T C T SNV C12orf66 C12orf66:exonic:NM_152440.4 1 100 2 missense NM_152440.4c.417G>A p.Met139Ile -0.09 0.83 10 0 Eukaryotic protein of unknown function (DUF2003)rs2335390 0 1.0 (pos.64609562) Chromosome 12 open reading frame 66KICSTOR complex,cellular response to amino acid starvation,cellular response to glucose starvation,lysosomal membrane,negative regulation of TORC1 signaling,protein localization to lysosomeAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeC=0, T=72 C=0.0, T=1.0 0.00001 1130.95 72 C=0/0, T=33/39

chr14:60903757 A/A G A SNV C14orf39 C14orf39:exonic:NM_174978.2 1 100 18 missense NM_174978.2c.1570C>T p.Leu524Phe 4.27 1 22 0 0.02(COSM3999309)Six6 opposite strand transcript 1 familyrs1254319 0.2948 YES 6.808E-1 (pos.60903757) acute_myeloid_leukaemiaChromosome 14 open reading frame 39cellular_component,central element,meiotic DNA double-strand break processing involved in reciprocal meiotic recombination,molecular_function,multicellular organism development,oogenesis,regulation of DNA binding transcription factor activity,spermatogenesis,synapsisEye Diseases;Refractive Errors G=0, A=32 G=0.0, A=1.0 0.00001 484.484 32 G=0/0, A=12/20

chr14:60923783 C/T C T SNV C14orf39 C14orf39:exonic:NM_174978.2 1 57.14 15 missense NM_174978.2c.1210G>A p.Val404Ile -0.24 0.98 29 0 0(COSM6385800)Six6 opposite strand transcript 1 familyrs11625921 0.0171 YES 8.71E-1;0.0 (pos.60923783)carcinoma Chromosome 14 open reading frame 39cellular_component,central element,meiotic DNA double-strand break processing involved in reciprocal meiotic recombination,molecular_function,multicellular organism development,oogenesis,regulation of DNA binding transcription factor activity,spermatogenesis,synapsisEye Diseases;Refractive Errors C=9, T=12 C=0.4286, T=0.5714 0.00001 109.098 21 C=6/3, T=9/3

chr14:23456315 C/C T C SNV C14orf93 C14orf93:utr_3:NM_001130708.2 1 100 7 utr_3 NM_001130708.2c.1726A>G p.? 0.84 Domain of unknown function (DUF4616)rs1043675 YES RNA binding,extracellular region,protein binding T=0, C=55 T=0.0, C=1.0 0.00001 814.877 55 T=0/0, C=15/40

chr10:115515120 G/A G A SNV PLEKHS1 1 52.27 intronic -0.16 rs3981351 0.2351 YES Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=42, A=46 G=0.4773, A=0.5227 0.00001 511.555 88 G=15/27, A=8/38

chr15:93015517 G/GT G GT INDEL

C15orf32,L

OC1046135

33 C15orf32:exonic:NM_153040.2, LOC104613533:upstream:NR_126501.11

50

1 frameshiftInsertion NR_126501.1, NM_153040.2c.139_140insTp.Ala47fs -0.37 Alcohol-Related Disorders;Alcoholism;Mental Disorders;Substance-Related DisordersG=26, GT=26G=0.5, GT=0.5 0.00001 256.385 52 G=12/14, GT=12/14

chr15:75499602 A/A C A SNV C15orf39 C15orf39:exonic:NM_015492.4 1 100 2 synonymous NM_015492.4c.1213C>A p.(=) 0.63 0.32(COSM4128402),0.32(COSM4128403)rs12591506 0.0088 YES 7.991E-1 (pos.75499602) neoplasm,squamous_cell_carcinomacytosol C=0, A=30 C=0.0, A=1.0 0.00001 453.409 30 C=0/0, A=21/9

chr15:75499619 C/C T C SNV C15orf39 C15orf39:exonic:NM_015492.4 1 100 2 synonymous NM_015492.4c.1230T>C p.(=) -1.55 0.01(COSM4128404),0.01(COSM4128405)rs11072531 0.002 YES 8.074E-1 (pos.75499619) ductal_carcinoma,neoplasm,squamous_cell_carcinomacytosol T=0, C=31 T=0.0, C=1.0 0.00001 471.676 31 T=0/0, C=21/10

chr15:75503147 G/A G A SNV C15orf39 C15orf39:exonic:NM_015492.4 1 95.83 3 missense NM_015492.4c.2834G>A p.Gly945Asp 0.2 1 94 0.017 rs3743211 0.001 YES 8.073E-1 (pos.75503147) cytosol G=1, A=23 G=0.0417, A=0.9583 0.00001 306.631 24 G=0/1, A=14/9

chr10:116068176 G/G A G SNV AFAP1L2 AFAP1L2:intronic:NM_001001936.2 1 100 intronic NM_001001936.2c.967+16T>Cp.? -3.24 PH domain rs581327 0.0767 YES 9.82E-1 (pos.116068176) Actin filament-associated protein 1-like protein 2SH2 domain binding,SH3 domain binding,cytoplasm,cytosol,inflammatory response,plasma membrane,positive regulation of epidermal growth factor receptor signaling pathway,positive regulation of interleukin-8 production,positive regulation of protein tyrosine kinase activity,positive regulation of signal transduction,positive regulation of transcription, DNA-templated,protein tyrosine kinase activator activity,regulation of interleukin-6 production,regulation of mitotic cell cycle,signaling adaptor activityA=0, G=44 A=0.0, G=1.0 0.00001 723.771 44 A=0/0, G=13/31

chr10:116075228 G/G A G SNV AFAP1L2 AFAP1L2:intronic:NM_001001936.2 1 100 intronic NM_001001936.2c.612+91T>Cp.? -0.3 PH domain rs694883 YES Actin filament-associated protein 1-like protein 2SH2 domain binding,SH3 domain binding,cytoplasm,cytosol,inflammatory response,plasma membrane,positive regulation of epidermal growth factor receptor signaling pathway,positive regulation of interleukin-8 production,positive regulation of protein tyrosine kinase activity,positive regulation of signal transduction,positive regulation of transcription, DNA-templated,protein tyrosine kinase activator activity,regulation of interleukin-6 production,regulation of mitotic cell cycle,signaling adaptor activityA=0, G=39 A=0.0, G=1.0 0.00001 623.98 39 A=0/0, G=21/18

chr15:74032783 G/G A G SNV C15orf59 C15orf59:exonic:NM_001039614.2 1 100 2 synonymous NM_001039614.2c.357T>C p.(=) -0.06 0.43(COSM434259)Domain of unknown function (DUF4589)rs28594180 0.4042 YES 5.909E-1 (pos.74032783) ductal_carcinoma,neoplasmChromosome 15 open reading frame 59 A=0, G=49 A=0.0, G=1.0 0.00001 828.318 49 A=0/0, G=9/40

chr10:116920090 C/C A C SNV ATRNL1 ATRNL1:intronic:NM_207303.4 1 100 intronic NM_207303.4c.1004+115A>Cp.? -0.41 CUB domain,EGF-like domain,Galactose oxidase, central domain,Integrin plexin domain,Kelch motif,Laminin EGF domain,Lectin C-type domain,Plexin repeatrs2065719,rs35990212 YES Attractin-like 1G-protein coupled receptor signaling pathway,carbohydrate binding,integral component of membrane,membraneA=0, C=26 A=0.0, C=1.0 0.00001 371.419 26 A=0/0, C=9/17

chr16:19680546 T/C T C SNV C16orf62 C16orf62:exonic:NM_020314.5 1 53.13 27 synonymous NM_020314.5c.2553T>C p.(=) -1.18 0.11(COSM3754749),0.11(COSM3754750),0.11(COSM3754751)rs957676 0.3315 YES 3.237E-1 (pos.19680546) adenocarcinoma,osteosarcomaGolgi to plasma membrane transport,early endosome,ficolin-1-rich granule membrane,integral component of membrane,neutrophil degranulation,plasma membrane,protein binding,protein transportT=15, C=17 T=0.4688, C=0.5313 0.00001 173.543 32 T=9/6, C=6/11

chr10:117309098 A/A G A SNV ATRNL1 ATRNL1:intronic:NM_207303.4 1 100 intronic NM_207303.4c.3795+52G>Ap.? -0.25 CUB domain,EGF-like domain,Galactose oxidase, central domain,Integrin plexin domain,Kelch motif,Laminin EGF domain,Lectin C-type domain,Plexin repeatrs1336108 0.2707 YES 3.253E-1 (pos.117309098) Attractin-like 1G-protein coupled receptor signaling pathway,carbohydrate binding,integral component of membrane,membraneG=0, A=94 G=0.0, A=1.0 0.00001 1576.15 94 G=0/0, A=52/42

chr16:4796393 G/G A G SNV C16orf71 C16orf71:exonic:NM_139170.2 1 100 7 missense NM_139170.2c.1061A>G p.Gln354Arg -1.22 0.84 43 0 Domain of unknown function (DUF4701)rs737700 0.3394 YES 6.73E-1 (pos.4796393) A=0, G=147 A=0.0, G=1.0 0.00001 2463.78 147 A=0/0, G=135/12

chr17:32904586 T/T C T SNV C17orf102 C17orf102:exonic:NM_207454.2 1 100 2 missense NM_207454.2c.464G>A p.Arg155Lys -0.06 1 26 0 0(COSM5438078) rs887230 0.1488 YES 7.667E-1 (pos.32904586) squamous_cell_carcinoma C=0, T=20 C=0.0, T=1.0 0.00001 263.779 20 C=0/0, T=8/12

chr10:11789511 G/G C G SNV ECHDC3 ECHDC3:intronic:NM_024693.4 1 100 intronic NM_024693.4c.292+42C>Gp.? 0.17 Enoyl-CoA hydratase/isomerasers4750092 0.0017 YES 9.999E-1 (pos.11789511) catalytic activity,metabolic process,mitochondrion C=0, G=96 C=0.0, G=1.0 0.00001 1622.02 96 C=0/0, G=51/45

chr10:11797619 G/G C G SNV ECHDC3 ECHDC3:intronic:NM_024693.4 1 100 intronic NM_024693.4c.591+12C>Gp.? 0.23 Enoyl-CoA hydratase/isomerasers902892 0.0014 YES 9.999E-1;0.0;0.0 (pos.11797619) catalytic activity,metabolic process,mitochondrion C=0, G=24 C=0.0, G=1.0 0.00001 272.938 24 C=0/0, G=20/4

chr10:11797758 A/A G A SNV ECHDC3 ECHDC3:intronic:NM_024693.4 1 100 intronic NM_024693.4c.591+151G>Ap.? -0.38 Enoyl-CoA hydratase/isomerasers3750694 YES catalytic activity,metabolic process,mitochondrion G=0, A=25 G=0.0, A=1.0 0.00001 353.017 25 G=0/0, A=21/4

chr10:118357490 T/T C T SNV PNLIPRP1 PNLIPRP1:intronic:NM_006229.3 1 100 intronic NM_006229.3c.694+31C>Tp.? -1.32 Lipase,PLAT/LH2 domainrs2915764 8.00E-04 YES 9.998E-1;0.0 (pos.118357490) Pancreatic lipase-related protein 1calcium ion binding,extracellular region,extracellular space,lipase activity,lipid catabolic process,lipid metabolic process,triglyceride lipase activityC=0, T=81 C=0.0, T=1.0 0.00001 1309.1 81 C=0/0, T=35/46

chr10:118452044 T/T G T SNV HSPA12A HSPA12A:intronic:NM_025015.2 1 100 intronic NM_025015.2c.547-66C>Ap.? 1.14 rs2240711 YES Heat-shock 70kD protein 12AATP binding,biological_process,extracellular exosome,molecular_functionColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Site;Rectal Diseases;Substance-Related DisordersG=0, T=66 G=0.0, T=1.0 0.00001 987.125 66 G=0/0, T=22/44

chr17:56621359 T/C T C SNV

C17orf47,SE

PT4-AS1 C17orf47:exonic:NM_001038704.2, SEPT4-AS1:intronic_nc:NR_110810.11
53.33

1 synonymous NR_110810.1, NM_001038704.2c.189A>G p.(=) 0.38 Domain of unknown function (DUF4655)rs6503867 0.2153 YES 9.995E-1 (pos.56621359) T=28, C=32 T=0.4667, C=0.5333 0.00001 323.552 60 T=7/21, C=14/18

chr10:118633548 G/G A G SNV ENO4 ENO4:intronic:NM_001242699.1 1 100 intronic NM_001242699.1c.1216-39A>Gp.? -1.74 Enolase, C-terminal TIM barrel domain,Enolase, N-terminal domainrs1637574 1.0 (pos.118633548) Genital Diseases, Male;Infertility;Infertility, Male;Male Urogenital DiseasesA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=16/6

chr10:118646129 C/C G C SNV SHTN1 SHTN1:intronic:NM_001127211.2 1 100 intronic NM_001127211.2c.1674-52C>Gp.? -0.42 rs2531685 0.2594 YES 4.772E-1 (pos.118646129) Cdc42 protein signal transduction,Ras protein signal transduction,actin filament binding,actin filament bundle retrograde transport,axon,axonal growth cone,axonogenesis,cadherin binding,cell leading edge,cytoplasm,cytoplasmic actin-based contraction involved in cell motility,endoplasmic reticulum polarization,filopodium,growth cone,kinesin binding,lamellipodium,microtubule,microtubule associated complex,microtubule cytoskeleton,netrin-activated signaling pathway,neuron projection morphogenesis,perikaryon,perinuclear region of cytoplasm,positive regulation of axon extension,positive regulation of neuron migration,protein binding,regulation of establishment of cell polarity,substrate-dependent cell migration, cell extensionG=0, C=29 G=0.0, C=1.0 0.00001 427.603 29 G=0/0, C=11/18

chr10:119014023 T/T C T SNV SLC18A2 SLC18A2:intronic:NM_003054.4 1 100 intronic NM_003054.4c.700+15C>Tp.? -1.66 Major Facilitator Superfamily,Sugar (and other) transporterrs2072362 0.0998 YES 7.034E-1 (pos.119014023) Solute carrier family 18 (vesicular monoamine), member 2aminergic neurotransmitter loading into synaptic vesicle,chemical synaptic transmission,clathrin-sculpted monoamine transport vesicle membrane,dopamine transport,integral component of plasma membrane,locomotory behavior,membrane,monoamine transmembrane transporter activity,monoamine transport,negative regulation of reactive oxygen species biosynthetic process,neurotransmitter loading into synaptic vesicle,neurotransmitter secretion,plasma membrane,post-embryonic development,response to amphetamine,response to toxic substance,sequestering of neurotransmitter,serotonin transmembrane transporter activity,serotonin transport,synaptic vesicle,transmembrane transportBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders3,4-Methylenedioxymethamphetamine,4-Methoxyamphetamine,Amphetamine,Benzphetamine,Deserpidine,Dextroamphetamine,Ephedra,Ephedrine,Isometheptene,MMDA,Methamphetamine,Norepinephrine,Propylhexedrine,Rauwolfia serpentina root,Reserpine,TetrabenazineC=0, T=20 C=0.0, T=1.0 0.00001 263.783 20 C=0/0, T=3/17

chr10:119014931 T/T C T SNV SLC18A2 SLC18A2:intronic:NM_003054.4 1 100 intronic NM_003054.4c.790+54C>Tp.? -0.85 Major Facilitator Superfamily,Sugar (and other) transporterrs363420 0.1678 YES Solute carrier family 18 (vesicular monoamine), member 2aminergic neurotransmitter loading into synaptic vesicle,chemical synaptic transmission,clathrin-sculpted monoamine transport vesicle membrane,dopamine transport,integral component of plasma membrane,locomotory behavior,membrane,monoamine transmembrane transporter activity,monoamine transport,negative regulation of reactive oxygen species biosynthetic process,neurotransmitter loading into synaptic vesicle,neurotransmitter secretion,plasma membrane,post-embryonic development,response to amphetamine,response to toxic substance,sequestering of neurotransmitter,serotonin transmembrane transporter activity,serotonin transport,synaptic vesicle,transmembrane transportBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders3,4-Methylenedioxymethamphetamine,4-Methoxyamphetamine,Amphetamine,Benzphetamine,Deserpidine,Dextroamphetamine,Ephedra,Ephedrine,Isometheptene,MMDA,Methamphetamine,Norepinephrine,Propylhexedrine,Rauwolfia serpentina root,Reserpine,TetrabenazineC=0, T=20 C=0.0, T=1.0 0.00001 263.782 20 C=0/0, T=13/7

chr10:119014948 A/A C A SNV SLC18A2 SLC18A2:intronic:NM_003054.4 1 100 intronic NM_003054.4c.791-42C>Ap.? 0.71 Major Facilitator Superfamily,Sugar (and other) transporterrs363343 0.1743 YES 4.029E-1 (pos.119014948) Solute carrier family 18 (vesicular monoamine), member 2aminergic neurotransmitter loading into synaptic vesicle,chemical synaptic transmission,clathrin-sculpted monoamine transport vesicle membrane,dopamine transport,integral component of plasma membrane,locomotory behavior,membrane,monoamine transmembrane transporter activity,monoamine transport,negative regulation of reactive oxygen species biosynthetic process,neurotransmitter loading into synaptic vesicle,neurotransmitter secretion,plasma membrane,post-embryonic development,response to amphetamine,response to toxic substance,sequestering of neurotransmitter,serotonin transmembrane transporter activity,serotonin transport,synaptic vesicle,transmembrane transportBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders3,4-Methylenedioxymethamphetamine,4-Methoxyamphetamine,Amphetamine,Benzphetamine,Deserpidine,Dextroamphetamine,Ephedra,Ephedrine,Isometheptene,MMDA,Methamphetamine,Norepinephrine,Propylhexedrine,Rauwolfia serpentina root,Reserpine,TetrabenazineC=0, A=22 C=0.0, A=1.0 0.00001 298.892 22 C=0/0, A=15/7

chr10:119026401 T/C T C SNV SLC18A2 SLC18A2:intronic:NM_003054.4 1 96.67 intronic NM_003054.4c.1070+79T>Cp.? -1.24 Major Facilitator Superfamily,Sugar (and other) transporterrs363266 YES Solute carrier family 18 (vesicular monoamine), member 2aminergic neurotransmitter loading into synaptic vesicle,chemical synaptic transmission,clathrin-sculpted monoamine transport vesicle membrane,dopamine transport,integral component of plasma membrane,locomotory behavior,membrane,monoamine transmembrane transporter activity,monoamine transport,negative regulation of reactive oxygen species biosynthetic process,neurotransmitter loading into synaptic vesicle,neurotransmitter secretion,plasma membrane,post-embryonic development,response to amphetamine,response to toxic substance,sequestering of neurotransmitter,serotonin transmembrane transporter activity,serotonin transport,synaptic vesicle,transmembrane transportBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders3,4-Methylenedioxymethamphetamine,4-Methoxyamphetamine,Amphetamine,Benzphetamine,Deserpidine,Dextroamphetamine,Ephedra,Ephedrine,Isometheptene,MMDA,Methamphetamine,Norepinephrine,Propylhexedrine,Rauwolfia serpentina root,Reserpine,TetrabenazineT=1, C=29 T=0.0333, C=0.9667 0.00001 416.556 30 T=1/0, C=15/14

chr17:56620167 C/T C T SNV

C17orf47,SE

PT4-AS1 C17orf47:exonic:NM_001038704.2, SEPT4-AS1:intronic_nc:NR_110810.11
46.43

1 missense NR_110810.1, NM_001038704.2c.1381G>A p.Gly461Ser -0.17 0.59 56 0.077 0.01(COSM3755726)Domain of unknown function (DUF4655)rs17822735 0.1992 YES 1.712E-1;2.312E-4 (pos.56620167)acute_myeloid_leukaemia,adenocarcinoma,basal_cell_carcinoma C=45, T=39 C=0.5357, T=0.4643 0.00001 404.489 84 C=27/18, T=20/19

chr17:42225547 C/C A C SNV C17orf53 C17orf53:exonic:NM_024032.4 1 100 3 missense NM_024032.4c.376A>C p.Thr126Pro 0.1 1 38 0 0.01(COSM4414925)Domain of unknown function (DUF4539)rs227584 0.31 YES 7.852E-1 (pos.42225547) acute_myeloid_leukaemia A=0, C=49 A=0.0, C=1.0 0.00001 831.361 49 A=0/0, C=19/30

chr17:72588326 C/C A C SNV

C17orf77,C

D300LD C17orf77:exonic:NM_152460.2, CD300LD:exonic:NM_001115152.1 1
100

3 missense NM_001115152.1, NM_152460.2c.16T>G, c.141A>Cp.Ser6Ala, p.Arg47Ser -0.79 1 99.0, 110.0 0 0(COSM1130171),0(COSM1130172)Immunoglobulin V-set domainrs493430 0.3337 YES 5.23E-1 (pos.72588326) acute_myeloid_leukaemia,adenocarcinomaCD300 antigen-like family, member Dextracellular region,immune system process,integral component of membrane,plasma membrane,protein binding,regulation of immune responseA=0, C=27 A=0.0, C=1.0 0.00001 389.988 27 A=0/0, C=12/15

chr10:120816754 C/C A C SNV EIF3A EIF3A:intronic:NM_003750.2 1 100 intronic NM_003750.2c.1978-202T>Gp.? -0.31 PCI domain rs4752244 YES Eukaryotic translation initiation factor 3, subunit A,Eukaryotic translation initiation factor 6IRES-dependent viral translational initiation,RNA binding,cytoplasm,cytosol,eukaryotic translation initiation factor 3 complex,eukaryotic translation initiation factor 3 complex, eIF3e,eukaryotic translation initiation factor 3 complex, eIF3m,formation of cytoplasmic translation initiation complex,mRNA binding,membrane,microtubule,multi-eIF complex,negative regulation of ERK1 and ERK2 cascade,nucleolus,nucleus,protein binding,receptor tyrosine kinase binding,structural molecule activity,translation initiation factor activity,translation reinitiation,translational initiation,viral translational termination-reinitiationGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, C=22 A=0.0, C=1.0 0.00001 298.892 22 A=0/0, C=15/7

chr17:71232804 A/A C A SNV C17orf80 C17orf80:exonic:NM_001100621.2 1 100 3 missense NM_001100621.2c.1183C>A p.His395Asn -1.28 1 68 0 rs745732821,rs9043842.00E-04 9.999E-1;1.156E-4;0.0 (pos.71232804) biological_process,extracellular exosome,integral component of membrane,molecular_functionC=0, A=50 C=0.0, A=1.0 0.00001 852.707 50 C=0/0, A=29/21

chr17:71232881 G/C G C SNV C17orf80 C17orf80:exonic:NM_001100621.2 1 50 3 missense NM_001100621.2c.1260G>C p.Gln420His -0.01 0.36 24 0.504 0.13(COSM3755798),0.13(COSM3755799)rs745142 0.456 YES 6.26E-1 (pos.71232881) adenocarcinoma,neoplasm biological_process,extracellular exosome,integral component of membrane,molecular_functionG=26, C=26 G=0.5, C=0.5 0.00001 256.249 52 G=12/14, C=16/10

chr10:120917269 T/T A T SNV SFXN4 SFXN4:intronic:NM_213649.1 1 100 intronic NM_213649.1c.472-24T>Ap.? -0.88 Tricarboxylate carrierrs2420494,rs7625073549.00E-04 0.0 (pos.120917266),1.0 (pos.120917269)Sideroflexin 4integral component of membrane,ion transmembrane transport,ion transmembrane transporter activity,iron ion homeostasis,membrane,mitochondrial inner membraneA=0, T=39 A=0.0, T=1.0 0.00001 623.129 39 A=0/0, T=11/28

chr10:121201626 C/C T C SNV GRK5 GRK5:intronic:NM_005308.2 1 100 intronic NM_005308.2c.1057+26T>Cp.? -0.49 Protein kinase domain,Protein tyrosine kinase,Regulator of G protein signaling domainrs2275044 0.1359 YES 8.365E-1 (pos.121201626) G protein-coupled receptor kinase 5ATP binding,G-protein coupled receptor kinase activity,G-protein coupled receptor signaling pathway,Wnt signaling pathway,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,apoptotic process,beta-adrenergic receptor kinase activity,cytoplasm,cytosol,fat cell differentiation,negative regulation of apoptotic process,nuclear membrane,nuclear speck,phospholipid binding,plasma membrane,positive regulation of cell proliferation,protein autophosphorylation,protein binding,protein kinase C binding,protein serine/threonine kinase activity,regulation of G-protein coupled receptor protein signaling pathway,regulation of cell cycle,tachykinin receptor signaling pathwayDiabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Endocrine System Diseases;Glucose Metabolism Disorders;Liver Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesT=0, C=44 T=0.0, C=1.0 0.00001 726.567 44 T=0/0, C=19/25

chr10:12126490 A/T A T SNV DHTKD1 DHTKD1:intronic:NM_018706.6 1 47.62 intronic NM_018706.6c.311-49A>Tp.? -0.23 2-oxoglutarate dehydrogenase C-terminal,Dehydrogenase E1 component,Transketolase, pyrimidine binding domainrs11257527 0.4107 YES 4.617E-1;0.0 (pos.12126490) Dehydrogenase E1 and transketolase domains-containing protein 1cellular nitrogen compound metabolic process,cytosol,generation of precursor metabolites and energy,glycolytic process,hematopoietic progenitor cell differentiation,mitochondrial matrix,mitochondrion,oxoglutarate dehydrogenase (succinyl-transferring) activity,oxoglutarate dehydrogenase complex,thiamine pyrophosphate binding,tricarboxylic acid cycleA=11, T=10 A=0.5238, T=0.4762 0.00001 82.2892 21 A=3/8, T=3/7

chr10:121551581 A/C A C SNV INPP5F INPP5F:intronic:NM_014937.3 1 58.33 intronic NM_014937.3c.612+33A>Cp.? 0.01 0(COSM147058)Inositol phosphatase,SacI homology domainrs2289306 0.4442 YES 2.444E-1 (pos.121551581)acute_myeloid_leukaemia,adenocarcinomaInositol polyphosphate 5-phosphatase Fadult locomotory behavior,axon,cardiac muscle hypertrophy in response to stress,clathrin-coated endocytic vesicle,clathrin-coated pit,clathrin-dependent endocytosis,dendrite,early endosome,early endosome membrane,inositol monophosphate 1-phosphatase activity,inositol monophosphate 3-phosphatase activity,inositol monophosphate 4-phosphatase activity,negative regulation of axon regeneration,negative regulation of peptidyl-serine phosphorylation,negative regulation of tyrosine phosphorylation of STAT protein,neuronal cell body,phosphatidylinositol biosynthetic process,phosphatidylinositol catabolic process,phosphatidylinositol dephosphorylation,phosphatidylinositol phosphate 4-phosphatase activity,phosphatidylinositol phosphate 5-phosphatase activity,phosphatidylinositol-mediated signaling,positive regulation of receptor recycling,protein binding,protein homodimerization activity,recycling endosome,regulation of cell motility,regulation of endocytic recycling,regulation of protein kinase B signaling,vacuolar proBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersA=25, C=35 A=0.4167, C=0.5833 0.00001 370.434 60 A=9/16, C=23/12

chr17:71232687 T/C T C SNV C17orf80 C17orf80:exonic:NM_001100621.2 1 47.37 3 missense NM_001100621.2c.1066T>C p.Phe356Leu -0.22 0.72 22 0 0.07(COSM3755794),0.07(COSM3755795)rs745143 0.46 YES 6.256E-1 (pos.71232687) adenocarcinoma,neoplasm biological_process,extracellular exosome,integral component of membrane,molecular_functionT=30, C=27 T=0.5263, C=0.4737 0.00001 256.712 57 T=11/19, C=13/14

chr10:122659490 C/T C T SNV WDR11 WDR11:intronic:NM_018117.11 1 56 intronic NM_018117.11c.2516-51C>Tp.? -0.36 rs2289336 0.3259 YES 4.216E-1 (pos.122659490) WD repeat-containing protein 11cytoplasm,cytosol,integral component of membrane,lysosomal membrane,membrane,microtubule cytoskeleton,nucleus,protein binding46, XY Disorders of Sex Development;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glioma;Gonadal Disorders;Hypogonadism;Kallmann Syndrome;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Substance-Related Disorders;Urogenital AbnormalitiesC=11, T=14 C=0.44, T=0.56 0.00001 134.206 25 C=7/4, T=9/5

chr10:122664967 T/T C T SNV WDR11 WDR11:intronic:NM_018117.11 1 100 intronic NM_018117.11c.3291+39C>Tp.? -0.04 rs1866516 0.4181 YES 5.226E-1 (pos.122664967) WD repeat-containing protein 11cytoplasm,cytosol,integral component of membrane,lysosomal membrane,membrane,microtubule cytoskeleton,nucleus,protein binding46, XY Disorders of Sex Development;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glioma;Gonadal Disorders;Hypogonadism;Kallmann Syndrome;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Substance-Related Disorders;Urogenital AbnormalitiesC=0, T=35 C=0.0, T=1.0 0.00001 543.869 35 C=0/0, T=11/24

chr18:72021717 C/C T C SNV C18orf63 C18orf63:exonic:NM_001174123.1 1 100 13 missense NM_001174123.1c.2027T>C p.Leu676Pro -0.06 1 98 0 Domain of unknown function (DUF4708)rs12606060 1.0 (pos.72021717) T=0, C=37 T=0.0, C=1.0 0.00001 583.682 37 T=0/0, C=25/12

chr10:123724767 G/G T G SNV NSMCE4A NSMCE4A:intronic:NM_017615.2 1 100 intronic NM_017615.2c.753+34A>Cp.? -0.3 Binding domain of Nse4/EID3 to Nse3-MAGE,Nse4 C-terminalrs4752626 0.0013 YES 9.999E-1 (pos.123724767) Non-SMC element 4, S. cerevisiae, homolog of, ADNA recombination,DNA repair,Smc5-Smc6 complex,chromosome, telomeric region,nuclear body,nucleoplasm,positive regulation of response to DNA damage stimulus,protein bindingT=0, G=52 T=0.0, G=1.0 0.00001 766.983 52 T=0/0, G=40/12

chr10:123733511 C/G C G SNV NSMCE4A NSMCE4A:intronic:NM_017615.2 1 47.62 intronic NM_017615.2c.370+8G>Cp.? -1.1 Binding domain of Nse4/EID3 to Nse3-MAGE,Nse4 C-terminalrs10887034 0.1616 YES 2.562E-1 (pos.123733511) Non-SMC element 4, S. cerevisiae, homolog of, ADNA recombination,DNA repair,Smc5-Smc6 complex,chromosome, telomeric region,nuclear body,nucleoplasm,positive regulation of response to DNA damage stimulus,protein bindingC=11, G=10 C=0.5238, G=0.4762 0.00001 82.2867 21 C=3/8, G=5/5

chr18:72021145 T/A T A SNV C18orf63 C18orf63:exonic:NM_001174123.1 1 45.45 12 missense NM_001174123.1c.1643T>A p.Phe548Tyr 0.17 0.03 22 0.731 0.11(COSM4000469)Domain of unknown function (DUF4708)rs8093952 YES 6.566E-2 (pos.72021145) acute_myeloid_leukaemia,diffuse_large_B_cell_lymphoma T=12, A=10 T=0.5455, A=0.4545 0.00001 81.7625 22 T=6/6, A=2/8

chr18:21100240 T/T C T SNV C18orf8 C18orf8:exonic:NM_013326.4 1 100 10 synonymous NM_013326.4c.924C>T p.(=) -1.65 Colon cancer-associated protein Mic1-likers1367083 0.4771 YES 9.074E-1 (pos.21100240) lysosomal membrane C=0, T=22 C=0.0, T=1.0 0.00001 298.89 22 C=0/0, T=12/10

chr19:1277275 C/C G C SNV C19orf24 C19orf24:exonic:NM_017914.3 1 100 2 synonymous NM_017914.3c.375G>C p.(=) 0.07 0.07(COSM438617)Protein of unknown function (DUF1180)rs757292 0.2134 YES 9.662E-1 (pos.1277275) clear_cell_renal_cell_carcinoma,neoplasmcytoplasm,extracellular region,integral component of membraneG=0, C=32 G=0.0, C=1.0 0.00001 484.983 32 G=0/0, C=14/18

chr19:51159571 G/G T G SNV C19orf81 C19orf81:exonic:NM_001195076.1 1 100 3 missense NM_001195076.1c.229T>G p.Ser77Ala 1.14 1 99 0 0.01(COSM4591754)Domain of unknown function (DUF4732)rs4801844 YES 6.85E-1 (pos.51159571) squamous_cell_carcinoma T=0, G=39 T=0.0, G=1.0 0.00001 627.763 39 T=0/0, G=10/29

chr10:124216397 T/C T C SNV ARMS2 ARMS2:intronic:NM_001099667.1 1 57.14 intronic NM_001099667.1c.298-26T>Cp.? 2.23 rs36213074 0.1298 YES 9.677E-3 (pos.124216397) mitochondrion,photoreceptor inner segment,retina homeostasisEye Diseases;Macular Degeneration;Retinal Degeneration;Retinal DiseasesT=9, C=12 T=0.4286, C=0.5714 0.00001 109.102 21 T=2/7, C=5/7

chr10:124271589 G/A G A SNV HTRA1 HTRA1:intronic:NM_002775.4 1 95.45 intronic NM_002775.4c.1274+8G>Ap.? -1.14 Insulin-like growth factor binding protein,Kazal-type serine protease inhibitor domain,PDZ domain,PDZ domain (Also known as DHR or GLGF),Trypsin,Trypsin-like peptidase domainrs2672586 0 1.0 (pos.124271589) HTRA serine peptidase 1chorionic trophoblast cell differentiation,cytosol,dentinogenesis,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular region,extracellular space,identical protein binding,insulin-like growth factor binding,negative regulation of BMP signaling pathway,negative regulation of defense response to virus,negative regulation of transforming growth factor beta receptor signaling pathway,placenta development,plasma membrane,positive regulation of epithelial cell proliferation,protein binding,proteolysis,regulation of cell growth,serine-type endopeptidase activity,serine-type peptidase activityAlopecia;Bone Diseases;Brain Diseases;Brain Infarction;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Infarction;Cerebrovascular Disorders;Eye Diseases;Hair Diseases;Hypotrichosis;Leukoencephalopathies;Macular Degeneration;Musculoskeletal Diseases;Nervous System Diseases;Retinal Degeneration;Retinal Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Spinal Diseases;Stroke;Vascular DiseasesLikely benign G=1, A=21 G=0.0455, A=0.9545 0.00001 271.509 22 G=1/0, A=7/14

chr10:124325409 G/G T G SNV DMBT1 DMBT1:intronic:NM_007329.2 1 100 intronic NM_007329.2c.62-74T>G p.? -0.7 CUB domain,Scavenger receptor cysteine-rich domain,Zona pellucida-like domainrs3019515 0.3231 YES Deleted in malignant brain tumors 1calcium-dependent protein binding,cellular protein metabolic process,cytoplasm,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,defense response to virus,epithelial cell differentiation,extracellular exosome,extracellular region,extracellular space,extrinsic component of membrane,induction of bacterial agglutination,innate immune response,multicellular organism development,pattern recognition receptor signaling pathway,phagocytic vesicle membrane,protein binding,protein transport,receptor-mediated endocytosis,scavenger receptor activity,signaling pattern recognition receptor activity,viral process,zymogen binding,zymogen granule membraneColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioma;Intestinal Diseases;Intestinal Neoplasms;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, PrimitiveT=0, G=43 T=0.0, G=1.0 0.00001 708.402 43 T=0/0, G=28/15

chr10:124325569 G/G A G SNV DMBT1 DMBT1:intronic:NM_007329.2 1 100 intronic NM_007329.2c.91+57A>Gp.? 0.07 CUB domain,Scavenger receptor cysteine-rich domain,Zona pellucida-like domainrs3019516 0.3231 YES Deleted in malignant brain tumors 1calcium-dependent protein binding,cellular protein metabolic process,cytoplasm,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,defense response to virus,epithelial cell differentiation,extracellular exosome,extracellular region,extracellular space,extrinsic component of membrane,induction of bacterial agglutination,innate immune response,multicellular organism development,pattern recognition receptor signaling pathway,phagocytic vesicle membrane,protein binding,protein transport,receptor-mediated endocytosis,scavenger receptor activity,signaling pattern recognition receptor activity,viral process,zymogen binding,zymogen granule membraneColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioma;Intestinal Diseases;Intestinal Neoplasms;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, PrimitiveA=0, G=48 A=0.0, G=1.0 0.00001 810.428 48 A=0/0, G=27/21

chr10:124329672 CT/CT TC CT MNV DMBT1 DMBT1:intronic:NM_007329.2 2 100 intronic NM_007329.2c.92-6TC>CTp.? 0.1, 0.07 CUB domain,Scavenger receptor cysteine-rich domain,Zona pellucida-like domainrs34118835,rs3740220,rs3740221,rs8794291890.2544 YES 7.871E-1 (pos.124329673),7.871E-1;0.0;0.0 (pos.124329672)Deleted in malignant brain tumors 1calcium-dependent protein binding,cellular protein metabolic process,cytoplasm,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,defense response to virus,epithelial cell differentiation,extracellular exosome,extracellular region,extracellular space,extrinsic component of membrane,induction of bacterial agglutination,innate immune response,multicellular organism development,pattern recognition receptor signaling pathway,phagocytic vesicle membrane,protein binding,protein transport,receptor-mediated endocytosis,scavenger receptor activity,signaling pattern recognition receptor activity,viral process,zymogen binding,zymogen granule membraneColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioma;Intestinal Diseases;Intestinal Neoplasms;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, PrimitiveTC=0, CT=20TC=0.0, CT=1.0 0.00001 261.827 20 TC=0/0, CT=8/12

chr2:43903354 C/C T C SNV

C1GALT1C1

L,PLEKHH2 PLEKHH2:intronic:NM_172069.3, C1GALT1C1L:exonic:NM_001101330.21
100

1 synonymous NM_172069.3, NM_001101330.2c.124-2648T>C, c.108A>Gp.?, p.(=) -0.26 FERM central domain,MyTH4 domain,PH domainrs4952675 0.3024 YES 1.885E-1 (pos.43903354) Pleckstrin homology domain-containing protein, family H, member 2actin binding,cortical actin cytoskeleton,cytoplasm,cytoskeleton,identical protein binding,integral component of membrane,lamellipodium,negative regulation of actin filament depolymerization,plasma membrane,protein bindingT=0, C=48 T=0.0, C=1.0 0.00001 810.435 48 T=0/0, C=33/15

chr1:172437592 A/A G A SNV C1orf105 C1orf105:exonic:NM_139240.3 1 100 7 missense NM_139240.3c.410G>A p.Ser137Asn -0.32 0 46 0.04 0.05(COSM3750598)Domain of unknown function (DUF4548)rs1129942 0.2151 YES 9.992E-1 (pos.172437592)adenocarcinoma protein binding G=0, A=66 G=0.0, A=1.0 0.00001 1003.34 66 G=0/0, A=33/33



chr10:124594153 G/G A G SNV

CUZD1,FAM

24B-CUZD1 FAM24B-CUZD1:intronic_nc:NR_037915.1, CUZD1:intronic:NM_022034.51

100

intronic NM_022034.5, NR_037915.1c.1382+69T>Cp.? 4.12 CUB domain,Zona pellucida-like domainrs11248321 YES Cub and zona pellucida-like domains 1cell cycle,cell division,cell proliferation,integral component of membrane,substrate-dependent cell migration, cell attachment to substrate,transport vesicle membrane,trypsinogen activation,zymogen granule membraneA=0, G=120 A=0.0, G=1.0 0.00001 1932.36 120 A=0/0, G=65/55

chr1:11015165 G/G A G SNV C1orf127 C1orf127:exonic:NM_001170754.1 1 100 9 missense NM_001170754.1c.857T>C p.Ile286Thr -1.25 0.31 89 0.001 0.02(COSM3747483),0.02(COSM3747484)Domain of unknown function (DUF4556)rs75130475,rs7607554480.1517 YES 0.0 (pos.11015163),2.48E-1 (pos.11015165)adenocarcinoma,hepatocellular_carcinoma,neoplasmAlopecia;Hair Diseases;Hypotrichosis;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=128 A=0.0, G=1.0 0.00001 2094.83 128 A=0/0, G=59/69

chr1:67560956 T/T C T SNV C1orf141 C1orf141:exonic:NM_001276351.1 1 100 7 missense NM_001276351.1c.565G>A p.Val189Ile 0.83 1 29 0 Domain of unknown function (DUF4545)rs11208997 0.143 YES 9.72E-1 (pos.67560956) Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesC=0, T=168 C=0.0, T=1.0 0.00001 2733.33 168 C=0/0, T=74/94

chr10:125426627 T/T G T SNV GPR26 GPR26:intronic:NM_153442.3 1 100 intronic NM_153442.3c.668+36G>Tp.? -0.84 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsxrs3808964 0.3438 YES 3.778E-1 (pos.125426627) G protein-coupled receptor 26G-protein coupled receptor activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,integral component of membrane,intracellular,plasma membrane,positive regulation of protein targeting to mitochondrion,regulation of protein stabilityG=0, T=39 G=0.0, T=1.0 0.00001 601.927 39 G=0/0, T=23/16

chr1:67561090 T/C T C SNV C1orf141 C1orf141:exonic:NM_001276351.1 1 57.58 7 missense NM_001276351.1c.431A>G p.Gln144Arg -1 0.42 43 0.624 0.02(COSM3751374),0.02(COSM3751375)Domain of unknown function (DUF4545)rs72933970 0.0468 YES 8.523E-2 (pos.67561090) adenocarcinoma Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesT=56, C=76 T=0.4242, C=0.5758 0.00001 882.232 132 T=33/23, C=24/52

chr1:3807593 C/C G C SNV C1orf174 C1orf174:exonic:NM_207356.2 1 100 3 missense NM_207356.2c.158C>G p.Thr53Arg 0.1 1 71 0 UPF0688 familyrs4274008 0.0078 9.999E-1 (pos.3807593) nucleus,protein binding G=0, C=42 G=0.0, C=1.0 0.00001 685.216 42 G=0/0, C=19/23

chr10:125526689 A/A G A SNV CPXM2 CPXM2:intronic:NM_198148.2 1 100 intronic NM_198148.2c.1300-21C>Tp.? 0.31 Carboxypeptidase regulatory-like domain,F5/8 type C domain,Zinc carboxypeptidasers1896392 0.2156 YES 5.729E-1 (pos.125526689) Carboxypeptidase X, M14 family, member 2extracellular matrix,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingG=0, A=34 G=0.0, A=1.0 0.00001 524.186 34 G=0/0, A=19/15

chr10:125622250 CA/C CA C INDEL CPXM2 CPXM2:intronic:NM_198148.2 1 50 intronic NM_198148.2c.404-11TG>Gp.? -0.61, 2.54 Carboxypeptidase regulatory-like domain,F5/8 type C domain,Zinc carboxypeptidasers11299200,rs201580194,rs3980150120.2211 YES 7.882E-1 (pos.125622250) Carboxypeptidase X, M14 family, member 2extracellular matrix,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingCA=53, C=53CA=0.5, C=0.5 0.00001 498.562 106 CA=28/25, C=21/32

chr10:125622263 A/T A T SNV CPXM2 CPXM2:intronic:NM_198148.2 1 50 intronic NM_198148.2c.404-24T>Ap.? -0.13 Carboxypeptidase regulatory-like domain,F5/8 type C domain,Zinc carboxypeptidasers28469012 0.1205 YES 3.221E-1 (pos.125622263) Carboxypeptidase X, M14 family, member 2extracellular matrix,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingA=53, T=53 A=0.5, T=0.5 0.00001 540.551 106 A=28/25, T=21/32

chr10:126093991 C/C T C SNV OAT OAT:intronic:NM_000274.3 1 100 intronic NM_000274.3c.648+14A>Gp.? -1.87 Aminotransferase class-IIIrs9422807 0.1791 YES 9.545E-1 (pos.126093991) Ornithine aminotransferaseL-proline biosynthetic process,cellular amino acid biosynthetic process,identical protein binding,mitochondrial matrix,mitochondrion,nucleoplasm,ornithine-oxo-acid transaminase activity,protein hexamerization,pyridoxal phosphate binding,visual perceptionChoroid Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Enterocolitis;Enterocolitis, Necrotizing;Eye Diseases;Eye Diseases, Hereditary;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Gyrate Atrophy;Intestinal Diseases;Uveal DiseasesCanaline,Gabaculine,Ornithine,Pyridoxal PhosphateBenign T=0, C=83 T=0.0, C=1.0 0.00001 1349.88 83 T=0/0, C=27/56

chr1:186363119 G/G C G SNV C1orf27 C1orf27:exonic:NM_017847.5 1 100 9 missense NM_017847.5c.752C>G p.Ser251Cys 0.05 0.14 112 0 0.19(COSM424841),0.19(COSM424842)Olfactory receptor 4-likers12084264 0.3178 YES 1.078E-1 (pos.186363119)carcinoma integral component of membrane C=0, G=47 C=0.0, G=1.0 0.00001 789.326 47 C=0/0, G=26/21

chr10:126660781 T/T A T SNV ZRANB1 ZRANB1:intronic:NM_017580.2 1 100 intronic NM_017580.2c.1156+94A>Tp.? 0.38 OTU-like cysteine protease,Zn-finger in Ran binding protein and othersrs3802700 YES Zinc finger- and RAN-binding domain-containing protein 1K63-linked polyubiquitin modification-dependent protein binding,Wnt signaling pathway,cell migration,cytoplasm,cytoskeleton organization,cytosol,intracellular membrane-bounded organelle,metal ion binding,nucleoplasm,nucleus,positive regulation of Wnt signaling pathway,protein K29-linked deubiquitination,protein K33-linked deubiquitination,protein K63-linked deubiquitination,protein binding,protein deubiquitination,protein deubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of cell morphogenesis,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activityA=0, T=40 A=0.0, T=1.0 0.00001 649.195 40 A=0/0, T=13/27

chr10:126681688 C/C T C SNV CTBP2 CTBP2:intronic:NM_022802.2 1 100 intronic NM_022802.2c.2659+83A>Gp.? -1.71 D-isomer specific 2-hydroxyacid dehydrogenase, NAD binding domain,D-isomer specific 2-hydroxyacid dehydrogenase, catalytic domainrs7097802 YES C-terminal-binding protein 2NAD binding,cell junction,cellular response to leukemia inhibitory factor,chromatin binding,cytosol,glyoxylate reductase (NADP) activity,hydroxypyruvate reductase activity,negative regulation of cell proliferation,negative regulation of transcription, DNA-templated,nucleus,oxidation-reduction process,oxidoreductase activity, acting on the CH-OH group of donors, NAD or NADP as acceptor,positive regulation of chromatin binding,positive regulation of retinoic acid receptor signaling pathway,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein complex binding,protein homodimerization activity,protein kinase binding,retinoic acid receptor binding,ribbon synapse,transcription coactivator activity,transcription corepressor activity,transcription, DNA-templated,transcriptional repressor complex,viral genome replication,white fat cell differentiationGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=0, C=53 T=0.0, C=1.0 0.00001 782.027 53 T=0/0, C=41/12

chr22:37578579 T/T C T SNV C1QTNF6 C1QTNF6:exonic:NM_031910.3 1 100 3 synonymous NM_031910.3c.486G>A p.(=) -0.03 0.4(COSM149291),0.4(COSM5426365)C1q domain,Collagen triple helix repeat (20 copies)rs229519 0.2643 YES 5.028E-1 (pos.37578579) acute_myeloid_leukaemia,adenocarcinoma,adenomaC1q- and tumor necrosis factor-related protein 6collagen trimer,extracellular space,identical protein binding,integral component of membrane,protein binding,protein heterotrimerizationAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Exophthalmos;Eye Diseases;Glucose Metabolism Disorders;Goiter;Graves Disease;Hyperthyroidism;Hypopigmentation;Immune System Diseases;Metabolic Diseases;Nutritional and Metabolic Diseases;Orbital Diseases;Pigmentation Disorders;Skin Diseases;Skin and Connective Tissue Diseases;Thyroid Diseases;VitiligoC=0, T=55 C=0.0, T=1.0 0.00001 814.896 55 C=0/0, T=27/28

chr13:24465743 G/G A G SNV

C1QTNF9B,P

COTH PCOTH:intronic:NM_001135816.2, C1QTNF9B:exonic:NM_001007537.21
100

3 synonymous NM_001135816.2, NM_001007537.2c.33-9A>G, c.687T>Cp.?, p.(=) -1.65 C1q domain,Collagen triple helix repeat (20 copies)rs3864971 2.00E-04 9.999E-1;1.159E-4 (pos.24465743) C1QTNF9B antisense RNA 1,C1q- and tumor necrosis factor-related protein 9Bcollagen trimer,extracellular exosome,protein binding A=0, G=53 A=0.0, G=1.0 0.00001 782.018 53 A=0/0, G=19/34

chr10:127426835 T/T G T SNV EDRF1 EDRF1:intronic:NM_001202438.1 1 100 intronic NM_001202438.1c.1831-29G>Tp.? -0.58 rs3943225 0.1169 YES 9.144E-1 (pos.127426835) cellular_component,nucleus,positive regulation of transcription, DNA-templated,protein binding,transcription, DNA-templatedG=0, T=20 G=0.0, T=1.0 0.00001 263.786 20 G=0/0, T=10/10

chr10:127515069 T/T C T SNV BCCIP BCCIP:intronic:NM_016567.3 1 100 intronic NM_016567.3c.166-91C>Tp.? -0.59 p21-C-terminal region-binding proteinrs10159992 YES BRCA2- and CDKN1A-interacting proteinDNA repair,RNA binding,centriole,centrosome,cytosol,establishment of mitotic spindle orientation,kinase regulator activity,microtubule anchoring,microtubule cytoskeleton organization,mitotic spindle assembly,mitotic spindle organization,mitotic spindle pole,neuroendocrine cell differentiation,nuclear cyclin-dependent protein kinase holoenzyme complex,nucleoplasm,nucleus,protein binding,regulation of cyclin-dependent protein serine/threonine kinase activity,tubulin bindingC=0, T=71 C=0.0, T=1.0 0.00001 1109.41 71 C=0/0, T=40/31

chr10:127548587 G/G C G SNV DHX32 DHX32:intronic:NM_018180.2 1 100 intronic NM_018180.2c.477-43G>Cp.? -0.7 Helicase associated domain (HA2),Oligonucleotide/oligosaccharide-binding (OB)-foldrs1539315,rs565702802,rs7645368710.0575 YES 0.0 (pos.127548584),0.0;0.0;0.0 (pos.127548581),8.322E-1 (pos.127548587)DEAH (Asp-Glu-Ala-His) box polypeptide 32ATP binding,ATP-dependent RNA helicase activity,RNA binding,cytoplasm,helicase activity,mRNA splicing, via spliceosome,mitochondrion,protein binding,spliceosomal complexC=0, G=36 C=0.0, G=1.0 0.00001 563.743 36 C=0/0, G=13/23

chr10:128209797 T/T C T SNV C10orf90 C10orf90:intronic:NM_001004298.3 1 100 intronic NM_001004298.3c.22+71G>Ap.? -1.03 ALMS motif rs2099553 0.1483 YES Chromosome 10 open reading frame 90actin cytoskeleton,alpha-actinin binding,centrosome,cytoplasm,cytosol,histone deacetylase binding,nucleoplasm,plasma membraneC=0, T=102 C=0.0, T=1.0 0.00001 1593.29 102 C=0/0, T=82/20

chr20:18810705 C/T C T SNV C20orf78 C20orf78:utr_5:NM_001242671.2 1 45.45 1 utr_5 NM_001242671.2c.-10G>A p.? 0.97 rs6136530 YES 5.537E-1 (pos.18810705) C=12, T=10 C=0.5455, T=0.4545 0.00001 81.7626 22 C=5/7, T=1/9

chr21:45553596 C/C T C SNV C21orf33 C21orf33:exonic:NM_004649.7 1 100 1 missense NM_004649.7c.17T>C p.Val6Ala -1.25 1 64 0 0(COSM444566) rs763258982,rs968714 0.1938 YES 0.0;0.0 (pos.45553595),7.364E-1 (pos.45553596)neoplasm,squamous_cell_carcinomaES1, zebrafish, protein, homolog ofmitochondrionColitis;Colitis, Ulcerative;Colonic Diseases;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesT=0, C=20 T=0.0, C=1.0 0.00001 263.73 20 T=0/0, C=14/6

chr10:128840836 T/TG T TG INDEL DOCK1 DOCK1:intronic:NM_001380.4 1 100 intronic NM_001380.4c.1948-53T>TGp.? -0.18 C2 domain in Dock180 and Zizimin proteins,DOCK N-terminus,Dock homology region 2,SH3 domain,Variant SH3 domainDedicator of cytokinesis-1Fc-gamma receptor signaling pathway involved in phagocytosis,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,SH3 domain binding,apoptotic process,blood coagulation,cell migration,cytoplasm,cytoskeleton organization,cytosol,guanyl-nucleotide exchange factor activity,guanyl-nucleotide exchange factor complex,hematopoietic progenitor cell differentiation,integrin-mediated signaling pathway,intracellular,membrane,phagocytosis, engulfment,positive regulation of GTPase activity,positive regulation of epithelial cell migration,positive regulation of substrate adhesion-dependent cell spreading,protein binding,signal transduction,small GTPase mediated signal transduction,vascular endothelial growth factor receptor signaling pathwayMental Disorders;Substance-Related DisordersT=0, TG=23 T=0.0, TG=1.0 0.00001 215.745 23 T=0/0, TG=10/13

chr10:128840842 G/G A G SNV DOCK1 DOCK1:intronic:NM_001380.4 1 100 intronic NM_001380.4c.1948-47A>Gp.? -1.02 C2 domain in Dock180 and Zizimin proteins,DOCK N-terminus,Dock homology region 2,SH3 domain,Variant SH3 domainrs880272 0.0897 YES 9.15E-1 (pos.128840842) Dedicator of cytokinesis-1Fc-gamma receptor signaling pathway involved in phagocytosis,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,SH3 domain binding,apoptotic process,blood coagulation,cell migration,cytoplasm,cytoskeleton organization,cytosol,guanyl-nucleotide exchange factor activity,guanyl-nucleotide exchange factor complex,hematopoietic progenitor cell differentiation,integrin-mediated signaling pathway,intracellular,membrane,phagocytosis, engulfment,positive regulation of GTPase activity,positive regulation of epithelial cell migration,positive regulation of substrate adhesion-dependent cell spreading,protein binding,signal transduction,small GTPase mediated signal transduction,vascular endothelial growth factor receptor signaling pathwayMental Disorders;Substance-Related DisordersA=0, G=23 A=0.0, G=1.0 0.00001 312.804 23 A=0/0, G=10/13

chr10:129202729 T/T G T SNV DOCK1 DOCK1:intronic:NM_001380.4 1 100 intronic NM_001380.4c.4059+36G>Tp.? -0.25 C2 domain in Dock180 and Zizimin proteins,DOCK N-terminus,Dock homology region 2,SH3 domain,Variant SH3 domainrs2296630 0.2289 YES 2.865E-1 (pos.129202729) Dedicator of cytokinesis-1Fc-gamma receptor signaling pathway involved in phagocytosis,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,SH3 domain binding,apoptotic process,blood coagulation,cell migration,cytoplasm,cytoskeleton organization,cytosol,guanyl-nucleotide exchange factor activity,guanyl-nucleotide exchange factor complex,hematopoietic progenitor cell differentiation,integrin-mediated signaling pathway,intracellular,membrane,phagocytosis, engulfment,positive regulation of GTPase activity,positive regulation of epithelial cell migration,positive regulation of substrate adhesion-dependent cell spreading,protein binding,signal transduction,small GTPase mediated signal transduction,vascular endothelial growth factor receptor signaling pathwayMental Disorders;Substance-Related DisordersG=0, T=26 G=0.0, T=1.0 0.00001 371.42 26 G=0/0, T=12/14

chr10:129242555 A/A G A SNV DOCK1 DOCK1:intronic:NM_001380.4 1 100 intronic NM_001380.4c.5350+12G>Ap.? -1.55 C2 domain in Dock180 and Zizimin proteins,DOCK N-terminus,Dock homology region 2,SH3 domain,Variant SH3 domainrs2275053 0.4426 YES 4.462E-1 (pos.129242555) Dedicator of cytokinesis-1Fc-gamma receptor signaling pathway involved in phagocytosis,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,SH3 domain binding,apoptotic process,blood coagulation,cell migration,cytoplasm,cytoskeleton organization,cytosol,guanyl-nucleotide exchange factor activity,guanyl-nucleotide exchange factor complex,hematopoietic progenitor cell differentiation,integrin-mediated signaling pathway,intracellular,membrane,phagocytosis, engulfment,positive regulation of GTPase activity,positive regulation of epithelial cell migration,positive regulation of substrate adhesion-dependent cell spreading,protein binding,signal transduction,small GTPase mediated signal transduction,vascular endothelial growth factor receptor signaling pathwayMental Disorders;Substance-Related DisordersG=0, A=73 G=0.0, A=1.0 0.00001 1150.44 73 G=0/0, A=45/28

chr10:129536642 A/A G A SNV FOXI2 FOXI2:intronic:NM_207426.2 1 100 intronic NM_207426.2c.512-142G>Ap.? -1.28 Forkhead domainrs7085541 YES Forkhead box I2RNA polymerase II transcription factor activity, sequence-specific DNA binding,anatomical structure morphogenesis,cell differentiation,nucleus,regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,transcription, DNA-templatedG=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=24/5

chr10:129536648 T/T G T SNV FOXI2 FOXI2:intronic:NM_207426.2 1 100 intronic NM_207426.2c.512-136G>Tp.? -0.22 Forkhead domainrs7085544 YES Forkhead box I2RNA polymerase II transcription factor activity, sequence-specific DNA binding,anatomical structure morphogenesis,cell differentiation,nucleus,regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,transcription, DNA-templatedG=0, T=29 G=0.0, T=1.0 0.00001 427.603 29 G=0/0, T=24/5

chr10:129846010 A/A G A SNV PTPRE PTPRE:intronic:NM_006504.5 1 100 intronic NM_006504.5c.210-18G>Ap.? -5.66 Protein-tyrosine phosphatasers7911904 0.2165 YES 8.269E-1 (pos.129846010) Protein tyrosine phosphatase, receptor type, epsiloncytoplasm,integral component of membrane,negative regulation of insulin receptor signaling pathway,nucleus,peptidyl-tyrosine dephosphorylation,plasma membrane,protein binding,protein dephosphorylation,protein tyrosine phosphatase activity,transmembrane receptor protein tyrosine phosphatase activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesAlendronic acid G=0, A=53 G=0.0, A=1.0 0.00001 782.03 53 G=0/0, A=41/12

chr10:129854369 C/C T C SNV PTPRE PTPRE:intronic:NM_006504.5 1 100 intronic NM_006504.5c.421-18T>Cp.? -1.36 Protein-tyrosine phosphatasers4424589 0.2159 YES 8.307E-1 (pos.129854369) Protein tyrosine phosphatase, receptor type, epsiloncytoplasm,integral component of membrane,negative regulation of insulin receptor signaling pathway,nucleus,peptidyl-tyrosine dephosphorylation,plasma membrane,protein binding,protein dephosphorylation,protein tyrosine phosphatase activity,transmembrane receptor protein tyrosine phosphatase activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesAlendronic acid T=0, C=55 T=0.0, C=1.0 0.00001 814.907 55 T=0/0, C=24/31

chr10:129854550 A/A G A SNV PTPRE PTPRE:intronic:NM_006504.5 1 100 intronic NM_006504.5c.511+73G>Ap.? 0.01 Protein-tyrosine phosphatasers11016041 YES Protein tyrosine phosphatase, receptor type, epsiloncytoplasm,integral component of membrane,negative regulation of insulin receptor signaling pathway,nucleus,peptidyl-tyrosine dephosphorylation,plasma membrane,protein binding,protein dephosphorylation,protein tyrosine phosphatase activity,transmembrane receptor protein tyrosine phosphatase activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesAlendronic acid G=0, A=49 G=0.0, A=1.0 0.00001 831.542 49 G=0/0, A=16/33

chr10:129859992 C/C T C SNV

AS-

PTPRE,PTPR

E PTPRE:intronic:NM_006504.5, AS-PTPRE:intronic_nc:NR_136149.1 1

100

intronic NM_006504.5, NR_136149.1c.625+13T>Cp.? 0.07 Protein-tyrosine phosphatasers4462251 0.4751 YES 6.024E-1 (pos.129859992) Protein tyrosine phosphatase, receptor type, epsiloncytoplasm,integral component of membrane,negative regulation of insulin receptor signaling pathway,nucleus,peptidyl-tyrosine dephosphorylation,plasma membrane,protein binding,protein dephosphorylation,protein tyrosine phosphatase activity,transmembrane receptor protein tyrosine phosphatase activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesAlendronic acid T=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=15/11

chr10:129907741 A/A G A SNV MKI67 MKI67:intronic:NM_002417.4 1 100 intronic NM_002417.4c.2417-54C>Tp.? 0.04 FHA domain,K167R (NUC007) repeat,Protein phosphatase 1 bindingrs2065718 YES Proliferation-related Ki-67 antigenATP binding,DNA binding,DNA metabolic process,RNA binding,animal organ regeneration,cell proliferation,cellular response to heat,chromosome, centromeric region,condensed chromosome,cytoplasm,hyaluronan metabolic process,meiotic cell cycle,membrane,nuclear body,nucleolus,nucleus,protein C-terminus binding,protein binding,regulation of chromatin organization,regulation of chromosome segregation,regulation of mitotic nuclear division,response to organic cyclic compoundAdenocarcinoma;Adnexal Diseases;Autoimmune Diseases;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Chondrosarcoma;Chondrosarcoma, Mesenchymal;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Hepatitis;Hepatitis, Chronic;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, InboG=0, A=200 G=0.0, A=1.0 0.00001 3401.19 200 G=0/0, A=114/86

chr21:34166190 T/T A T SNV

C21orf62,C

21orf62-AS1 C21orf62:exonic:NM_001162496.2, C21orf62-AS1:intronic_nc:NR_024622.11

100

2 missense NR_024622.1, NM_001162496.2c.543T>A p.Phe181Leu 0.74 22 0.1(COSM4591862)Domain of unknown function (DUF4571)rs11390393,rs74617086 YES 1.0 (pos.34166190) squamous_cell_carcinoma biological_process,cellular_component,molecular_functionA=0, T=41 A=0.0, T=1.0 0.00001 645.92 41 A=0/0, T=27/14

chr22:42089623 C/C T C SNV C22orf46 C22orf46:exonic:NM_001142964.1 1 100 2 missense NM_001142964.1c.373T>C p.Trp125Arg -0.02 0.01 101 0.002 0.03(COSM3759222)Domain of unknown function (DUF4727)rs739134 0.197 YES 9.18E-1 (pos.42089623) adenocarcinoma,ductal_carcinomaextracellular region T=0, C=50 T=0.0, C=1.0 0.00001 852.738 50 T=0/0, C=24/26

chr10:13214812 G/G A G SNV MCM10 MCM10:intronic:NM_182751.2 1 100 intronic NM_182751.2c.595+47A>Gp.? -2.88 Mcm10 replication factor,Primase zinc fingerrs6602637,rs772473922 0.1893 YES 0.0 (pos.13214810),5.696E-1 (pos.13214812)Minichromosome maintenance 10, S. cerevisiae, homolog ofDNA replication,DNA replication initiation,DNA replication origin binding,G1/S transition of mitotic cell cycle,cell proliferation,cellular response to DNA damage stimulus,enzyme binding,identical protein binding,metal ion binding,nucleolus,nucleoplasm,nucleus,protein binding,replication fork protection complex,single-stranded DNA bindingA=0, G=94 A=0.0, G=1.0 0.00001 1580.4 94 A=0/0, G=61/33

chr10:13237015 A/A G A SNV MCM10 MCM10:intronic:NM_182751.2 1 100 intronic NM_182751.2c.1749-26G>Ap.? -0.56 Mcm10 replication factor,Primase zinc fingerrs10796036 0.1237 YES 7.618E-1 (pos.13237015) Minichromosome maintenance 10, S. cerevisiae, homolog ofDNA replication,DNA replication initiation,DNA replication origin binding,G1/S transition of mitotic cell cycle,cell proliferation,cellular response to DNA damage stimulus,enzyme binding,identical protein binding,metal ion binding,nucleolus,nucleoplasm,nucleus,protein binding,replication fork protection complex,single-stranded DNA bindingG=0, A=22 G=0.0, A=1.0 0.00001 298.856 22 G=0/0, A=15/7

chr10:13275514 G/G A G SNV UCMA UCMA:intronic:NM_145314.2 1 100 intronic NM_145314.2c.220+24T>Cp.? 0 Unique cartilage matrix associated proteinrs4750327,rs7713624252.00E-04 0.0 (pos.13275513),1.0;0.0 (pos.13275514) aggresome,extracellular space,negative regulation of osteoblast differentiation,perinuclear region of cytoplasm,proteinaceous extracellular matrix,regulation of osteoblast differentiationA=0, G=24 A=0.0, G=1.0 0.00001 334.245 24 A=0/0, G=13/11

chr21:43327117 T/T C T SNV C2CD2 C2CD2:exonic:NM_015500.1 1 100 10 synonymous NM_015500.1c.1302G>A p.(=) -1.72 C2 domain rs2277795,rs754767544 0.1486 YES 2.67E-1;0.0;0.0 (pos.43327117) C2 calcium-dependent domain-containing protein 2cytosol,integral component of membrane,nucleusAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsC=0, T=63 C=0.0, T=1.0 0.00001 958.917 63 C=0/0, T=59/4

chr10:13275676 T/C T C SNV UCMA UCMA:intronic:NM_145314.2 1 57.58 intronic NM_145314.2c.125-43A>Gp.? 0.19 Unique cartilage matrix associated proteinrs3829926 0.3079 YES 5.257E-1 (pos.13275676) aggresome,extracellular space,negative regulation of osteoblast differentiation,perinuclear region of cytoplasm,proteinaceous extracellular matrix,regulation of osteoblast differentiationT=14, C=19 T=0.4242, C=0.5758 0.00001 203.769 33 T=7/7, C=9/10

chr10:133966434 C/T C T SNV JAKMIP3 JAKMIP3:intronic:NM_001105521.3 1 57.45 intronic NM_001105521.3c.2002-28C>Tp.? -0.13 JAKMIP CC3 domainrs11146215 0.0211 YES 5.462E-1 (pos.133966434) Janus kinase and microtubule interacting protein 3Golgi apparatus,kinase binding,microtubule binding C=20, T=27 C=0.4255, T=0.5745 0.00001 326.535 47 C=9/11, T=8/19

chr21:43327793 C/T C T SNV C2CD2 C2CD2:exonic:NM_015500.1 1 57.45 9 synonymous NM_015500.1c.1119G>A p.(=) -2.35 0.05(COSM6289040)C2 domain rs3746904 0.3505 YES 4.042E-1 (pos.43327793) neoplasm C2 calcium-dependent domain-containing protein 2cytosol,integral component of membrane,nucleusAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsC=20, T=27 C=0.4255, T=0.5745 0.00001 320.794 47 C=7/13, T=7/20

chr10:134038647 G/G A G SNV STK32C STK32C:intronic:NM_173575.3 1 100 intronic NM_173575.3c.876+90T>Cp.? 0.48 Kinase-like,Protein kinase domain,Protein tyrosine kinasers902628 YES ATP binding,intracellular,intracellular signal transduction,metal ion binding,peptidyl-serine phosphorylation,protein serine/threonine kinase activityA=0, G=64 A=0.0, G=1.0 0.00001 976.937 64 A=0/0, G=31/33

chr10:134038715 G/G A G SNV STK32C STK32C:intronic:NM_173575.3 1 100 intronic NM_173575.3c.876+22T>Cp.? -1.29 Kinase-like,Protein kinase domain,Protein tyrosine kinasers764448871,rs902629 0.1635 YES 9.551E-1;1.256E-3 (pos.134038715) ATP binding,intracellular,intracellular signal transduction,metal ion binding,peptidyl-serine phosphorylation,protein serine/threonine kinase activityA=0, G=75 A=0.0, G=1.0 0.00001 1192.49 75 A=0/0, G=26/49

chr12:22602796 G/G A G SNV C2CD5 C2CD5:exonic:NM_014802.2 1 100 25 synonymous NM_014802.2c.2901T>C p.(=) 0.03 0.24(COSM6352012),0.24(COSM6352013)C2 domain rs2063573 0.0973 YES 1.366E-1 (pos.22602796) carcinoma calcium ion binding,calcium-dependent phospholipid binding,cell cortex,cellular response to insulin stimulus,cytoplasmic vesicle membrane,cytosol,insulin receptor signaling pathway via phosphatidylinositol 3-kinase,intracellular protein transmembrane transport,microtubule organizing center,plasma membrane,positive regulation of glucose import in response to insulin stimulus,positive regulation of glucose transport,positive regulation of protein targeting to membrane,positive regulation of vesicle fusion,protein localization to plasma membrane,ruffle membrane,vesicle fusionA=0, G=34 A=0.0, G=1.0 0.00001 523.973 34 A=0/0, G=16/18

chr10:134648048 T/T C T SNV CFAP46 CFAP46:intronic:NM_001200049.2 1 100 intronic NM_001200049.2c.6866+110G>Ap.? 0.15 Peptidase family C50rs3793688 YES axoneme,axoneme assembly,cilium movement involved in cell motility,cytoplasmC=0, T=48 C=0.0, T=1.0 0.00001 810.433 48 C=0/0, T=27/21

chr10:134713176 A/A G A SNV CFAP46 CFAP46:intronic:NM_001200049.2 1 100 intronic NM_001200049.2c.2925-6C>Tp.? 1.48 Peptidase family C50rs67123080 YES 5.992E-2 (pos.134713176) axoneme,axoneme assembly,cilium movement involved in cell motility,cytoplasmG=0, A=26 G=0.0, A=1.0 0.00001 371.274 26 G=0/0, A=12/14

chr10:134750604 A/A C A SNV CFAP46 CFAP46:intronic:NM_001200049.2 1 100 intronic NM_001200049.2c.661-45G>Tp.? -1.36 Peptidase family C50rs10870211 0.0229 YES 1.0 (pos.134750604) axoneme,axoneme assembly,cilium movement involved in cell motility,cytoplasmC=0, A=34 C=0.0, A=1.0 0.00001 524.186 34 C=0/0, A=14/20

chr2:202410300 T/T A T SNV C2CD6 C2CD6:exonic:NM_001168221.1 1 100 11 missense NM_001168221.1c.1128T>A p.His376Gln -1.67 1 24 0 Amyotrophic lateral sclerosis 2 candidate 11rs10804117 0.4072 YES 7.403E-1;0.0 (pos.202410300) protein binding A=0, T=24 A=0.0, T=1.0 0.00001 334.792 24 A=0/0, T=11/13

chr2:27801493 C/C T C SNV C2orf16 C2orf16:exonic:NM_032266.3 1 100 1 missense NM_032266.3c.2054T>C p.Val685Ala 0.41 64 0.02(COSM4001640),0.02(COSM4001641)rs1919127 0.2696 YES 4.866E-1 (pos.27801493) acute_myeloid_leukaemia,carcinomaextracellular exosome,nucleus T=0, C=32 T=0.0, C=1.0 0.00001 485.138 32 T=0/0, C=17/15

chr2:27801759 G/G A G SNV C2orf16 C2orf16:exonic:NM_032266.3 1 100 1 missense NM_032266.3c.2320A>G p.Ile774Val 2.26 29 0.13(COSM3758182),0.13(COSM3758183)rs1919128,rs868020171 0.2707 YES 4.867E-1 (pos.27801759) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,diffuse_large_B_cell_lymphoma,neoplasm,rhabdomyosarcomaextracellular exosome,nucleus A=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=7/18

chr10:135053123 G/G A G SNV VENTX VENTX:intronic:NM_014468.3 1 100 intronic NM_014468.3c.242-57A>Gp.? -0.58 Homeobox domainrs880340 YES VENT homeoboxmulticellular organism development,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingA=0, G=26 A=0.0, G=1.0 0.00001 371.417 26 A=0/0, G=19/7

chr2:29287708 C/T C T SNV C2orf71 C2orf71:utr_3:NM_001029883.2 1 57.14 2 utr_3 NM_001029883.2c.3894G>A p.? -1.29 Retinal proteinrs10182566 0.2664 YES 4.811E-1 (pos.29287708) Chromosome 2 open reading frame 71cilium,photoreceptor cell outer segment organization,photoreceptor inner segment,photoreceptor outer segment,protein localization to photoreceptor outer segment,response to stimulus,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaLikely benign C=9, T=12 C=0.4286, T=0.5714 0.00001 109.101 21 C=4/5, T=5/7

chr10:135076758 C/C T C SNV ADAM8 ADAM8:intronic:NM_001109.4 1 100 intronic NM_001109.4c.2398-21A>Gp.? -0.33 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders3008318 0.1097 YES 9.529E-1 (pos.135076758) A disintegrin and metalloprotease domain 8alpha9-beta1 integrin-ADAM8 complex,alpha9-beta1 integrin-vascular cell adhesion molecule-1 complex,angiogenesis,calcium ion binding,cell adhesion molecule binding,cell morphogenesis,cell surface,cell-cell adhesion,cellular response to hypoxia,cytoplasm,dense core granule membrane,extracellular matrix disassembly,ficolin-1-rich granule membrane,inflammatory response,integral component of plasma membrane,leukocyte migration involved in inflammatory response,lymphocyte chemotaxis,metalloendopeptidase activity,metallopeptidase activity,negative regulation of neuron apoptotic process,neutrophil degranulation,phagolysosome,plasma membrane,podosome,positive regulation of MAP kinase activity,positive regulation of NF-kappaB transcription factor activity,positive regulation of T cell differentiation in thymus,positive regulation of acute inflammatory response,positive regulation of bone resorption,positive regulation of cell adhesion,positive regulation of eosinophil migration,positive regulation of fibronectin-depenDigestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesT=0, C=73 T=0.0, C=1.0 0.00001 1150.49 73 T=0/0, C=23/50

chr10:135081684 C/C T C SNV ADAM8 ADAM8:intronic:NM_001109.4 1 100 intronic NM_001109.4c.2064-62A>Gp.? -5.17 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders2995309 YES A disintegrin and metalloprotease domain 8alpha9-beta1 integrin-ADAM8 complex,alpha9-beta1 integrin-vascular cell adhesion molecule-1 complex,angiogenesis,calcium ion binding,cell adhesion molecule binding,cell morphogenesis,cell surface,cell-cell adhesion,cellular response to hypoxia,cytoplasm,dense core granule membrane,extracellular matrix disassembly,ficolin-1-rich granule membrane,inflammatory response,integral component of plasma membrane,leukocyte migration involved in inflammatory response,lymphocyte chemotaxis,metalloendopeptidase activity,metallopeptidase activity,negative regulation of neuron apoptotic process,neutrophil degranulation,phagolysosome,plasma membrane,podosome,positive regulation of MAP kinase activity,positive regulation of NF-kappaB transcription factor activity,positive regulation of T cell differentiation in thymus,positive regulation of acute inflammatory response,positive regulation of bone resorption,positive regulation of cell adhesion,positive regulation of eosinophil migration,positive regulation of fibronectin-depenDigestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesT=0, C=30 T=0.0, C=1.0 0.00001 440.862 30 T=0/0, C=17/13

chr10:135081754 C/C G C SNV ADAM8 ADAM8:intronic:NM_001109.4 1 100 intronic NM_001109.4c.2064-132C>Gp.? -1.06 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders11101672 YES A disintegrin and metalloprotease domain 8alpha9-beta1 integrin-ADAM8 complex,alpha9-beta1 integrin-vascular cell adhesion molecule-1 complex,angiogenesis,calcium ion binding,cell adhesion molecule binding,cell morphogenesis,cell surface,cell-cell adhesion,cellular response to hypoxia,cytoplasm,dense core granule membrane,extracellular matrix disassembly,ficolin-1-rich granule membrane,inflammatory response,integral component of plasma membrane,leukocyte migration involved in inflammatory response,lymphocyte chemotaxis,metalloendopeptidase activity,metallopeptidase activity,negative regulation of neuron apoptotic process,neutrophil degranulation,phagolysosome,plasma membrane,podosome,positive regulation of MAP kinase activity,positive regulation of NF-kappaB transcription factor activity,positive regulation of T cell differentiation in thymus,positive regulation of acute inflammatory response,positive regulation of bone resorption,positive regulation of cell adhesion,positive regulation of eosinophil migration,positive regulation of fibronectin-depenDigestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesG=0, C=32 G=0.0, C=1.0 0.00001 485.049 32 G=0/0, C=14/18

chr10:135082874 A/A G A SNV ADAM8 ADAM8:intronic:NM_001109.4 1 100 intronic NM_001109.4c.1948+75C>Tp.? -2.05 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders2995311 YES A disintegrin and metalloprotease domain 8alpha9-beta1 integrin-ADAM8 complex,alpha9-beta1 integrin-vascular cell adhesion molecule-1 complex,angiogenesis,calcium ion binding,cell adhesion molecule binding,cell morphogenesis,cell surface,cell-cell adhesion,cellular response to hypoxia,cytoplasm,dense core granule membrane,extracellular matrix disassembly,ficolin-1-rich granule membrane,inflammatory response,integral component of plasma membrane,leukocyte migration involved in inflammatory response,lymphocyte chemotaxis,metalloendopeptidase activity,metallopeptidase activity,negative regulation of neuron apoptotic process,neutrophil degranulation,phagolysosome,plasma membrane,podosome,positive regulation of MAP kinase activity,positive regulation of NF-kappaB transcription factor activity,positive regulation of T cell differentiation in thymus,positive regulation of acute inflammatory response,positive regulation of bone resorption,positive regulation of cell adhesion,positive regulation of eosinophil migration,positive regulation of fibronectin-depenDigestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesG=0, A=20 G=0.0, A=1.0 0.00001 263.784 20 G=0/0, A=10/10

chr10:135083812 A/A C A SNV ADAM8 ADAM8:intronic:NM_001109.4 1 100 intronic NM_001109.4c.1785+52G>Tp.? 0.07 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders885023 0.1844 YES A disintegrin and metalloprotease domain 8alpha9-beta1 integrin-ADAM8 complex,alpha9-beta1 integrin-vascular cell adhesion molecule-1 complex,angiogenesis,calcium ion binding,cell adhesion molecule binding,cell morphogenesis,cell surface,cell-cell adhesion,cellular response to hypoxia,cytoplasm,dense core granule membrane,extracellular matrix disassembly,ficolin-1-rich granule membrane,inflammatory response,integral component of plasma membrane,leukocyte migration involved in inflammatory response,lymphocyte chemotaxis,metalloendopeptidase activity,metallopeptidase activity,negative regulation of neuron apoptotic process,neutrophil degranulation,phagolysosome,plasma membrane,podosome,positive regulation of MAP kinase activity,positive regulation of NF-kappaB transcription factor activity,positive regulation of T cell differentiation in thymus,positive regulation of acute inflammatory response,positive regulation of bone resorption,positive regulation of cell adhesion,positive regulation of eosinophil migration,positive regulation of fibronectin-depenDigestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesC=0, A=22 C=0.0, A=1.0 0.00001 297.653 22 C=0/0, A=16/6

chr10:135084322 G/G A G SNV ADAM8 ADAM8:intronic:NM_001109.4 1 100 intronic NM_001109.4c.1565-13T>Cp.? -0.15 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders3008321 0.1085 YES 9.54E-1 (pos.135084322) A disintegrin and metalloprotease domain 8alpha9-beta1 integrin-ADAM8 complex,alpha9-beta1 integrin-vascular cell adhesion molecule-1 complex,angiogenesis,calcium ion binding,cell adhesion molecule binding,cell morphogenesis,cell surface,cell-cell adhesion,cellular response to hypoxia,cytoplasm,dense core granule membrane,extracellular matrix disassembly,ficolin-1-rich granule membrane,inflammatory response,integral component of plasma membrane,leukocyte migration involved in inflammatory response,lymphocyte chemotaxis,metalloendopeptidase activity,metallopeptidase activity,negative regulation of neuron apoptotic process,neutrophil degranulation,phagolysosome,plasma membrane,podosome,positive regulation of MAP kinase activity,positive regulation of NF-kappaB transcription factor activity,positive regulation of T cell differentiation in thymus,positive regulation of acute inflammatory response,positive regulation of bone resorption,positive regulation of cell adhesion,positive regulation of eosinophil migration,positive regulation of fibronectin-depenDigestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesA=0, G=28 A=0.0, G=1.0 0.00001 408.61 28 A=0/0, G=11/17

chr2:29295676 G/A G A SNV C2orf71 C2orf71:exonic:NM_001029883.2 1 56.36 1 synonymous NM_001029883.2c.1452C>T p.(=) -0.78 Retinal proteinrs13385188 0.2714 YES 4.39E-1 (pos.29295676) Chromosome 2 open reading frame 71cilium,photoreceptor cell outer segment organization,photoreceptor inner segment,photoreceptor outer segment,protein localization to photoreceptor outer segment,response to stimulus,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaLikely benign G=48, A=62 G=0.4364, A=0.5636 0.00001 676.019 110 G=16/32, A=14/48

chr10:135086380 T/T C T SNV ADAM8 ADAM8:intronic:NM_001109.4 1 100 intronic NM_001109.4c.637-10G>Ap.? -0.92 0.02(COSM3747161)ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders3008324 0.109 YES 0.0 (pos.135086370),9.544E-1;0.0 (pos.135086380)hepatocellular_carcinomaA disintegrin and metalloprotease domain 8alpha9-beta1 integrin-ADAM8 complex,alpha9-beta1 integrin-vascular cell adhesion molecule-1 complex,angiogenesis,calcium ion binding,cell adhesion molecule binding,cell morphogenesis,cell surface,cell-cell adhesion,cellular response to hypoxia,cytoplasm,dense core granule membrane,extracellular matrix disassembly,ficolin-1-rich granule membrane,inflammatory response,integral component of plasma membrane,leukocyte migration involved in inflammatory response,lymphocyte chemotaxis,metalloendopeptidase activity,metallopeptidase activity,negative regulation of neuron apoptotic process,neutrophil degranulation,phagolysosome,plasma membrane,podosome,positive regulation of MAP kinase activity,positive regulation of NF-kappaB transcription factor activity,positive regulation of T cell differentiation in thymus,positive regulation of acute inflammatory response,positive regulation of bone resorption,positive regulation of cell adhesion,positive regulation of eosinophil migration,positive regulation of fibronectin-depenDigestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesC=0, T=32 C=0.0, T=1.0 0.00001 485.135 32 C=0/0, T=13/19

chr19:6690703 G/A G A SNV C3 C3:exonic:NM_000064.3 1 58.33 27 synonymous NM_000064.3c.3426C>T p.(=) -0.08 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,Anaphylotoxin-like domain,MG2 domain,UNC-6/NTR/C345C modulers749973019 0.0 (pos.6690703) Complement component-3C5L2 anaphylatoxin chemotactic receptor binding,G-protein coupled receptor signaling pathway,amyloid-beta clearance,azurophil granule lumen,blood microparticle,cellular protein metabolic process,complement activation,complement activation, alternative pathway,complement activation, classical pathway,endopeptidase inhibitor activity,endoplasmic reticulum lumen,extracellular exosome,extracellular region,extracellular space,fatty acid metabolic process,immune response,inflammatory response,negative regulation of endopeptidase activity,neutrophil degranulation,phagocytosis, engulfment,plasma membrane,positive regulation of G-protein coupled receptor protein signaling pathway,positive regulation of activation of membrane attack complex,positive regulation of angiogenesis,positive regulation of apoptotic cell clearance,positive regulation of glucose transport,positive regulation of lipid storage,positive regulation of protein phosphorylation,positive regulation of type IIa hypersensitivity,positive regulation of vaAnemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Autoimmune Diseases;Blood Coagulation Disorders;Blood Platelet Disorders;Brain Diseases;Brain Infarction;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Drug-Induced Liver Injury;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glucose Metabolism Disorders;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Hemorrhagic Disorders;Hemostatic Disorders;Hyperinsulinism;Hypersensitivity;Immune Complex Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Infarction, Middle Cerebral Artery;Insulin Resistance;Intracranial Arterial Diseases;Ischemic Attack, Transient;Kidney Diseases;Liver Diseases;Lung Diseases;Macular Degeneration;Male Urogenital Diseases;Cyclo-Tetrametavanadate,Immune Globulin Human,S-HydroxycysteineG=15, A=21 G=0.4167, A=0.5833 0.00001 234.328 36 G=6/9, A=8/13

chr3:14724413 G/A G A SNV C3orf20 C3orf20:exonic:NM_032137.4 1 96.77 3 missense NM_032137.4c.193G>A p.Asp65Asn -0.3 0 23 0.385 0.01(COSM3759815)FAM194 proteinrs9821143 0.3477 YES 2.382E-1 (pos.14724413) adenocarcinoma,ductal_carcinoma,neoplasmcytoplasm,integral component of membrane G=1, A=30 G=0.0323, A=0.9677 0.00001 435.383 31 G=1/0, A=13/17

chr10:135202594 C/C T C SNV PAOX PAOX:intronic:NM_152911.3 1 100 intronic NM_152911.3c.1234+22T>Cp.? -1.59 Flavin containing amine oxidoreductase,NAD(P)-binding Rossmann-like domainrs10776679 0.0581 YES 9.747E-1 (pos.135202594) Polyamine oxidaseN(1),N(12)-diacetylspermine:oxygen oxidoreductase (3-acetamidopropanal-forming) activity,N1-acetylspermidine:oxygen oxidoreductase (3-acetamidopropanal-forming) activity,N1-acetylspermine:oxygen oxidoreductase (3-acetamidopropanal-forming) activity,oxidation-reduction process,peroxisomal matrix,polyamine biosynthetic process,polyamine catabolic process,polyamine oxidase activity,positive regulation of spermidine biosynthetic process,putrescine biosynthetic process,putrescine catabolic process,receptor binding,spermidine catabolic process,spermidine:oxygen oxidoreductase (3-aminopropanal-forming) activity,spermine catabolic process,spermine:oxygen oxidoreductase (spermidine-forming) activityBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Nervous System Diseases;Stroke;Vascular DiseasesT=0, C=91 T=0.0, C=1.0 0.00001 1513.55 91 T=0/0, C=50/41

chr10:135204799 T/T C T SNV PAOX PAOX:intronic:NM_152911.3 1 100 intronic NM_152911.3c.1393-17C>Tp.? -0.27 Flavin containing amine oxidoreductase,NAD(P)-binding Rossmann-like domainrs6537600,rs765944198 0.1259 YES 1.161E-4 (pos.135204797),9.696E-1 (pos.135204799)Polyamine oxidaseN(1),N(12)-diacetylspermine:oxygen oxidoreductase (3-acetamidopropanal-forming) activity,N1-acetylspermidine:oxygen oxidoreductase (3-acetamidopropanal-forming) activity,N1-acetylspermine:oxygen oxidoreductase (3-acetamidopropanal-forming) activity,oxidation-reduction process,peroxisomal matrix,polyamine biosynthetic process,polyamine catabolic process,polyamine oxidase activity,positive regulation of spermidine biosynthetic process,putrescine biosynthetic process,putrescine catabolic process,receptor binding,spermidine catabolic process,spermidine:oxygen oxidoreductase (3-aminopropanal-forming) activity,spermine catabolic process,spermine:oxygen oxidoreductase (spermidine-forming) activityBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Nervous System Diseases;Stroke;Vascular DiseasesC=0, T=54 C=0.0, T=1.0 0.00001 798.069 54 C=0/0, T=30/24

chr3:155481609 A/A G A SNV C3orf33 C3orf33:exonic:NM_173657.2 1 100 6 synonymous NM_173657.2c.453C>T p.(=) -0.37 rs7653384 0.3727 YES 3.681E-1 (pos.155481609) extracellular space,integral component of membrane,negative regulation of ERK1 and ERK2 cascade,regulation of DNA binding transcription factor activityG=0, A=126 G=0.0, A=1.0 0.00001 2054.14 126 G=0/0, A=93/33

chr3:88199298 C/C T C SNV C3orf38 C3orf38:exonic:NM_173824.3 1 100 1 synonymous NM_173824.3c.96T>C p.(=) -0.47 Domain of unknown function (DUF4518)rs6551278 0.1466 YES 8.474E-1 (pos.88199298) apoptotic process,molecular_function,nucleus,positive regulation of apoptotic processT=0, C=35 T=0.0, C=1.0 0.00001 548.282 35 T=0/0, C=29/6

chr10:135209105 G/G A G SNV MTG1 MTG1:intronic:NM_138384.2 1 100 intronic NM_138384.2c.113-112A>Gp.? 0.29 50S ribosome-binding GTPasers4838742 YES GTP binding,GTPase activity,mitochondrial inner membrane,mitochondrial matrix,mitochondrial ribosome,regulation of mitochondrial translation,regulation of respiratory system process,ribosome biogenesisA=0, G=43 A=0.0, G=1.0 0.00001 705.843 43 A=0/0, G=21/22

chr4:81529518 C/C T C SNV C4orf22 C4orf22:exonic:NM_001206997.1 1 100 4 missense NM_001206997.1c.365T>C p.Ile122Thr -0.01 0.16 89 0 Domain of unknown function (DUF4464)rs2867782 YES 1.0 (pos.81529518) T=0, C=32 T=0.0, C=1.0 0.00001 485.141 32 T=0/0, C=12/20

chr4:130030652 G/G A G SNV C4orf33 C4orf33:exonic:NM_001099783.1 1 100 5 missense NM_001099783.1c.319A>G p.Met107Val 4.88 1 21 0 0.13(COSM1131254) rs337277 0.1836 YES 7.635E-1 (pos.130030652)acute_myeloid_leukaemia,adenocarcinoma,carcinomaprotein binding A=0, G=73 A=0.0, G=1.0 0.00001 1150.5 73 A=0/0, G=28/45

chr10:135352153 G/G A G SNV CYP2E1 CYP2E1:intronic:NM_000773.3 1 100 intronic NM_000773.3c.1298-131A>Gp.? -0.33 Cytochrome P450rs2249694 YES Cytochrome P450, subfamily IIE, ethanol-inducibleGolgi membrane,arachidonic acid epoxygenase activity,benzene metabolic process,carbon tetrachloride metabolic process,drug metabolic process,endoplasmic reticulum membrane,enzyme binding,epoxygenase P450 pathway,halogenated hydrocarbon metabolic process,heme binding,heterocycle metabolic process,intrinsic component of endoplasmic reticulum membrane,iron ion binding,mitochondrion,monooxygenase activity,monoterpenoid metabolic process,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced flavin or flavoprotein as one donor, and incorporation of one atom of oxygen,oxygen binding,response to drug,response to ethanol,response to organonitrogen cAdenocarcinoma;Alcohol-Related Disorders;Alcoholism;Basal Ganglia Diseases;Brain Diseases;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Cardiomegaly;Cardiovascular Diseases;Central Nervous System Diseases;Dermatitis;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Drug Eruptions;Drug Hypersensitivity;Drug-Induced Liver Injury;Endocrine System Diseases;Fatty Liver;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Heart Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Immune System Diseases;Immunoproliferative Disorders;Liver Cirrhosis;Liver Cirrhosis, Alcoholic;Liver Diseases;Liver Diseases, Alcoholic;Liver Neoplasms;Liver Neoplasms, Experimental;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Movement Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;NAcetaminophen,Ademetionine,Aldesleukin,Almotriptan,Alosetron,Aminophylline,Amitriptyline,Aniline,Antipyrine,Azelastine,Benzyl alcohol,Bifonazole,Bromazepam,Brompheniramine,Bupropion,Caffeine,Capsaicin,Carbinoxamine,Carvedilol,Chlorpromazine,Chlorzoxazone,Cimetidine,Citalopram,Clevidipine,Clofibrate,Clomifene,Clonazepam,Clotrimazole,Clozapine,Colchicine,Dacarbazine,Dalfampridine,Dapsone,Delafloxacin,Desipramine,Dexamethasone,Dexfenfluramine,Dexmedetomidine,Dextromethorphan,Diacerein,Diazepam,Diclofenac,Diethylstilbestrol,Disulfiram,Econazole,Ellagic Acid,Enflurane,Enfuvirtide,Estrone,Ethanol,Ethanolamine Oleate,Ethosuximide,Etoposide,Etoricoxib,Felbamate,Fingolimod,Flunitrazepam,Fluphenazine,Flurazepam,Fluvoxamine,Folic Acid,Fomepizole,GTS-21,Glucosamine,Glycerin,Halothane,Hexobarbital,Iloperidone,Imipramine,Isoflurane,Isoniazid,Isosorbide Dinitrate,Itraconazole,Menadione,Meprobamate,Methazolamide,Methimazole,Methotrimeprazine,Methoxyflurane,Metyrapone,Mexiletine,Miconazole,Midazolam,Midostaurin,Mitoxantrone,NA=0, G=20 A=0.0, G=1.0 0.00001 263.06 20 A=0/0, G=9/11

chr10:135352168 C/C T C SNV CYP2E1 CYP2E1:intronic:NM_000773.3 1 100 intronic NM_000773.3c.1298-116T>Cp.? 0.2 Cytochrome P450rs2249695 YES Cytochrome P450, subfamily IIE, ethanol-inducibleGolgi membrane,arachidonic acid epoxygenase activity,benzene metabolic process,carbon tetrachloride metabolic process,drug metabolic process,endoplasmic reticulum membrane,enzyme binding,epoxygenase P450 pathway,halogenated hydrocarbon metabolic process,heme binding,heterocycle metabolic process,intrinsic component of endoplasmic reticulum membrane,iron ion binding,mitochondrion,monooxygenase activity,monoterpenoid metabolic process,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced flavin or flavoprotein as one donor, and incorporation of one atom of oxygen,oxygen binding,response to drug,response to ethanol,response to organonitrogen cAdenocarcinoma;Alcohol-Related Disorders;Alcoholism;Basal Ganglia Diseases;Brain Diseases;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Cardiomegaly;Cardiovascular Diseases;Central Nervous System Diseases;Dermatitis;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Drug Eruptions;Drug Hypersensitivity;Drug-Induced Liver Injury;Endocrine System Diseases;Fatty Liver;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Heart Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Immune System Diseases;Immunoproliferative Disorders;Liver Cirrhosis;Liver Cirrhosis, Alcoholic;Liver Diseases;Liver Diseases, Alcoholic;Liver Neoplasms;Liver Neoplasms, Experimental;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Movement Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;NAcetaminophen,Ademetionine,Aldesleukin,Almotriptan,Alosetron,Aminophylline,Amitriptyline,Aniline,Antipyrine,Azelastine,Benzyl alcohol,Bifonazole,Bromazepam,Brompheniramine,Bupropion,Caffeine,Capsaicin,Carbinoxamine,Carvedilol,Chlorpromazine,Chlorzoxazone,Cimetidine,Citalopram,Clevidipine,Clofibrate,Clomifene,Clonazepam,Clotrimazole,Clozapine,Colchicine,Dacarbazine,Dalfampridine,Dapsone,Delafloxacin,Desipramine,Dexamethasone,Dexfenfluramine,Dexmedetomidine,Dextromethorphan,Diacerein,Diazepam,Diclofenac,Diethylstilbestrol,Disulfiram,Econazole,Ellagic Acid,Enflurane,Enfuvirtide,Estrone,Ethanol,Ethanolamine Oleate,Ethosuximide,Etoposide,Etoricoxib,Felbamate,Fingolimod,Flunitrazepam,Fluphenazine,Flurazepam,Fluvoxamine,Folic Acid,Fomepizole,GTS-21,Glucosamine,Glycerin,Halothane,Hexobarbital,Iloperidone,Imipramine,Isoflurane,Isoniazid,Isosorbide Dinitrate,Itraconazole,Menadione,Meprobamate,Methazolamide,Methimazole,Methotrimeprazine,Methoxyflurane,Metyrapone,Mexiletine,Miconazole,Midazolam,Midostaurin,Mitoxantrone,NT=0, C=21 T=0.0, C=1.0 0.00001 281.222 21 T=0/0, C=9/12

chr5:37227819 G/A G A SNV C5orf42 C5orf42:exonic:NM_023073.3 1 50 10 missense NM_023073.3c.1222C>T p.Arg408Trp 1.26 0 101 0.036 Joubert syndrome-associatedrs189796608 0.0 (pos.37227819) Chromosome 5 open reading frame 42cerebellum development,ciliary transition zone,cilium assembly,coronary vasculature development,embryonic digit morphogenesis,establishment of planar polarity,integral component of membrane,kidney development,palate development,protein localization to ciliary transition zone,ventricular septum developmentAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Genetic Diseases, Inborn;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Orofaciodigital Syndromes;Sex Chromosome DisordersG=49, A=49 G=0.5, A=0.5 0.00001 551.833 98 G=24/25, A=21/28

chr5:41158863 A/A G A SNV C6 C6:exonic:NM_000065.3 1 100 13 synonymous NM_000065.3c.1881C>T p.(=) 0.11 0.08(COSM4594733)Low-density lipoprotein receptor domain class A,MAC/Perforin domain,Sushi repeat (SCR repeat),Thrombospondin type 1 domainrs6866352 9.937E-1 (pos.41158863) squamous_cell_carcinomaComplement component-6complement activation,complement activation, classical pathway,cytolysis,extracellular exosome,extracellular region,in utero embryonic development,innate immune response,membrane attack complex,positive regulation of activation of membrane attack complex,positive regulation of angiogenesis,protein binding,regulation of complement activationAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Calcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Heart Diseases;Heart Valve Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Nervous System Autoimmune Disease, Experimental;Nervous System Diseases;Nutritional and Metabolic Diseases;Urologic DiseasesG=0, A=190 G=0.0, A=1.0 0.00001 3190.95 190 G=0/0, A=112/78

chr10:13696570 G/G A G SNV FRMD4A FRMD4A:intronic:NM_018027.4 1 100 intronic NM_018027.4c.2954-58T>Cp.? 0.82 Domain of unknown function (DUF3338),FERM C-terminal PH-like domain,FERM N-terminal domain,FERM central domainrs10906442 YES FERM domain-containing protein 4Aadherens junction,bicellular tight junction,cytoplasm,cytoskeleton,establishment of epithelial cell polarity,protein binding, bridgingAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Substance-Related Disorders;TauopathiesA=0, G=92 A=0.0, G=1.0 0.00001 1537.17 92 A=0/0, G=38/54

chr10:13717076 G/G C G SNV FRMD4A FRMD4A:intronic:NM_018027.4 1 100 intronic NM_018027.4c.1118-32G>Cp.? 1.8 Domain of unknown function (DUF3338),FERM C-terminal PH-like domain,FERM N-terminal domain,FERM central domainrs3814663 0.4627 YES 3.252E-2 (pos.13717076) FERM domain-containing protein 4Aadherens junction,bicellular tight junction,cytoplasm,cytoskeleton,establishment of epithelial cell polarity,protein binding, bridgingAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Substance-Related Disorders;TauopathiesC=0, G=32 C=0.0, G=1.0 0.00001 482.65 32 C=0/0, G=15/17

chr10:15713507 G/G A G SNV ITGA8 ITGA8:intronic:NM_003638.2 1 100 intronic NM_003638.2c.847+95T>Cp.? 0.04 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars7100228 YES Integrin, alpha-8apical part of cell,brain development,cell projection organization,cell surface,cell-cell adhesion,cell-matrix adhesion,dendritic spine membrane,endoplasmic reticulum,establishment of protein localization,extracellular matrix organization,focal adhesion,inner ear morphogenesis,integrin alpha8-beta1 complex,integrin complex,integrin-mediated signaling pathway,kidney development,memory,mesodermal cell differentiation,metal ion binding,metanephros development,perikaryon,plasma membrane,positive regulation of transcription from RNA polymerase II promoter involved in smooth muscle cell differentiation,positive regulation of transforming growth factor beta receptor signaling pathway,postsynaptic density,smooth muscle tissue development,substrate adhesion-dependent cell spreadingAdnexal Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Stomach Diseases;Stomach Neoplasms;Urogenital Abnormalities;Urogenital Neoplasms;Urologic DiseasesA=0, G=79 A=0.0, G=1.0 0.00001 1254.31 79 A=0/0, G=54/25

chr10:15713541 C/C T C SNV ITGA8 ITGA8:intronic:NM_003638.2 1 100 intronic NM_003638.2c.847+61A>Gp.? -0.64 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars6602051 0.3187 YES Integrin, alpha-8apical part of cell,brain development,cell projection organization,cell surface,cell-cell adhesion,cell-matrix adhesion,dendritic spine membrane,endoplasmic reticulum,establishment of protein localization,extracellular matrix organization,focal adhesion,inner ear morphogenesis,integrin alpha8-beta1 complex,integrin complex,integrin-mediated signaling pathway,kidney development,memory,mesodermal cell differentiation,metal ion binding,metanephros development,perikaryon,plasma membrane,positive regulation of transcription from RNA polymerase II promoter involved in smooth muscle cell differentiation,positive regulation of transforming growth factor beta receptor signaling pathway,postsynaptic density,smooth muscle tissue development,substrate adhesion-dependent cell spreadingAdnexal Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Stomach Diseases;Stomach Neoplasms;Urogenital Abnormalities;Urogenital Neoplasms;Urologic DiseasesT=0, C=81 T=0.0, C=1.0 0.00001 1309.47 81 T=0/0, C=54/27

chr10:15713667 G/G C G SNV ITGA8 ITGA8:intronic:NM_003638.2 1 100 intronic NM_003638.2c.803-21G>Cp.? -1.2 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars7100510 0.3164 YES 7.07E-1;0.0 (pos.15713667) Integrin, alpha-8apical part of cell,brain development,cell projection organization,cell surface,cell-cell adhesion,cell-matrix adhesion,dendritic spine membrane,endoplasmic reticulum,establishment of protein localization,extracellular matrix organization,focal adhesion,inner ear morphogenesis,integrin alpha8-beta1 complex,integrin complex,integrin-mediated signaling pathway,kidney development,memory,mesodermal cell differentiation,metal ion binding,metanephros development,perikaryon,plasma membrane,positive regulation of transcription from RNA polymerase II promoter involved in smooth muscle cell differentiation,positive regulation of transforming growth factor beta receptor signaling pathway,postsynaptic density,smooth muscle tissue development,substrate adhesion-dependent cell spreadingAdnexal Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Stomach Diseases;Stomach Neoplasms;Urogenital Abnormalities;Urogenital Neoplasms;Urologic DiseasesC=0, G=61 C=0.0, G=1.0 0.00001 921.852 61 C=0/0, G=16/45

chr10:15729923 T/T C T SNV ITGA8 ITGA8:intronic:NM_003638.2 1 100 intronic NM_003638.2c.444+14G>Ap.? -0.37 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars1954181 0.1381 YES 7.726E-1 (pos.15729923) Integrin, alpha-8apical part of cell,brain development,cell projection organization,cell surface,cell-cell adhesion,cell-matrix adhesion,dendritic spine membrane,endoplasmic reticulum,establishment of protein localization,extracellular matrix organization,focal adhesion,inner ear morphogenesis,integrin alpha8-beta1 complex,integrin complex,integrin-mediated signaling pathway,kidney development,memory,mesodermal cell differentiation,metal ion binding,metanephros development,perikaryon,plasma membrane,positive regulation of transcription from RNA polymerase II promoter involved in smooth muscle cell differentiation,positive regulation of transforming growth factor beta receptor signaling pathway,postsynaptic density,smooth muscle tissue development,substrate adhesion-dependent cell spreadingAdnexal Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Stomach Diseases;Stomach Neoplasms;Urogenital Abnormalities;Urogenital Neoplasms;Urologic DiseasesC=0, T=63 C=0.0, T=1.0 0.00001 958.917 63 C=0/0, T=34/29

chr6:42074106 G/G A G SNV C6orf132 C6orf132:exonic:NM_001164446.2 1 100 4 missense NM_001164446.2c.1544T>C p.Leu515Pro 0.18 0.48 98 0 0(COSM4161186),0(COSM4161187)rs9394866 YES 2.993E-1 (pos.42074106) neoplasm,squamous_cell_carcinoma A=0, G=39 A=0.0, G=1.0 0.00001 614.21 39 A=0/0, G=11/28

chr6:42072692 G/T G T SNV C6orf132 C6orf132:exonic:NM_001164446.2 1 50 4 synonymous NM_001164446.2c.2958C>A p.(=) 0.21 rs74901308 YES 1.263E-1 (pos.42072692) G=15, T=15 G=0.5, T=0.5 0.00001 145.021 30 G=11/4, T=5/10

chr10:16948177 A/G A G SNV CUBN CUBN:intronic:NM_001081.3 1 97.5 intronic NM_001081.3c.7912+25T>Cp.? 0.12 CUB domain,Calcium-binding EGF domain,EGF domain,EGF-like domain,Human growth factor-like EGFrs780807 0.1903 YES 8.181E-1 (pos.16948177) Cubilin (intrinsic factor-cobalamin receptor)Golgi apparatus,apical plasma membrane,brush border membrane,calcium ion binding,cholesterol metabolic process,clathrin-coated pit,cobalamin binding,cobalamin metabolic process,cobalamin transport,cytosol,drug binding,endocytic vesicle,endoplasmic reticulum,endosome membrane,extracellular exosome,extrinsic component of external side of plasma membrane,high-density lipoprotein particle clearance,lipoprotein transport,lysosomal lumen,lysosomal membrane,membrane,plasma membrane,protein binding,protein homodimerization activity,receptor activity,receptor-mediated endocytosis,tissue homeostasis,transporter activity,vitamin D metabolic processAmphetamine-Related Disorders;Anemia;Anemia, Macrocytic;Anemia, Megaloblastic;Avitaminosis;Deficiency Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Malabsorption Syndromes;Male Urogenital Diseases;Malnutrition;Melanoma;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nutrition Disorders;Nutritional and Metabolic Diseases;Proteinuria;Substance-Related Disorders;Urination Disorders;Urologic Diseases;Vitamin B 12 Deficiency;Vitamin B DeficiencyCyanocobalamin,HydroxocobalaminA=2, G=78 A=0.025, G=0.975 0.00001 1196.3 80 A=0/2, G=33/45

chr7:47835027 A/G A G SNV

C7orf69,PK

D1L1 PKD1L1:intronic:NM_138295.4, C7orf69:exonic:NM_025031.2 1
97.06

1 missense NM_138295.4, NM_025031.2c.8355+560T>C, c.94A>Gp.?, p.Lys32Glu -1.49 1 56 0 PKD domain,PLAT/LH2 domain,Polycystin cation channel,REJ domainrs9719534 YES 6.493E-1 (pos.47835027) Polycystin 1L1calcium channel activity,calcium channel complex,calcium ion transmembrane transport,cell-cell adhesion,ciliary membrane,cilium,detection of mechanical stimulus,detection of nodal flow,extracellular region,integral component of membrane,left/right axis specification,membrane,non-motile cilium,protein bindingA=1, G=33 A=0.0294, G=0.9706 0.00001 492.984 34 A=1/0, G=22/11

chr1:57422484 T/T C T SNV C8B C8B:exonic:NM_000066.3 1 100 3 missense NM_000066.3c.349G>A p.Gly117Arg 0.53 0.97 125 0 Low-density lipoprotein receptor domain class A,MAC/Perforin domain,Thrombospondin type 1 domainrs1013579 0.0328 YES 9.999E-1 (pos.57422484) Complement component-8, beta polypeptidecomplement activation,complement activation, alternative pathway,complement activation, classical pathway,cytolysis,extracellular exosome,extracellular region,extracellular vesicle,immune response,membrane,membrane attack complex,protein complex binding,regulation of complement activationArthritis;Arthritis, Juvenile;Autoimmune Diseases;Central Nervous System Diseases;Connective Tissue Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Meningitis;Musculoskeletal Diseases;Nervous System Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesC=0, T=102 C=0.0, T=1.0 0.00001 1593.37 102 C=0/0, T=37/65

chr10:17110595 A/A G A SNV CUBN CUBN:intronic:NM_001081.3 1 100 intronic NM_001081.3c.2791+9C>Tp.? 0.6 CUB domain,Calcium-binding EGF domain,EGF domain,EGF-like domain,Human growth factor-like EGFrs10795440,rs3757969830.1984 YES 0.0 (pos.17110587),9.342E-1 (pos.17110595)Cubilin (intrinsic factor-cobalamin receptor)Golgi apparatus,apical plasma membrane,brush border membrane,calcium ion binding,cholesterol metabolic process,clathrin-coated pit,cobalamin binding,cobalamin metabolic process,cobalamin transport,cytosol,drug binding,endocytic vesicle,endoplasmic reticulum,endosome membrane,extracellular exosome,extrinsic component of external side of plasma membrane,high-density lipoprotein particle clearance,lipoprotein transport,lysosomal lumen,lysosomal membrane,membrane,plasma membrane,protein binding,protein homodimerization activity,receptor activity,receptor-mediated endocytosis,tissue homeostasis,transporter activity,vitamin D metabolic processAmphetamine-Related Disorders;Anemia;Anemia, Macrocytic;Anemia, Megaloblastic;Avitaminosis;Deficiency Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Malabsorption Syndromes;Male Urogenital Diseases;Malnutrition;Melanoma;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nutrition Disorders;Nutritional and Metabolic Diseases;Proteinuria;Substance-Related Disorders;Urination Disorders;Urologic Diseases;Vitamin B 12 Deficiency;Vitamin B DeficiencyCyanocobalamin,HydroxocobalaminBenign G=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=5/24

chr9:139840560 A/A C A SNV C8G C8G:exonic:NM_000606.2 1 100 4 missense NM_000606.2c.370C>A p.His124Asn 0.41 0.28 68 0.001 Lipocalin / cytosolic fatty-acid binding protein familyrs17613,rs931342493 0.1404 YES 2.036E-2 (pos.139840560) Complement component-8, gamma polypeptideblood microparticle,complement activation, alternative pathway,complement activation, classical pathway,complement binding,cytolysis,extracellular exosome,extracellular region,membrane attack complex,protein complex binding,regulation of complement activation,retinol bindingCitric Acid,Lauric Acid C=0, A=56 C=0.0, A=1.0 0.00001 831.693 56 C=0/0, A=19/37

chr10:17146652 A/A C A SNV CUBN CUBN:intronic:NM_001081.3 1 100 intronic NM_001081.3c.1231-48G>Tp.? -0.38 CUB domain,Calcium-binding EGF domain,EGF domain,EGF-like domain,Human growth factor-like EGFrs7068549,rs754572349 0.2695 YES 2.495E-1;0.0;0.0 (pos.17146652) Cubilin (intrinsic factor-cobalamin receptor)Golgi apparatus,apical plasma membrane,brush border membrane,calcium ion binding,cholesterol metabolic process,clathrin-coated pit,cobalamin binding,cobalamin metabolic process,cobalamin transport,cytosol,drug binding,endocytic vesicle,endoplasmic reticulum,endosome membrane,extracellular exosome,extrinsic component of external side of plasma membrane,high-density lipoprotein particle clearance,lipoprotein transport,lysosomal lumen,lysosomal membrane,membrane,plasma membrane,protein binding,protein homodimerization activity,receptor activity,receptor-mediated endocytosis,tissue homeostasis,transporter activity,vitamin D metabolic processAmphetamine-Related Disorders;Anemia;Anemia, Macrocytic;Anemia, Megaloblastic;Avitaminosis;Deficiency Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Malabsorption Syndromes;Male Urogenital Diseases;Malnutrition;Melanoma;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nutrition Disorders;Nutritional and Metabolic Diseases;Proteinuria;Substance-Related Disorders;Urination Disorders;Urologic Diseases;Vitamin B 12 Deficiency;Vitamin B DeficiencyCyanocobalamin,HydroxocobalaminC=0, A=116 C=0.0, A=1.0 0.00001 1861.48 116 C=0/0, A=8/108

chr10:17171265 C/C G C SNV CUBN CUBN:intronic:NM_001081.3 1 100 intronic NM_001081.3c.123-16C>Gp.? -0.02 CUB domain,Calcium-binding EGF domain,EGF domain,EGF-like domain,Human growth factor-like EGFrs2281648 0.0043 YES 7.364E-1 (pos.17171265) Cubilin (intrinsic factor-cobalamin receptor)Golgi apparatus,apical plasma membrane,brush border membrane,calcium ion binding,cholesterol metabolic process,clathrin-coated pit,cobalamin binding,cobalamin metabolic process,cobalamin transport,cytosol,drug binding,endocytic vesicle,endoplasmic reticulum,endosome membrane,extracellular exosome,extrinsic component of external side of plasma membrane,high-density lipoprotein particle clearance,lipoprotein transport,lysosomal lumen,lysosomal membrane,membrane,plasma membrane,protein binding,protein homodimerization activity,receptor activity,receptor-mediated endocytosis,tissue homeostasis,transporter activity,vitamin D metabolic processAmphetamine-Related Disorders;Anemia;Anemia, Macrocytic;Anemia, Megaloblastic;Avitaminosis;Deficiency Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Malabsorption Syndromes;Male Urogenital Diseases;Malnutrition;Melanoma;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nutrition Disorders;Nutritional and Metabolic Diseases;Proteinuria;Substance-Related Disorders;Urination Disorders;Urologic Diseases;Vitamin B 12 Deficiency;Vitamin B DeficiencyCyanocobalamin,HydroxocobalaminG=0, C=51 G=0.0, C=1.0 0.00001 754.582 51 G=0/0, C=37/14

chr9:139840580 T/T C T SNV C8G C8G:exonic:NM_000606.2 1 100 4 synonymous NM_000606.2c.390C>T p.(=) -2.65 Lipocalin / cytosolic fatty-acid binding protein familyrs20574 0.1413 YES 2.108E-2 (pos.139840580) Complement component-8, gamma polypeptideblood microparticle,complement activation, alternative pathway,complement activation, classical pathway,complement binding,cytolysis,extracellular exosome,extracellular region,membrane attack complex,protein complex binding,regulation of complement activation,retinol bindingCitric Acid,Lauric Acid C=0, T=45 C=0.0, T=1.0 0.00001 747.393 45 C=0/0, T=6/39

chr8:40011079 A/A G A SNV C8orf4 C8orf4:exonic:NM_020130.4 1 100 1 missense NM_020130.4c.28G>A p.Val10Ile -1.83 29 Thyroid cancer protein 1rs6474226 2.00E-04 1.0 (pos.40011079) Transcriptional and immune response regulatorNotch binding,apoptotic process,cellular response to heat,cytoplasm,cytosol,endothelial cell activation involved in immune response,intracellular,negative regulation of Notch signaling pathway,negative regulation of apoptotic process,nuclear speck,nucleolus,nucleoplasm,nucleus,plasma membrane,positive regulation of NF-kappaB import into nucleus,positive regulation of protein kinase A signaling,positive regulation of protein kinase C activity,protein binding,regulation of DNA-templated transcription in response to stress,regulation of cell cycle G1/S phase transition,regulation of hemopoiesisG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=11/9

chr8:67592152 T/C T C SNV

C8orf44,C8

orf44-SGK3 C8orf44-SGK3:utr_5:NM_001204173.1, C8orf44:exonic:NM_019607.21
50

3 missense NM_019607.2, NM_001204173.1c.443T>C, c.-113820T>Cp.Phe148Ser, p.? 1.33 0 155 0.713 0.04(COSM3982563) rs1057463 0.2949 YES 2.234E-1 (pos.67592152) acute_myeloid_leukaemia,carcinoma,ductal_carcinoma,squamous_cell_carcinomaATP binding,calcium channel regulator activity,chloride channel regulator activity,cytoplasmic vesicle,cytosol,early endosome,intracellular signal transduction,ion transmembrane transport,nucleoplasm,peptidyl-serine phosphorylation,phosphatidylinositol binding,positive regulation of transporter activity,potassium channel regulator activity,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,recycling endosome,regulation of DNA binding transcription factor activity,regulation of apoptotic process,regulation of cell growth,regulation of cell migration,regulation of cell proliferation,response to stress,sodium channel regulator activityT=10, C=10 T=0.5, C=0.5 0.00001 82.8856 20 T=3/7, C=6/4

chr10:17735209 CT/C CT C INDEL STAM STAM:intronic:NM_003473.3 1 100 intronic NM_003473.3c.445-12CT>Cp.? -0.2, 0.93 SH3 domain,Ubiquitin interaction motif,VHS domain,Variant SH3 domainrs782029189 0.0 (pos.17735210) Signal transducing adaptor moleculeESCRT-0 complex,SH3/SH2 adaptor activity,cytosol,early endosome membrane,endosomal transport,intracellular,intracellular protein transport,macroautophagy,membrane organization,multivesicular body assembly,negative regulation of epidermal growth factor receptor signaling pathway,positive regulation of exosomal secretion,positive regulation of signal transduction,protein binding,protein deubiquitination,regulation of extracellular exosome assembly,signal transduction,ubiquitin-like protein ligase bindingCT=0, C=43 CT=0.0, C=1.0 0.00001 373.674 43 CT=0/0, C=22/21

chr10:18122716 G/G A G SNV MRC1 MRC1:intronic:NM_002438.3 1 100 intronic NM_002438.3c.803-6906A>Gp.? 0.63 0.12(COSM4144580)Fibronectin type II domain,Lectin C-type domain,Ricin-type beta-trefoil lectin domainrs111490411 0.2307 YES 3.702E-1 (pos.18122716) lymphoid_neoplasm,neoplasmMannose receptor, C type 1cell surface,cellular response to interferon-gamma,cellular response to interleukin-4,cellular response to lipopolysaccharide,endosome membrane,integral component of plasma membrane,mannose binding,plasma membrane,protein binding,receptor activity,receptor-mediated endocytosis,signal transduction,transmembrane signaling receptor activity,viral entry into host cell,virus receptor activityColonic Diseases;Colorectal Neoplasms;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesA=0, G=23 A=0.0, G=1.0 0.00001 316.399 23 A=0/0, G=11/12

chr8:13424583 T/T C T SNV C8orf48 C8orf48:exonic:NM_001007090.2 1 100 1 missense NM_001007090.2c.83C>T p.Ser28Phe -0.07 155 Domain of unknown function (DUF4606)rs13273355 0.1813 YES 9.629E-1 (pos.13424583) protein binding C=0, T=101 C=0.0, T=1.0 0.00001 1579.75 101 C=0/0, T=54/47

chr5:39364554 G/A G A SNV C9 C9:exonic:NM_001737.4 1 57.58 1 missense NM_001737.4c.13C>T p.Arg5Trp -2.55 0.13 101 0 Low-density lipoprotein receptor domain class A,MAC/Perforin domain,Thrombospondin type 1 domainrs700233 0.4143 YES 5.804E-2 (pos.39364554) Complement component-9blood microparticle,cell killing,complement activation, alternative pathway,complement activation, classical pathway,cytosol,extracellular exosome,extracellular region,extracellular space,hemolysis by symbiont of host erythrocytes,integral component of plasma membrane,membrane attack complex,other organism cell membrane,plasma membrane,protein homooligomerization,regulation of complement activationAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Central Nervous System Bacterial Infections;Central Nervous System Diseases;Central Nervous System Infections;Connective Tissue Diseases;Dermatomyositis;Digestive System Diseases;Digestive System Neoplasms;Erythema;Eye Diseases;Facial Dermatoses;Immune System Diseases;Immunologic Deficiency Syndromes;Liver Diseases;Liver Neoplasms;Macular Degeneration;Meningitis;Meningitis, Bacterial;Meningitis, Meningococcal;Mental Disorders;Muscular Diseases;Musculoskeletal Diseases;Myositis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Opioid-Related Disorders;Polymyositis;Retinal Degeneration;Retinal Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Substance-Related DisordersBenign G=14, A=19 G=0.4242, A=0.5758 0.00001 204.394 33 G=8/6, A=6/13

chr10:18439926 C/C T C SNV CACNB2 CACNB2:intronic:NM_201596.2 1 100 intronic NM_201596.2c.213+22T>Cp.? -0.02 Guanylate kinase,Voltage gated calcium channel subunit beta domain 4Aa N terminalrs79819217 0.1213 YES 2E-2 (pos.18439926) Calcium channel, voltage-dependent, beta 2 subunitL-type voltage-gated calcium channel complex,actin filament binding,calcium channel activity,calcium ion import,calcium ion transmembrane transport,cardiac conduction,chemical synaptic transmission,high voltage-gated calcium channel activity,integral component of plasma membrane,membrane depolarization during AV node cell action potential,membrane depolarization during atrial cardiac muscle cell action potential,neuromuscular junction development,plasma membrane,positive regulation of calcium ion transmembrane transport via high voltage-gated calcium channel,positive regulation of calcium ion transport,positive regulation of high voltage-gated calcium channel activity,protein binding,protein localization to plasma membrane,regulation of heart rate by cardiac conduction,regulation of voltage-gated calcium channel activity,visual perception,voltage-gated calcium channel activity,voltage-gated calcium channel activity involved in AV node cell action potential,voltage-gated calcium channel activity involved in caArrhythmias, Cardiac;Brugada Syndrome;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Hypertension;Mental Disorders;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Vascular DiseasesAmlodipine,Calcium Citrate,Calcium Phosphate,Dronedarone,Felodipine,Isradipine,Magnesium Sulfate,Mibefradil,Nicardipine,Nifedipine,Nilvadipine,Nimodipine,Nisoldipine,Nitrendipine,Spironolactone,Trimebutine,VerapamilT=0, C=111 T=0.0, C=1.0 0.00001 1760.73 111 T=0/0, C=56/55

chr10:20290956 T/A T A SNV PLXDC2 PLXDC2:intronic:NM_032812.8 1 97.92 intronic NM_032812.8c.324+41T>Ap.? -0.96 Plexin repeat rs1409344 0.4736 YES 6.153E-1 (pos.20290956) Plexin domain containing 2extracellular exosome,integral component of membrane,protein bindingCardiovascular Diseases;Diabetes Complications;Diabetes Mellitus;Diabetic Angiopathies;Diabetic Retinopathy;Endocrine System Diseases;Eye Diseases;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Retinal Diseases;Vascular DiseasesT=1, A=47 T=0.0208, A=0.9792 0.00001 776.186 48 T=0/1, A=23/24

chr9:139739643 C/C T C SNV C9orf172 C9orf172:exonic:NM_001080482.3 1 100 3 synonymous NM_001080482.3c.777T>C p.(=) -2.29 0.02(COSM3750164) rs10870132 YES 8.866E-1;0.0 (pos.139739643)adenocarcinoma,neoplasm,squamous_cell_carcinoma T=0, C=35 T=0.0, C=1.0 0.00001 539.578 35 T=0/0, C=11/24

chr10:21141469 C/C T C SNV NEBL NEBL:intronic:NM_006393.2 1 100 intronic NM_006393.2c.1008+5A>Gp.? -0.49 0(COSM5438344)Nebulin repeat,SH3 domain,Variant SH3 domainrs386741736,rs7030896.00E-04 YES 9.169E-1;0.0 (pos.21141469)squamous_cell_carcinomaNebulette I band,Z disc,actin filament binding,cardiac muscle thin filament assembly,cytoskeletal protein binding,extracellular exosome,filamin binding,protein binding,stress fiber,structural constituent of muscle,tropomyosin bindingCardiovascular Diseases;Embolism and Thrombosis;Thromboembolism;Vascular Diseases;Venous ThromboembolismBenign T=0, C=45 T=0.0, C=1.0 0.00001 747.373 45 T=0/0, C=22/23

chr9:114454580 G/G A G SNV C9orf84 C9orf84:exonic:NM_173521.4 1 100 25 missense NM_173521.4c.3485T>C p.Ile1162Thr 0.43 1 89 0 rs1475110,rs759208219 0.0038 0.0 (pos.114454578),1.0 (pos.114454580) A=0, G=39 A=0.0, G=1.0 0.00001 623.795 39 A=0/0, G=22/17

chr9:114462322 G/G A G SNV C9orf84 C9orf84:exonic:NM_173521.4 1 100 22 missense NM_173521.4c.2903T>C p.Leu968Pro 0.33 0.22 98 0 rs6477845 0.2143 YES 9.261E-1 (pos.114462322) A=0, G=59 A=0.0, G=1.0 0.00001 885.368 59 A=0/0, G=29/30

chr10:23297336 T/T A T SNV ARMC3 ARMC3:intronic:NM_173081.4 1 100 intronic NM_173081.4c.1928+33A>Tp.? -0.12 Armadillo/beta-catenin-like repeat,Ethylene-responsive protein kinase Le-CTR1,HEAT repeat,HEAT repeats,PBS lyase HEAT-like repeatrs11819616 0.3833 YES 5.36E-1 (pos.23297336) Armadillo repeat-containing protein 3cytoplasm,extracellular exosome,nucleus A=0, T=22 A=0.0, T=1.0 0.00001 297.241 22 A=0/0, T=10/12

chr10:24790491 GC/TT GC TT MNV KIAA1217 KIAA1217:intronic:NM_019590.4 2 58.33 intronic NM_019590.4c.2001+17GC>TTp.? -0.09, -1.85 Actin interacting protein 3rs2366916,rs386741961,rs44021870.2558 YES 1.458E-1 (pos.24790491),1.458E-1 (pos.24790492)KIAA1217 genecytoplasm,embryonic skeletal system development,molecular_function,protein bindingGC=10, TT=14GC=0.4167, TT=0.5833 0.00001 137.407 24 GC=0/10, TT=4/10

chr9:114464487 C/C T C SNV C9orf84 C9orf84:exonic:NM_173521.4 1 100 21 missense NM_173521.4c.2795A>G p.Tyr932Cys -1.04 1 194 0 0.04(COSM5618300),0.04(COSM5618301)rs1407390 0.2121 YES 9.262E-1 (pos.114464487)carcinoma,ductal_carcinoma T=0, C=31 T=0.0, C=1.0 0.00001 465.816 31 T=0/0, C=17/14

chr9:114490308 C/C T C SNV C9orf84 C9orf84:exonic:NM_173521.4 1 100 11 missense NM_173521.4c.1247A>G p.His416Arg -0.27 0.61 29 0 0.01(COSM5765422),0.01(COSM5765423)rs7470491 0.223 YES 9.256E-1 (pos.114490308)adenocarcinoma T=0, C=41 T=0.0, C=1.0 0.00001 664.7 41 T=0/0, C=9/32

chr9:114454544 T/C T C SNV C9orf84 C9orf84:exonic:NM_173521.4 1 97.56 25 missense NM_173521.4c.3521A>G p.Glu1174Gly 2.03 0 98 0.893 0.66(COSM3763536),0.66(COSM3763537)rs7869279 0.4458 YES 7.807E-1 (pos.114454544)adenocarcinoma,diffuse_large_B_cell_lymphoma T=1, C=40 T=0.0244, C=0.9756 0.00001 631.376 41 T=1/0, C=23/17

chr10:26357625 C/C T C SNV MYO3A MYO3A:intronic:NM_017433.4 1 100 intronic NM_017433.4c.1054-72T>Cp.? -0.58 IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers3817421 YES Myosin IIIA ADP binding,ATP binding,actin binding,actin-dependent ATPase activity,calmodulin binding,cochlea morphogenesis,cytoplasm,filamentous actin,filopodium,filopodium tip,microfilament motor activity,motor activity,myosin complex,plus-end directed microfilament motor activity,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Sensation DisordersT=0, C=23 T=0.0, C=1.0 0.00001 316.735 23 T=0/0, C=16/7

chr17:49713300 A/A G A SNV CA10 CA10:exonic:NM_001082533.1 1 100 8 synonymous NM_001082533.1c.705C>T p.(=) -0.94 0.03(COSM148301),0.03(COSM4130410)Eukaryotic-type carbonic anhydrasers11870209 0.4843 YES 3.408E-1 (pos.49713300) adenocarcinoma,neoplasmCarbonic anhydrase Xbrain development,cellular_component,molecular_functionZonisamide G=0, A=30 G=0.0, A=1.0 0.00001 446.317 30 G=0/0, A=18/12

chr10:26357820 T/T C T SNV MYO3A MYO3A:intronic:NM_017433.4 1 100 intronic NM_017433.4c.1170+7C>Tp.? -0.49 IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers3817419 0.4505 YES 2.782E-1 (pos.26357820) Myosin IIIA ADP binding,ATP binding,actin binding,actin-dependent ATPase activity,calmodulin binding,cochlea morphogenesis,cytoplasm,filamentous actin,filopodium,filopodium tip,microfilament motor activity,motor activity,myosin complex,plus-end directed microfilament motor activity,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Sensation DisordersBenign/Likely benignC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=13/18

chr10:26359180 G/G T G SNV MYO3A MYO3A:intronic:NM_017433.4 1 100 intronic NM_017433.4c.1275+36T>Gp.? -0.31 IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers3758441 0.4507 YES 2.804E-1;0.0 (pos.26359180) Myosin IIIA ADP binding,ATP binding,actin binding,actin-dependent ATPase activity,calmodulin binding,cochlea morphogenesis,cytoplasm,filamentous actin,filopodium,filopodium tip,microfilament motor activity,motor activity,myosin complex,plus-end directed microfilament motor activity,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Sensation DisordersT=0, G=32 T=0.0, G=1.0 0.00001 485.137 32 T=0/0, G=23/9

chr10:26359200 TA/TA T TA INDEL MYO3A MYO3A:intronic:NM_017433.4 1 100 intronic NM_017433.4c.1276-47T>TAp.? 2.83 IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers3834403,rs397779051,rs8692054440.4507 YES 2.789E-1 (pos.26359200) Myosin IIIA ADP binding,ATP binding,actin binding,actin-dependent ATPase activity,calmodulin binding,cochlea morphogenesis,cytoplasm,filamentous actin,filopodium,filopodium tip,microfilament motor activity,motor activity,myosin complex,plus-end directed microfilament motor activity,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Sensation DisordersT=0, TA=29 T=0.0, TA=1.0 0.00001 382.859 29 T=0/0, TA=21/8

chr8:86351997 A/A G A SNV CA3 CA3:exonic:NM_005181.3 1 100 2 missense NM_005181.3c.91G>A p.Val31Ile 4.5 1 29 0 0.06(COSM3982611)Eukaryotic-type carbonic anhydrasers20571 0.3926 YES 4.28E-1 (pos.86351997) acute_myeloid_leukaemia,adenocarcinoma,intestinal_adenocarcinomaCarbonic anhydrase IIIbicarbonate transport,carbonate dehydratase activity,cytosol,dephosphorylation,nickel cation binding,one-carbon metabolic process,phosphatase activity,response to ethanol,response to oxidative stress,zinc ion bindingDigestive System Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Pneumoconiosis;Respiratory Tract DiseasesAcetazolamide,Ellagic Acid,ZonisamideG=0, A=76 G=0.0, A=1.0 0.00001 1209.6 76 G=0/0, A=37/39

chr10:26457637 C/C T C SNV MYO3A MYO3A:intronic:NM_017433.4 1 100 intronic NM_017433.4c.3112-4T>Cp.? 0.31 IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers16926628 0.1174 YES 2.008E-3 (pos.26457637) Myosin IIIA ADP binding,ATP binding,actin binding,actin-dependent ATPase activity,calmodulin binding,cochlea morphogenesis,cytoplasm,filamentous actin,filopodium,filopodium tip,microfilament motor activity,motor activity,myosin complex,plus-end directed microfilament motor activity,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Sensation DisordersBenign/Likely benignT=0, C=25 T=0.0, C=1.0 0.00001 352.31 25 T=0/0, C=6/19

chr10:26463600 A/A G A SNV MYO3A MYO3A:intronic:NM_017433.4 1 100 intronic NM_017433.4c.4293+114G>Ap.? -0.62 IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers11812370 YES Myosin IIIA ADP binding,ATP binding,actin binding,actin-dependent ATPase activity,calmodulin binding,cochlea morphogenesis,cytoplasm,filamentous actin,filopodium,filopodium tip,microfilament motor activity,motor activity,myosin complex,plus-end directed microfilament motor activity,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Sensation DisordersG=0, A=21 G=0.0, A=1.0 0.00001 281.062 21 G=0/0, A=6/15

chr10:26506752 G/T G T SNV GAD2 GAD2:intronic:NM_001134366.1 1 47.62 intronic NM_001134366.1c.137-19G>Tp.? -0.2 Pyridoxal-dependent decarboxylase conserved domainrs112021218 6.00E-04 YES 0.0 (pos.26506752) Glutamate decarboxylase-2, pancreasGolgi membrane,anchored component of membrane,axon,carboxy-lyase activity,carboxylic acid metabolic process,cell junction,chemical synaptic transmission,clathrin-sculpted gamma-aminobutyric acid transport vesicle membrane,cytosol,glutamate binding,glutamate decarboxylase activity,glutamate decarboxylation to succinate,inhibitory synapse,neurotransmitter biosynthetic process,neurotransmitter secretion,perinuclear region of cytoplasm,plasma membrane,presynaptic membrane,protein binding,protein heterodimerization activity,pyridoxal phosphate binding,response to drug,synaptic vesicle membraneAutoimmune Diseases;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cocaine-Related Disorders;Diabetes Complications;Diabetes Mellitus;Diabetes Mellitus, Type 1;Diabetic Angiopathies;Diabetic Retinopathy;Endocrine System Diseases;Epilepsy;Eye Diseases;Glucose Metabolism Disorders;Immune System Diseases;Mental Disorders;Metabolic Diseases;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Retinal Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Seizures;Substance-Related Disorders;Vascular DiseasesGlutamic Acid,Pyridoxal PhosphateG=55, T=50 G=0.5238, T=0.4762 0.00001 499.643 105 G=29/26, T=29/21

chr10:27009334 G/G A G SNV PDSS1 PDSS1:intronic:NM_014317.4 1 100 intronic NM_014317.4c.609+46A>Gp.? -0.07 Polyprenyl synthetasers1780196,rs750746851 0.1413 YES 9.232E-1;0.0 (pos.27009334) Prenyl diphosphate synthase, subunit 1isoprenoid biosynthetic process,metal ion binding,mitochondrial matrix,protein heterodimerization activity,protein heterotetramerization,trans-hexaprenyltranstransferase activity,trans-octaprenyltranstransferase activity,transferase complex,ubiquinone biosynthetic processA=0, G=20 A=0.0, G=1.0 0.00001 263.784 20 A=0/0, G=5/15

chr10:27065976 G/A G A SNV ABI1 ABI1:intronic:NM_005470.3 1 50 intronic NM_005470.3c.462+18C>Tp.? -0.02 Abl-interactor HHR,SH3 domain,Variant SH3 domainrs7096584 0.1867 YES 9.909E-2 (pos.27065976) ABL-interactor 1Fc-gamma receptor signaling pathway involved in phagocytosis,SCAR complex,SH3 domain binding,actin polymerization or depolymerization,cadherin binding,cell junction,cytoskeletal protein binding,cytoskeleton,cytosol,dendrite morphogenesis,endoplasmic reticulum,extracellular exosome,filopodium,growth cone,intracellular,lamellipodium,lamellipodium morphogenesis,megakaryocyte development,movement of cell or subcellular component,negative regulation of cell proliferation,nucleus,peptidyl-tyrosine phosphorylation,positive regulation of protein tyrosine kinase activity,postsynaptic density,postsynaptic membrane,protein binding,protein complex binding,protein tyrosine kinase activator activity,somitogenesis,transmembrane receptor protein tyrosine kinase signaling pathway,vascular endothelial growth factor receptor signaling pathway,viral processAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=12, A=12 G=0.5, A=0.5 0.00001 106.695 24 G=6/6, A=5/7

chr10:27326999 C/C T C SNV ANKRD26 ANKRD26:intronic:NM_014915.2 1 100 intronic NM_014915.2c.2376-16A>Gp.? -0.98 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil region,Domain of unknown function (DUF3496)rs7096505 0.1867 YES 9.907E-1 (pos.27326999) Ankyrin repeat domain-containing protein 26centrosome,negative regulation of fat cell differentiation,protein bindingBlood Platelet Disorders;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;ThrombocytopeniaBenign T=0, C=42 T=0.0, C=1.0 0.00001 685.209 42 T=0/0, C=23/19

chr10:27431564 A/A G A SNV YME1L1 YME1L1:intronic:NM_014263.3 1 100 intronic NM_014263.3c.332-150C>Tp.? -0.81 ATPase family associated with various cellular activities (AAA),Peptidase family M41rs10829195 YES Mitochondrial escape 1-like 1ATP binding,ATP-dependent peptidase activity,cell proliferation,integral component of membrane,membrane,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,mitochondrial calcium ion transmembrane transport,mitochondrial inner membrane,mitochondrial protein catabolic process,mitochondrial protein processing,mitochondrion,mitochondrion organization,negative regulation of apoptotic process,nuclear body,protein binding,protein hexamerization,protein quality control for misfolded or incompletely synthesized proteins,proteolysisG=0, A=78 G=0.0, A=1.0 0.00001 1249.26 78 G=0/0, A=41/37

chr10:27520829 T/C T C SNV ACBD5 ACBD5:intronic:NM_145698.4 1 59.09 intronic NM_145698.4c.303-80A>Gp.? -0.66 Acyl CoA binding proteinrs74126945 YES Acyl-CoA-binding domain-containing protein 5aggrephagy,autophagy of peroxisome,fatty acid catabolic process,fatty-acyl-CoA binding,integral component of membrane,lipid binding,macroautophagy,membrane,molecular_function,nucleoplasm,nucleus,peroxisomal membrane,peroxisome,transportT=18, C=26 T=0.4091, C=0.5909 0.00001 312.069 44 T=11/7, C=4/22

chr10:27529565 C/C T C SNV ACBD5 ACBD5:intronic:NM_145698.4 1 100 intronic NM_145698.4c.15+38A>Gp.? 0.04 Acyl CoA binding proteinrs2489372,rs386742227 YES 9.924E-1 (pos.27529565) Acyl-CoA-binding domain-containing protein 5aggrephagy,autophagy of peroxisome,fatty acid catabolic process,fatty-acyl-CoA binding,integral component of membrane,lipid binding,macroautophagy,membrane,molecular_function,nucleoplasm,nucleus,peroxisomal membrane,peroxisome,transportT=0, C=52 T=0.0, C=1.0 0.00001 766.776 52 T=0/0, C=32/20

chrX:15800751 A/A G A SNV CA5B CA5B:exonic:NM_007220.3 1 100 8 synonymous NM_007220.3c.918G>A p.(=) -1.24 0.01(COSM150769),0.07(COSM3681721)Eukaryotic-type carbonic anhydrasers1808 0.3383 YES 4.055E-1 (pos.15800751) acute_myeloid_leukaemia,adenocarcinoma,neoplasmCarbonic anhydrase VB, mitochondrialbicarbonate transport,carbonate dehydratase activity,mitochondrial matrix,mitochondrion,one-carbon metabolic process,zinc ion bindingEllagic Acid,Zonisamide G=0, A=40 G=0.0, A=1.0 0.00001 644.279 40 G=0/0, A=22/18

chr8:61178574 C/C T C SNV CA8 CA8:exonic:NM_004056.5 1 100 3 synonymous NM_004056.5c.327A>G p.(=) 0.9 0.6(COSM3763364)Eukaryotic-type carbonic anhydrasers7464181 0.4097 YES 2.567E-1 (pos.61178574) acute_myeloid_leukaemia,adenocarcinoma,diffuse_large_B_cell_lymphomaCarbonic anhydrase VIIIcarbonate dehydratase activity,cytoplasm,one-carbon metabolic process,phosphatidylinositol-mediated signaling,protein binding,zinc ion bindingAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Dyskinesias;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsZonisamideLikely benign T=0, C=43 T=0.0, C=1.0 0.00001 705.844 43 T=0/0, C=16/27

chr10:28233120 C/C A C SNV ARMC4 ARMC4:intronic:NM_018076.4 1 100 intronic NM_018076.4c.1743+31T>Gp.? -1.22 Armadillo/beta-catenin-like repeatrs3824590 0.4658 YES 6E-1;0.0 (pos.28233120) Armadillo repeat-containing protein 4axoneme,ciliary base,cilium movement,cytoplasm,determination of left/right symmetry,heart development,nucleus,outer dynein arm assembly,regulation of cilium beat frequency,ventricular system developmentBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusA=0, C=40 A=0.0, C=1.0 0.00001 634.847 40 A=0/0, C=19/21

chr10:292927 A/A C A SNV ZMYND11 ZMYND11:intronic:NM_001202468.1 1 100 intronic NM_001202468.1c.1158+14C>Ap.? -0.93 Bromodomain,PWWP domainrs2303990 0.0272 YES 9.398E-1;0.0 (pos.292927) Zinc finger MYND domain-containing protein 11RNA polymerase II regulatory region sequence-specific DNA binding,cell cycle,cell proliferation,chromatin binding,chromosome,covalent chromatin modification,defense response to virus,double-stranded DNA binding,histone binding,integral component of membrane,metal ion binding,methylated histone binding,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of JNK cascade,negative regulation of extrinsic apoptotic signaling pathway,negative regulation of nucleic acid-templated transcription,nucleoplasm,nucleus,protein binding,regulation of transcription elongation from RNA polymerase II promoter,transcription cofactor activity,transcription corepressor activity,transcription, DNA-templated,viral process,zinc ion bindingAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersC=0, A=29 C=0.0, A=1.0 0.00001 427.603 29 C=0/0, A=7/22

chr10:29580743 A/A G A SNV LYZL1 LYZL1:intronic:NM_032517.4 1 100 intronic NM_032517.4c.114-29G>Ap.? -0.67 C-type lysozyme/alpha-lactalbumin familyrs2148902,rs796961693 YES 7.71E-1 (pos.29580743) cell wall macromolecule catabolic process,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,extracellular space,lysozyme activityG=0, A=91 G=0.0, A=1.0 0.00001 1513.8 91 G=0/0, A=37/54



chr10:29581440 T/T C T SNV LYZL1 LYZL1:intronic:NM_032517.4 1 100 intronic NM_032517.4c.278-8C>T p.? -0.37 0.04(COSM5425376)C-type lysozyme/alpha-lactalbumin familyrs3818550 0.4233 YES 5.372E-1 (pos.29581440) acute_myeloid_leukaemia,carcinomacell wall macromolecule catabolic process,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,extracellular space,lysozyme activityC=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=18/7

chr10:29783813 A/A G A SNV SVIL SVIL:intronic:NM_021738.2 1 100 intronic NM_021738.2c.3841+30C>Tp.? 0.31 Gelsolin repeat,Villin headpiece domainrs6481600 0.4465 YES 3.664E-1 (pos.29783813) Supervillin actin cytoskeleton,actin filament binding,cleavage furrow,costamere,cytoplasm,cytoskeleton organization,cytosol,focal adhesion,invadopodium,microtubule minus-end,midbody,nucleus,plasma membrane,podosome,positive regulation of cytokinesis,protein binding,skeletal muscle tissue developmentLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeG=0, A=63 G=0.0, A=1.0 0.00001 958.917 63 G=0/0, A=40/23

chr19:48543862 A/A G A SNV CABP5 CABP5:exonic:NM_019855.4 1 100 3 synonymous NM_019855.4c.238C>T p.(=) 0.3 0.54(COSM4132213)EF hand,EF-hand domain,EF-hand domain pairrs8105198 0.1844 YES 8.674E-1;0.0 (pos.48543862)neoplasm Calcium-binding protein 5calcium ion binding,cytosol,protein binding,signal transductionG=0, A=39 G=0.0, A=1.0 0.00001 623.98 39 G=0/0, A=27/12

chr4:71201388 T/T C T SNV CABS1 CABS1:exonic:NM_033122.3 1 100 1 missense NM_033122.3c.632C>T p.Thr211Ile -0.28 89 Calcium-binding and spermatid-specific protein 1rs1351419 0.0492 YES 1.0 (pos.71201388) calcium ion binding,mitochondrial inner membrane,motile cilium,spermatogenesisC=0, T=25 C=0.0, T=1.0 0.00001 353.018 25 C=0/0, T=11/14

chr18:21736933 G/G T G SNV CABYR CABYR:exonic:NM_012189.3 1 100 4 missense NM_012189.3c.1468T>G p.Ser490Ala 1.33 1 99 0 Regulatory subunit of type II PKA R-subunitrs1049683 0.1652 YES 8.324E-1 (pos.21736933) Calcium-binding tyrosine phosphorylation-regulated proteinSH3 domain binding,calcium ion binding,cytoplasm,cytoskeleton,cytosol,enzyme binding,epithelial cilium movement,motile cilium,nucleus,protein binding,protein heterodimerization activity,sperm capacitation,sperm end piece,sperm fibrous sheath,sperm principal pieceColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=0, G=31 T=0.0, G=1.0 0.00001 465.783 31 T=0/0, G=14/17

chr10:3147508 T/T C T SNV PFKP PFKP:intronic:NM_002627.4 1 100 intronic NM_002627.4c.666-77C>Tp.? -0.72 Phosphofructokinasers4881082 YES Phosphofructokinase, platelet type6-phosphofructokinase activity,ATP binding,cadherin binding,canonical glycolysis,cellular response to leukemia inhibitory factor,cytoplasm,cytosol,extracellular exosome,extracellular matrix,fructose 6-phosphate metabolic process,glycolytic process through fructose-6-phosphate,identical protein binding,membrane,metal ion binding,nucleus,protein complex bindingC=0, T=37 C=0.0, T=1.0 0.00001 574.979 37 C=0/0, T=11/26

chr10:3154534 G/G A G SNV PFKP PFKP:intronic:NM_002627.4 1 100 intronic NM_002627.4c.1154+56A>Gp.? -0.4 Phosphofructokinasers2306304 YES Phosphofructokinase, platelet type6-phosphofructokinase activity,ATP binding,cadherin binding,canonical glycolysis,cellular response to leukemia inhibitory factor,cytoplasm,cytosol,extracellular exosome,extracellular matrix,fructose 6-phosphate metabolic process,glycolytic process through fructose-6-phosphate,identical protein binding,membrane,metal ion binding,nucleus,protein complex bindingA=0, G=41 A=0.0, G=1.0 0.00001 664.7 41 A=0/0, G=19/22

chr10:3155540 G/G A G SNV PFKP PFKP:intronic:NM_002627.4 1 100 intronic NM_002627.4c.1225-24A>Gp.? -1.41 Phosphofructokinasers4881085 0.1067 YES 9.868E-1;0.0 (pos.3155540) Phosphofructokinase, platelet type6-phosphofructokinase activity,ATP binding,cadherin binding,canonical glycolysis,cellular response to leukemia inhibitory factor,cytoplasm,cytosol,extracellular exosome,extracellular matrix,fructose 6-phosphate metabolic process,glycolytic process through fructose-6-phosphate,identical protein binding,membrane,metal ion binding,nucleus,protein complex bindingA=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=11/15

chr9:136333786 G/G GC G INDEL CACFD1 CACFD1:exonic:NM_001242369.1 1 100 6 frameshiftDeletion NM_001242369.1c.659delC p.Pro220fs -2.48, -4.64 Uncharacterized conserved protein CG6151-Prs867108595 biological_process,cellular_component,integral component of membrane,molecular_function,protein binding,vesicle-mediated transportGC=0, G=20 GC=0.0, G=1.0 0.00001 212.283 20 GC=0/0, G=7/13

chr9:141008876 T/T C T SNV CACNA1B CACNA1B:exonic:NM_000718.3 1 100 40 synonymous NM_000718.3c.5583C>T p.(=) -1.14 0.08(COSM4415564),0.08(COSM4415565),0.08(COSM6350993)Ion transport protein,Polycystin cation channel,Voltage gated calcium channel IQ domain,Voltage-dependent L-type calcium channel, IQ-associatedrs2229948 0.245 YES 3.746E-1 (pos.141008876)acute_myeloid_leukaemia,carcinomaCalcium channel, voltage-dependent, L type, alpha 1B subunitATP binding,calcium channel activity,calcium ion binding,calcium ion transmembrane transport,chemical synaptic transmission,dendrite,high voltage-gated calcium channel activity,locomotory behavior,membrane depolarization,membrane depolarization during action potential,neuronal cell body,neurotransmitter secretion,plasma membrane,presynapse,protein C-terminus binding,protein binding,regulation of blood pressure,regulation of calcium ion transport,regulation of heart contraction,regulation of ion transmembrane transport,response to pain,transport,voltage-gated calcium channel activity,voltage-gated calcium channel complexNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesAgmatine,Amlodipine,Gabapentin,Levetiracetam,Seletracetam,Spironolactone,VerapamilC=0, T=43 C=0.0, T=1.0 0.00001 705.843 43 C=0/0, T=23/20

chr10:3187924 C/C T C SNV

PITRM1,PIT

RM1-AS1 PITRM1:intronic:NM_001242307.1, PITRM1-AS1:exonic_nc:NR_038284.11
100

intronic NM_001242307.1, NR_038284.1c.2340-16A>Gp.? -3.08 Insulinase (Peptidase family M16),Peptidase M16 inactive domain,Peptidase M16C associatedrs3758631 0.2777 YES 7.292E-1 (pos.3187924) catalytic activity,enzyme activator activity,metal ion binding,metalloendopeptidase activity,mitochondrial matrix,mitochondrion,positive regulation of catalytic activity,proteolysisT=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=17/6

chr9:141016262 G/G T G SNV CACNA1B CACNA1B:exonic:NM_000718.3 1 100 46 synonymous NM_000718.3c.6831T>G p.(=) -0.67 0.01(COSM3763836),0.01(COSM5831031),0.01(COSM5831032)Ion transport protein,Polycystin cation channel,Voltage gated calcium channel IQ domain,Voltage-dependent L-type calcium channel, IQ-associatedrs2278973 0.0906 YES 7.974E-1;1.165E-4 (pos.141016262)adenocarcinomaCalcium channel, voltage-dependent, L type, alpha 1B subunitATP binding,calcium channel activity,calcium ion binding,calcium ion transmembrane transport,chemical synaptic transmission,dendrite,high voltage-gated calcium channel activity,locomotory behavior,membrane depolarization,membrane depolarization during action potential,neuronal cell body,neurotransmitter secretion,plasma membrane,presynapse,protein C-terminus binding,protein binding,regulation of blood pressure,regulation of calcium ion transport,regulation of heart contraction,regulation of ion transmembrane transport,response to pain,transport,voltage-gated calcium channel activity,voltage-gated calcium channel complexNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesAgmatine,Amlodipine,Gabapentin,Levetiracetam,Seletracetam,Spironolactone,VerapamilT=0, G=20 T=0.0, G=1.0 0.00001 263.782 20 T=0/0, G=4/16

chr10:3199555 T/T A T SNV PITRM1 PITRM1:intronic:NM_001242307.1 1 100 intronic NM_001242307.1c.1347+72T>Ap.? 1.35 Insulinase (Peptidase family M16),Peptidase M16 inactive domain,Peptidase M16C associatedrs7086470 YES catalytic activity,enzyme activator activity,metal ion binding,metalloendopeptidase activity,mitochondrial matrix,mitochondrion,positive regulation of catalytic activity,proteolysisA=0, T=49 A=0.0, T=1.0 0.00001 831.625 49 A=0/0, T=35/14

chr10:3200155 G/C G C SNV PITRM1 PITRM1:intronic:NM_001242307.1 1 56 intronic NM_001242307.1c.1250+77C>Gp.? -0.49 Insulinase (Peptidase family M16),Peptidase M16 inactive domain,Peptidase M16C associatedrs9423705 YES catalytic activity,enzyme activator activity,metal ion binding,metalloendopeptidase activity,mitochondrial matrix,mitochondrion,positive regulation of catalytic activity,proteolysisG=11, C=14 G=0.44, C=0.56 0.00001 134.35 25 G=5/6, C=8/6

chr12:2791130 T/T C T SNV

CACNA1C,C

ACNA1C-AS1 CACNA1C-AS1:intronic_nc:NR_045725.1, CACNA1C:exonic:NM_199460.31

100

45 missense NM_199460.3, NR_045725.1c.5603C>T p.Pro1868Leu -1.32 0.58 98 0.002 0(COSM1582946),0(COSM1582947)Ion transport protein,Polycystin cation channel,Voltage gated calcium channel IQ domain,Voltage-dependent L-type calcium channel, IQ-associated,Voltage-gated calcium channel subunit alpha, C-termrs10848683,rs71441836 0.1787 YES 5.925E-1 (pos.2791130) acute_myeloid_leukaemia,secretoryCalcium channel, voltage-dependent, L type, alpha 1C subunitL-type voltage-gated calcium channel complex,Z disc,alpha-actinin binding,calcium ion transmembrane transport,calcium ion transmembrane transport via high voltage-gated calcium channel,calcium ion transport into cytosol,calcium-mediated signaling using extracellular calcium source,camera-type eye development,cardiac conduction,cardiac muscle cell action potential involved in contraction,cell communication by electrical coupling involved in cardiac conduction,cytoplasm,embryonic forelimb morphogenesis,heart development,high voltage-gated calcium channel activity,immune system development,integral component of membrane,ion channel activity,ion transmembrane transport,membrane depolarization during AV node cell action potential,membrane depolarization during atrial cardiac muscle cell action potential,membrane depolarization during cardiac muscle cell action potential,metal ion binding,plasma membrane,positive regulation of cytosolic calcium ion concentration,postsynaptic density,protein binding,regulation of caArrhythmias, Cardiac;Autistic Disorder;Bipolar Disorder;Bipolar and Related Disorders;Bone Diseases;Bone Diseases, Developmental;Brugada Syndrome;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dysostoses;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Defects, Congenital;Heart Diseases;Hypertension;Hypoglycemia;Immune System Diseases;Immunologic Deficiency Syndromes;Limb Deformities, Congenital;Long QT Syndrome;Mental Disorders;Metabolic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Nutritional and Metabolic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Syndactyly;Synostosis;Vascular Diseases;Ventricular FibrillationAmlodipine,Calcium,Calcium Citrate,Calcium Phosphate,Cinnarizine,Clevidipine,Dronedarone,Drotaverine,Ethanol,Felodipine,Ibutilide,Isradipine,Magnesium Sulfate,Mibefradil,Nicardipine,Nifedipine,Nilvadipine,Nimodipine,Nisoldipine,Nitrendipine,Spironolactone,Trimebutine,VerapamilBenign C=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=11/14

chr10:3205851 G/G C G SNV PITRM1 PITRM1:intronic:NM_001242307.1 1 100 intronic NM_001242307.1c.791+66G>Cp.? -1.18 Insulinase (Peptidase family M16),Peptidase M16 inactive domain,Peptidase M16C associatedrs6602034 YES catalytic activity,enzyme activator activity,metal ion binding,metalloendopeptidase activity,mitochondrial matrix,mitochondrion,positive regulation of catalytic activity,proteolysisC=0, G=20 C=0.0, G=1.0 0.00001 263.786 20 C=0/0, G=6/14

chr12:2791132 G/G A G SNV

CACNA1C,C

ACNA1C-AS1 CACNA1C-AS1:intronic_nc:NR_045725.1, CACNA1C:exonic:NM_199460.31

100

45 missense NM_199460.3, NR_045725.1c.5605A>G p.Met1869Val -0.38 0.62 21 0 0(COSM3998753),0(COSM3998754)Ion transport protein,Polycystin cation channel,Voltage gated calcium channel IQ domain,Voltage-dependent L-type calcium channel, IQ-associated,Voltage-gated calcium channel subunit alpha, C-termrs10774053,rs71441836 0.169 YES 6.216E-1;0.0 (pos.2791132)acute_myeloid_leukaemiaCalcium channel, voltage-dependent, L type, alpha 1C subunitL-type voltage-gated calcium channel complex,Z disc,alpha-actinin binding,calcium ion transmembrane transport,calcium ion transmembrane transport via high voltage-gated calcium channel,calcium ion transport into cytosol,calcium-mediated signaling using extracellular calcium source,camera-type eye development,cardiac conduction,cardiac muscle cell action potential involved in contraction,cell communication by electrical coupling involved in cardiac conduction,cytoplasm,embryonic forelimb morphogenesis,heart development,high voltage-gated calcium channel activity,immune system development,integral component of membrane,ion channel activity,ion transmembrane transport,membrane depolarization during AV node cell action potential,membrane depolarization during atrial cardiac muscle cell action potential,membrane depolarization during cardiac muscle cell action potential,metal ion binding,plasma membrane,positive regulation of cytosolic calcium ion concentration,postsynaptic density,protein binding,regulation of caArrhythmias, Cardiac;Autistic Disorder;Bipolar Disorder;Bipolar and Related Disorders;Bone Diseases;Bone Diseases, Developmental;Brugada Syndrome;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dysostoses;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Defects, Congenital;Heart Diseases;Hypertension;Hypoglycemia;Immune System Diseases;Immunologic Deficiency Syndromes;Limb Deformities, Congenital;Long QT Syndrome;Mental Disorders;Metabolic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Nutritional and Metabolic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Syndactyly;Synostosis;Vascular Diseases;Ventricular FibrillationAmlodipine,Calcium,Calcium Citrate,Calcium Phosphate,Cinnarizine,Clevidipine,Dronedarone,Drotaverine,Ethanol,Felodipine,Ibutilide,Isradipine,Magnesium Sulfate,Mibefradil,Nicardipine,Nifedipine,Nilvadipine,Nimodipine,Nisoldipine,Nitrendipine,Spironolactone,Trimebutine,VerapamilBenign A=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=11/14

chr10:32307536 A/A T A SNV KIF5B KIF5B:intronic:NM_004521.2 1 100 intronic NM_004521.2c.2307-46A>Tp.? -0.3 Kinesin motor domain,Microtubule bindingrs200346000,rs397948232,rs55938482,rs680666541.0;0.0 (pos.32307536) Kinesin 1 ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,JUN kinase binding,axon guidance,axonal growth cone,cadherin binding,centrosome localization,ciliary rootlet,cytoplasm organization,cytoskeleton-dependent intracellular transport,cytosol,endocytic vesicle,hippocampus development,identical protein binding,kinesin complex,membrane,microtubule,microtubule binding,microtubule lateral binding,microtubule motor activity,microtubule organizing center,microtubule-based movement,perinuclear region of cytoplasm,plus-end-directed vesicle transport along microtubule,positive regulation of insulin secretion involved in cellular response to glucose stimulus,positive regulation of intracellular protein transport,positive regulation of potassium ion transport,positive regulation of protein localization to plasma membrane,positive regulation of synaptic transmission, GABAergic,positive regulation of vesicle fusion,positive regulation of voltage-gated sodium channel activity,protein binding,regulation of mBronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Diabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsT=0, A=27 T=0.0, A=1.0 0.00001 389.988 27 T=0/0, A=14/13

chr10:32311969 G/G A G SNV KIF5B KIF5B:intronic:NM_004521.2 1 100 intronic NM_004521.2c.1726-5T>Cp.? 0.39 Kinesin motor domain,Microtubule bindingrs176924 3.00E-04 1.0;0.0 (pos.32311969) Kinesin 1 ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,JUN kinase binding,axon guidance,axonal growth cone,cadherin binding,centrosome localization,ciliary rootlet,cytoplasm organization,cytoskeleton-dependent intracellular transport,cytosol,endocytic vesicle,hippocampus development,identical protein binding,kinesin complex,membrane,microtubule,microtubule binding,microtubule lateral binding,microtubule motor activity,microtubule organizing center,microtubule-based movement,perinuclear region of cytoplasm,plus-end-directed vesicle transport along microtubule,positive regulation of insulin secretion involved in cellular response to glucose stimulus,positive regulation of intracellular protein transport,positive regulation of potassium ion transport,positive regulation of protein localization to plasma membrane,positive regulation of synaptic transmission, GABAergic,positive regulation of vesicle fusion,positive regulation of voltage-gated sodium channel activity,protein binding,regulation of mBronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Diabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsA=0, G=48 A=0.0, G=1.0 0.00001 810.422 48 A=0/0, G=45/3

chr10:32751901 A/A G A SNV CCDC7 CCDC7:intronic:NM_001026383.2 1 100 intronic NM_001026383.2c.478-44G>Ap.? -1.03 Spermatogenesis family BioT2rs2505380 0.0015 YES 1.0;0.0 (pos.32751901) G=0, A=109 G=0.0, A=1.0 0.00001 1722.53 109 G=0/0, A=47/62

chr10:32807182 T/T C T SNV CCDC7 CCDC7:intronic:NM_001026383.2 1 100 intronic NM_001026383.2c.904-162C>Tp.? 0.52 Spermatogenesis family BioT2rs2947052 YES C=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=9/12

chr10:33015782 A/A G A SNV CCDC7 1 100 intronic 1.3 rs928701 1.00E-04 1.0 (pos.33015782) G=0, A=110 G=0.0, A=1.0 0.00001 1731.69 110 G=0/0, A=16/94

chr10:33018351 C/C G C SNV CCDC7 1 100 intronic -0.09 rs1414548 0.0014 YES 1.0 (pos.33018351) G=0, C=20 G=0.0, C=1.0 0.00001 263.786 20 G=0/0, C=4/16

chr10:33123824 C/C G C SNV CCDC7 1 100 intronic -1.45 rs4448627 2.00E-04 1.0;0.0 (pos.33123824) G=0, C=41 G=0.0, C=1.0 0.00001 664.7 41 G=0/0, C=18/23

chr12:2791204 AG/AG A AG INDEL

CACNA1C,C

ACNA1C-AS1 CACNA1C-AS1:intronic_nc:NR_045725.1, CACNA1C:exonic:NM_199460.31

100

45 frameshiftInsertion NM_199460.3, NR_045725.1c.5677_5678insGp.Lys1893fs 0.28 Ion transport protein,Polycystin cation channel,Voltage gated calcium channel IQ domain,Voltage-dependent L-type calcium channel, IQ-associated,Voltage-gated calcium channel subunit alpha, C-termCalcium channel, voltage-dependent, L type, alpha 1C subunitL-type voltage-gated calcium channel complex,Z disc,alpha-actinin binding,calcium ion transmembrane transport,calcium ion transmembrane transport via high voltage-gated calcium channel,calcium ion transport into cytosol,calcium-mediated signaling using extracellular calcium source,camera-type eye development,cardiac conduction,cardiac muscle cell action potential involved in contraction,cell communication by electrical coupling involved in cardiac conduction,cytoplasm,embryonic forelimb morphogenesis,heart development,high voltage-gated calcium channel activity,immune system development,integral component of membrane,ion channel activity,ion transmembrane transport,membrane depolarization during AV node cell action potential,membrane depolarization during atrial cardiac muscle cell action potential,membrane depolarization during cardiac muscle cell action potential,metal ion binding,plasma membrane,positive regulation of cytosolic calcium ion concentration,postsynaptic density,protein binding,regulation of caArrhythmias, Cardiac;Autistic Disorder;Bipolar Disorder;Bipolar and Related Disorders;Bone Diseases;Bone Diseases, Developmental;Brugada Syndrome;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dysostoses;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Defects, Congenital;Heart Diseases;Hypertension;Hypoglycemia;Immune System Diseases;Immunologic Deficiency Syndromes;Limb Deformities, Congenital;Long QT Syndrome;Mental Disorders;Metabolic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Nutritional and Metabolic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Syndactyly;Synostosis;Vascular Diseases;Ventricular FibrillationAmlodipine,Calcium,Calcium Citrate,Calcium Phosphate,Cinnarizine,Clevidipine,Dronedarone,Drotaverine,Ethanol,Felodipine,Ibutilide,Isradipine,Magnesium Sulfate,Mibefradil,Nicardipine,Nifedipine,Nilvadipine,Nimodipine,Nisoldipine,Nitrendipine,Spironolactone,Trimebutine,VerapamilA=0, AG=24 A=0.0, AG=1.0 0.00001 241.278 24 A=0/0, AG=10/14

chrX:49071964 G/G A G SNV CACNA1F CACNA1F:exonic:NM_001256789.2 1 100 28 synonymous NM_001256789.2c.3276T>C p.(=) -1.6 Ion transport protein,Polycystin cation channel,Voltage gated calcium channel IQ domain,Voltage-dependent L-type calcium channel, IQ-associated,Voltage-gated calcium channel subunit alpha, C-termrs2075866 0.293 YES 6.695E-1 (pos.49071964) Calcium channel, voltage-dependent, alpha-1F subunitT cell homeostasis,calcium ion transmembrane transport,cardiac conduction,detection of light stimulus involved in visual perception,high voltage-gated calcium channel activity,integral component of membrane,membrane depolarization during action potential,metal ion binding,negative regulation of voltage-gated calcium channel activity,perikaryon,photoreceptor outer segment,plasma membrane,protein binding,regulation of T cell receptor signaling pathway,regulation of ion transmembrane transport,visual perception,voltage-gated calcium channel activity,voltage-gated calcium channel complexAlbinism;Albinism, Ocular;Amino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Myopia;Night Blindness;Nutritional and Metabolic Diseases;Pigmentation Disorders;Refractive Errors;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vision DisordersCalcium Citrate,Calcium Phosphate,Cinnarizine,Clevidipine,Dronedarone,Mibefradil,Nimodipine,Spironolactone,Trimebutine,VerapamilA=0, G=67 A=0.0, G=1.0 0.00001 1034.27 67 A=0/0, G=36/31

chr10:34666864 T/T C T SNV PARD3 PARD3:intronic:NM_019619.3 1 100 intronic NM_019619.3c.1539+31G>Ap.? -1.79 N-terminal of Par3 and HAL proteins,PDZ domain (Also known as DHR or GLGF)rs10740890 0.4723 YES 4.339E-1 (pos.34666864) Partitioning-defective protein 3, C. elegans, homolog ofadherens junction,asymmetric cell division,axonal growth cone,axonogenesis,bicellular tight junction,bicellular tight junction assembly,cell cortex,cell cycle,cell junction,cell-cell junction,cytoskeleton,cytosol,endomembrane system,establishment of epithelial cell polarity,establishment or maintenance of cell polarity,identical protein binding,internode region of axon,myelination in peripheral nervous system,negative regulation of peptidyl-threonine phosphorylation,neuronal cell body,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3-phosphate binding,phosphatidylinositol-4,5-bisphosphate binding,plasma membrane,positive regulation of myelination,protein binding,protein complex,protein complex assembly,protein kinase C-activating G-protein coupled receptor signaling pathway,protein phosphatase binding,protein targeting to membrane,regulation of cellular localization,transforming growth factor beta receptor signaling pathwayC=0, T=34 C=0.0, T=1.0 0.00001 524.161 34 C=0/0, T=19/15

chr16:1261282 C/C T C SNV CACNA1H CACNA1H:exonic:NM_021098.2 1 100 22 synonymous NM_021098.2c.4338T>C p.(=) -0.14 0.16(COSM3765855),0.16(COSM3765856),0.16(COSM3765857)Ion transport protein,Polycystin cation channelrs4984637 0.1833 YES 9.994E-1 (pos.1261282) hepatocellular_carcinoma,neoplasmCalcium channel, voltage-dependent, T type, alpha-1H subunitaldosterone biosynthetic process,calcium ion import,calcium ion transmembrane transport,cellular response to hormone stimulus,cellular response to potassium ion,cortisol biosynthetic process,integral component of membrane,ion channel activity,ion transmembrane transport,low voltage-gated calcium channel activity,membrane depolarization during action potential,metal ion binding,muscle contraction,muscle organ development,myoblast fusion,neuronal action potential,plasma membrane,positive regulation of acrosome reaction,positive regulation of calcium ion-dependent exocytosis,regulation of heart contraction,regulation of ion transmembrane transport,regulation of membrane potential,regulation of postsynaptic membrane potential,scaffold protein binding,sodium ion transmembrane transport,transport,voltage-gated calcium channel activity,voltage-gated calcium channel complex,voltage-gated sodium channel activityAdrenal Gland Diseases;Adrenocortical Hyperfunction;Autistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Endocrine System Diseases;Epilepsy;Epilepsy, Absence;Epilepsy, Generalized;Hyperaldosteronism;Hyperalgesia;Mental Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Sensation Disorders;Somatosensory DisordersAmiodarone,Bepridil,Calcium Citrate,Calcium Phosphate,Cinnarizine,Felodipine,Flunarizine,Isradipine,Mibefradil,Nifedipine,Nitrendipine,Spironolactone,Trimebutine,ZonisamideT=0, C=94 T=0.0, C=1.0 0.00001 1576.16 94 T=0/0, C=62/32

chr10:35322024 A/A G A SNV CUL2 CUL2:intronic:NM_001198779.1 1 100 intronic NM_001198779.1c.1149+70C>Tp.? 0.22 Cullin family,Cullin protein neddylation domainrs12261654 YES Cullin 2 Cul2-RING ubiquitin ligase complex,G1/S transition of mitotic cell cycle,VCB complex,cell cycle arrest,cullin-RING ubiquitin ligase complex,cytosol,intrinsic apoptotic signaling pathway,negative regulation of cell proliferation,nucleolus,nucleoplasm,post-translational protein modification,protein binding,protein complex binding,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of transcription from RNA polymerase II promoter in response to hypoxia,ubiquitin protein ligase activity,ubiquitin protein ligase binding,ubiquitin-dependent protein catabolic process,viral processDigestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesG=0, A=34 G=0.0, A=1.0 0.00001 524.17 34 G=0/0, A=23/11

chr10:35328088 G/G A G SNV CUL2 CUL2:intronic:NM_001198779.1 1 100 intronic NM_001198779.1c.754-78T>Cp.? 0.38 Cullin family,Cullin protein neddylation domainrs11010077 YES Cullin 2 Cul2-RING ubiquitin ligase complex,G1/S transition of mitotic cell cycle,VCB complex,cell cycle arrest,cullin-RING ubiquitin ligase complex,cytosol,intrinsic apoptotic signaling pathway,negative regulation of cell proliferation,nucleolus,nucleoplasm,post-translational protein modification,protein binding,protein complex binding,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of transcription from RNA polymerase II promoter in response to hypoxia,ubiquitin protein ligase activity,ubiquitin protein ligase binding,ubiquitin-dependent protein catabolic process,viral processDigestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesA=0, G=30 A=0.0, G=1.0 0.00001 446.638 30 A=0/0, G=14/16

chr16:1270349 C/C T C SNV CACNA1H CACNA1H:exonic:NM_021098.2 1 100 35 synonymous NM_021098.2c.6417T>C p.(=) -0.63 0.01(COSM3749326),0.01(COSM3749327),0.01(COSM3749328)Ion transport protein,Polycystin cation channelrs4247094,rs759086539 0.1668 YES 0.0 (pos.1270341),9.992E-1 (pos.1270349)adenocarcinoma,neoplasmCalcium channel, voltage-dependent, T type, alpha-1H subunitaldosterone biosynthetic process,calcium ion import,calcium ion transmembrane transport,cellular response to hormone stimulus,cellular response to potassium ion,cortisol biosynthetic process,integral component of membrane,ion channel activity,ion transmembrane transport,low voltage-gated calcium channel activity,membrane depolarization during action potential,metal ion binding,muscle contraction,muscle organ development,myoblast fusion,neuronal action potential,plasma membrane,positive regulation of acrosome reaction,positive regulation of calcium ion-dependent exocytosis,regulation of heart contraction,regulation of ion transmembrane transport,regulation of membrane potential,regulation of postsynaptic membrane potential,scaffold protein binding,sodium ion transmembrane transport,transport,voltage-gated calcium channel activity,voltage-gated calcium channel complex,voltage-gated sodium channel activityAdrenal Gland Diseases;Adrenocortical Hyperfunction;Autistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Endocrine System Diseases;Epilepsy;Epilepsy, Absence;Epilepsy, Generalized;Hyperaldosteronism;Hyperalgesia;Mental Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Sensation Disorders;Somatosensory DisordersAmiodarone,Bepridil,Calcium Citrate,Calcium Phosphate,Cinnarizine,Felodipine,Flunarizine,Isradipine,Mibefradil,Nifedipine,Nitrendipine,Spironolactone,Trimebutine,ZonisamideBenign T=0, C=34 T=0.0, C=1.0 0.00001 524.179 34 T=0/0, C=16/18

chr10:38306079 C/C T C SNV ZNF33A ZNF33A:intronic:NM_001278177.1 1 100 intronic NM_001278177.1c.217+136T>Cp.? -1.04 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2738207 YES Zinc finger protein-33aDNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=45 T=0.0, C=1.0 0.00001 745.413 45 T=0/0, C=34/11

chr10:395266 C/C T C SNV DIP2C DIP2C:intronic:NM_014974.2 1 100 intronic NM_014974.2c.3109+5A>Gp.? -1.04 AMP-binding enzyme,DMAP1-binding Domainrs4880611 5.00E-04 1.0 (pos.395266) Disco-interacting protein 2, Drosophila, homolog of, Cbiological_process,catalytic activity,cellular_component,metabolic process,molecular_functionBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsT=0, C=53 T=0.0, C=1.0 0.00001 770.421 53 T=0/0, C=22/31

chr16:1272038 A/A G A SNV

CACNA1H,T

PSG1 TPSG1:exonic:NM_012467.3, CACNA1H:downstream:NM_021098.2 1
100

6 missense NM_021098.2, NM_012467.3c.*1044G>A, c.716C>Tp.?, p.Thr239Ile 3.12 1 89 0 0(COSM434650)Trypsin rs11248860,rs3867876810.2468 YES 9.994E-1 (pos.1272038) basal_cell_carcinomaCalcium channel, voltage-dependent, T type, alpha-1H subunit,Tryptase, gamma-1aldosterone biosynthetic process,calcium ion import,calcium ion transmembrane transport,cellular response to hormone stimulus,cellular response to potassium ion,cortisol biosynthetic process,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,low voltage-gated calcium channel activity,membrane depolarization during action potential,metal ion binding,muscle contraction,muscle organ development,myoblast fusion,neuronal action potential,plasma membrane,positive regulation of acrosome reaction,positive regulation of calcium ion-dependent exocytosis,proteolysis,regulation of heart contraction,regulation of ion transmembrane transport,regulation of membrane potential,regulation of postsynaptic membrane potential,scaffold protein binding,serine-type endopeptidase activity,serine-type peptidase activity,sodium ion transmembrane transport,transport,voltage-gated calcium channel activity,voltage-gated calcium channel complex,voltage-gated sodium channel Adrenal Gland Diseases;Adrenocortical Hyperfunction;Autistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Endocrine System Diseases;Epilepsy;Epilepsy, Absence;Epilepsy, Generalized;Hyperaldosteronism;Hyperalgesia;Mental Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Sensation Disorders;Somatosensory DisordersAmiodarone,Bepridil,Calcium Citrate,Calcium Phosphate,Cinnarizine,Felodipine,Flunarizine,Isradipine,Mibefradil,Nifedipine,Nitrendipine,Spironolactone,Trimebutine,ZonisamideG=0, A=24 G=0.0, A=1.0 0.00001 331.444 24 G=0/0, A=8/16

chr1:201047075 G/G A G SNV CACNA1S CACNA1S:exonic:NM_000069.2 1 100 11 synonymous NM_000069.2c.1551T>C p.(=) -1.51 0.02(COSM4143154)Ion transport protein,Polycystin cation channel,Voltage gated calcium channel IQ domain,Voltage-dependent L-type calcium channel, IQ-associatedrs4915477 0.3395 YES 2.245E-1 (pos.201047075)neoplasm Calcium channel, voltage-dependent, L type, alpha 1S subunitI band,L-type voltage-gated calcium channel complex,T-tubule,calcium ion transmembrane transport,calcium ion transport,calmodulin binding,cardiac conduction,cellular response to caffeine,cytoplasm,high voltage-gated calcium channel activity,membrane depolarization during action potential,metal ion binding,muscle contraction,plasma membrane,protein binding,regulation of ion transmembrane transport,voltage-gated calcium channel activity,voltage-gated calcium channel complexACMG Recommendations...;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hypokalemic Periodic Paralysis;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Paralyses, Familial Periodic;Respiration Disorders;Respiratory Insufficiency;Respiratory Tract DiseasesAmlodipine,Calcium Citrate,Calcium Phosphate,Cinnarizine,Clevidipine,Dronedarone,Ethanol,Felodipine,Isradipine,Magnesium Sulfate,Mibefradil,Nifedipine,Nilvadipine,Nimodipine,Nisoldipine,Nitrendipine,Pinaverium,Spironolactone,Trimebutine,VerapamilBenign A=0, G=29 A=0.0, G=1.0 0.00001 427.584 29 A=0/0, G=6/23

chr3:54354510 C/C T C SNV CACNA2D3 CACNA2D3:exonic:NM_018398.2 1 100 3 synonymous NM_018398.2c.246T>C p.(=) -3.77 0.01(COSM446878)Neuronal voltage-dependent calcium channel alpha 2acd,VWA N-terminal,von Willebrand factor type A domainrs9879885 0.2621 YES 6.563E-1 (pos.54354510) adenocarcinomaCalcium channel, voltage-dependent, alpha-2/delta subunit 3calcium channel activity,calcium ion transmembrane transport,cardiac conduction,integral component of membrane,metal ion binding,plasma membrane,regulation of ion transmembrane transport,voltage-gated ion channel activityAmlodipine,Nilvadipine,SpironolactoneT=0, C=52 T=0.0, C=1.0 0.00001 766.974 52 T=0/0, C=32/20

chr12:1995403 C/C T C SNV CACNA2D4 CACNA2D4:exonic:NM_172364.4 1 100 8 missense NM_172364.4c.979A>G p.Ile327Val 3.14 1 29 0 0.23(COSM4146941),0.23(COSM4146942)Neuronal voltage-dependent calcium channel alpha 2acd,VWA N-terminal,von Willebrand factor type A domainrs10735005 0.1137 YES 9.994E-1;0.0 (pos.1995403)neoplasm Calcium channel, voltage-dependent, alpha-2/delta subunit 4calcium ion transmembrane transport,cardiac conduction,detection of light stimulus involved in visual perception,metal ion binding,plasma membrane,regulation of ion transmembrane transport,voltage-gated calcium channel activity,voltage-gated calcium channel complexCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Vision DisordersBenign T=0, C=38 T=0.0, C=1.0 0.00001 603.782 38 T=0/0, C=31/7

chr10:444997 T/T C T SNV DIP2C DIP2C:intronic:NM_014974.2 1 100 intronic NM_014974.2c.1260+52G>Ap.? -1.1 AMP-binding enzyme,DMAP1-binding Domainrs6560836 0.4628 YES Disco-interacting protein 2, Drosophila, homolog of, Cbiological_process,catalytic activity,cellular_component,metabolic process,molecular_functionBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsC=0, T=51 C=0.0, T=1.0 0.00001 754.584 51 C=0/0, T=27/24

chr11:115085401 A/G A G SNV CADM1 CADM1:exonic:NM_014333.3 1 45.83 7 synonymous NM_014333.3c.921T>C p.(=) 2.24 0.64(COSM3687096)CD80-like C2-set immunoglobulin domain,Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs139604912 0.0038 0.0 (pos.115085401) adenocarcinomaCell adhesion molecule 1PDZ domain binding,T cell mediated cytotoxicity,activated T cell proliferation,adherens junction organization,apoptotic process,basolateral plasma membrane,cell adhesion molecule binding,cell differentiation,cell recognition,cell-cell adherens junction,cell-cell junction,detection of stimulus,extracellular exosome,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,multicellular organism development,plasma membrane,positive regulation of cytokine secretion,positive regulation of natural killer cell mediated cytotoxicity,protein binding,protein homodimerization activity,receptor activity,receptor binding,spermatogenesis,susceptibility to natural killer cell mediated cytotoxicity,synapseAutistic Disorder;Breast Diseases;Breast Neoplasms;Child Development Disorders, Pervasive;Depressive Disorder;Mental Disorders;Mood Disorders;Neoplasms;Neoplasms by Site;Neurodevelopmental Disorders;Skin Diseases;Skin and Connective Tissue DiseasesA=13, G=11 A=0.5417, G=0.4583 0.00001 93.4392 24 A=6/7, G=8/3

chr10:45939136 C/C T C SNV

ALOX5,LOC1

02724323 ALOX5:intronic:NM_000698.4, LOC102724323:downstream:NR_120674.11
100

intronic NM_000698.4, NR_120674.1c.1574-40T>Cp.? -0.04 Lipoxygenase,PLAT/LH2 domainrs7900977 0.2552 YES 7.991E-1 (pos.45939136) Arachidonate 5-lipoxygenasearachidonate 5-lipoxygenase activity,cytosol,extracellular region,extracellular space,ficolin-1-rich granule lumen,iron ion binding,leukotriene biosynthetic process,leukotriene metabolic process,leukotriene production involved in inflammatory response,lipoxin metabolic process,lipoxygenase pathway,neutrophil degranulation,nuclear envelope,nuclear envelope lumen,nuclear matrix,nuclear membrane,nucleoplasm,oxidation-reduction process,oxidoreductase activity, acting on single donors with incorporation of molecular oxygen, incorporation of two atoms of oxygen,protein binding,secretory granule lumenAdenoma;Arterial Occlusive Diseases;Arteriosclerosis;Arthritis;Arthritis, Rheumatoid;Asthma;Atherosclerosis;Autoimmune Diseases;Bone Marrow Diseases;Brain Diseases;Brain Infarction;Brain Ischemia;Bronchial Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Colitis;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Connective Tissue Diseases;Dermatitis;Digestive System Diseases;Digestive System Neoplasms;Drug Eruptions;Drug Hypersensitivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Hyperalgesia;Hypersensitivity;Hypersensitivity, Immediate;Hypertension, Pulmonary;Immune System Diseases;Infarction, Middle Cerebral Artery;Intestinal Diseases;Intestinal Neoplasms;Intracranial Arterial Diseases;Joint Diseases;Kidney Diseases;Leukemia;Leukemia, Myelogenous, Chronic, BCRAminosalicylic Acid,Balsalazide,Diacerein,Diclofenac,Diethylcarbamazine,Hyperforin,Licofelone,MLN-977,Masoprocol,Meclofenamic acid,Mesalazine,Minocycline,Montelukast,Omega-3 fatty acids,Omega-6 fatty acids,Rhein,Sulfasalazine,Vitamin E,ZileutonT=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=3/23

chr7:122303321 C/T C T SNV CADPS2 CADPS2:exonic:NM_001009571.3 1 97.01 3 synonymous NM_001009571.3c.756G>A p.(=) -0.01 0.51(COSM4004269),0.51(COSM4004270)Domain of Unknown Function (DUF1041),PH domainrs2251761 0.2414 YES 7.424E-1 (pos.122303321)acute_myeloid_leukaemiaCalcium-dependent activator protein for secretion 2cell junction,cellular response to starvation,cytoplasmic vesicle membrane,dense core granule exocytosis,intracellular membrane-bounded organelle,lipid binding,metal ion binding,nucleoplasm,positive regulation of exocytosis,postsynaptic membrane,presynapse,presynaptic membrane,protein transport,synaptic vesicle exocytosis,synaptic vesicle primingAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental Disorders;Substance-Related DisordersCalcium Citrate,Calcium PhosphateC=2, T=65 C=0.0299, T=0.9701 0.00001 973.933 67 C=0/2, T=36/29

chr11:14991539 C/C T C SNV CALCA CALCA:exonic:NM_001033952.2 1 100 3 missense NM_001033952.2c.169A>G p.Asn57Asp 2 0.87 23 0 Calcitonin / CGRP / IAPP familyrs5239 1.00E-04 1.0 (pos.14991539) Calcitonin/calcitonin-related polypeptide, alphaG-protein coupled receptor internalization,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,aging,amylin receptor signaling pathway,artery vasodilation involved in baroreceptor response to increased systemic arterial blood pressure,calcitonin receptor binding,cell-cell signaling,cellular protein metabolic process,cellular response to nerve growth factor stimulus,cellular response to tumor necrosis factor,cytoplasm,detection of temperature stimulus involved in sensory perception of pain,embryo implantation,endothelial cell migration,endothelial cell proliferation,extracellular region,extracellular space,feeding behavior,hormone activity,identical protein binding,inflammatory response,leukocyte cell-cell adhesion,monocyte chemotaxis,negative regulation of bone resorption,negative regulation of calcium ion transport into cytosol,negative regulation of neurological sAbnormalities, Multiple;Arthritis;Arthritis, Experimental;Autistic Disorder;Brain Diseases;Bronchial Diseases;Bronchial Hyperreactivity;Calcium Metabolism Disorders;Cardiovascular Diseases;Catalepsy;Central Nervous System Diseases;Child Development Disorders, Pervasive;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Down Syndrome;Dyskinesias;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Headache Disorders;Headache Disorders, Primary;Hyperalgesia;Hypercalcemia;Hyperkinesis;Hypertension;Hypertension, Pulmonary;Intellectual Disability;Joint Diseases;Lung Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Migraine Disorders;Migraine without Aura;Mononeuropathies;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurogenic Inflammation;Neurologic ManifOlcegepant,Telcagepant T=0, C=34 T=0.0, C=1.0 0.00001 524.117 34 T=0/0, C=15/19

chr10:48414570 G/G A G SNV GDF2 GDF2:intronic:NM_016204.3 1 100 intronic NM_016204.3c.347-49T>Cp.? 0.05 TGF-beta propeptide,Transforming growth factor beta like domainrs7923671 0.068 YES 8.253E-1 (pos.48414570) Growth differentiation factor 2 (bone morphogenetic protein 9)BMP signaling pathway,SMAD protein signal transduction,activin receptor signaling pathway,angiogenesis,blood vessel morphogenesis,branching involved in blood vessel morphogenesis,cartilage development,cell,cell development,cellular iron ion homeostasis,cellular response to BMP stimulus,cytokine activity,extracellular exosome,extracellular region,extracellular space,growth factor activity,negative regulation of DNA biosynthetic process,negative regulation of DNA replication,negative regulation of angiogenesis,negative regulation of blood vessel endothelial cell migration,negative regulation of cell growth,negative regulation of endothelial cell migration,negative regulation of endothelial cell proliferation,ossification,osteoblast differentiation,pathway-restricted SMAD protein phosphorylation,positive regulation of BMP signaling pathway,positive regulation of angiogenesis,positive regulation of cartilage development,positive regulation of endothelial cell differentiation,positive regulation of endothelial celAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Telangiectasia, Hereditary Hemorrhagic;Telangiectasis;Vascular Diseases;Vascular MalformationsA=0, G=33 A=0.0, G=1.0 0.00001 504.586 33 A=0/0, G=15/18

chr10:4889525 C/C T C SNV AKR1E2 AKR1E2:intronic:NM_001040177.2 1 100 intronic NM_001040177.2c.920+103T>Cp.? -1 Aldo/keto reductase familyrs2961597,rs775619299 YES Aldo-keto reductase family 1, member E21,5-anhydro-D-fructose reductase activity,Golgi apparatus,cytosol,extracellular exosome,nucleoplasm,oxidation-reduction process,oxidoreductase activityT=0, C=72 T=0.0, C=1.0 0.00001 1130.93 72 T=0/0, C=6/66

chr10:49658248 A/A G A SNV ARHGAP22 ARHGAP22:intronic:NM_001256025.2 1 100 intronic NM_001256025.2c.1886+56C>Tp.? -0.04 PH domain,RhoGAP domainrs1867585 YES Rho GTPase-activating protein 22GTPase activator activity,angiogenesis,cell differentiation,cytosol,focal adhesion,nucleus,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,regulation of transcription, DNA-templated,signal transduction,transcription, DNA-templatedAutoimmune Diseases;Cardiovascular Diseases;Diabetes Complications;Diabetes Mellitus;Diabetic Angiopathies;Diabetic Retinopathy;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Retinal Diseases;Urologic Diseases;Vascular DiseasesG=0, A=33 G=0.0, A=1.0 0.00001 504.598 33 G=0/0, A=19/14

chr10:49667713 A/A G A SNV ARHGAP22 ARHGAP22:intronic:NM_001256025.2 1 100 intronic NM_001256025.2c.677+14C>Tp.? -1.84 PH domain,RhoGAP domainrs1867575 0.007 YES 9.999E-1 (pos.49667713) Rho GTPase-activating protein 22GTPase activator activity,angiogenesis,cell differentiation,cytosol,focal adhesion,nucleus,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,regulation of transcription, DNA-templated,signal transduction,transcription, DNA-templatedAutoimmune Diseases;Cardiovascular Diseases;Diabetes Complications;Diabetes Mellitus;Diabetic Angiopathies;Diabetic Retinopathy;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Retinal Diseases;Urologic Diseases;Vascular DiseasesG=0, A=73 G=0.0, A=1.0 0.00001 1150.1 73 G=0/0, A=51/22

chr10:49860258 A/G A G SNV ARHGAP22 ARHGAP22:intronic:NM_001256025.2 1 50 intronic NM_001256025.2c.52+21T>Cp.? 2.04 PH domain,RhoGAP domainrs2377614 YES 6.418E-1 (pos.49860258) Rho GTPase-activating protein 22GTPase activator activity,angiogenesis,cell differentiation,cytosol,focal adhesion,nucleus,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,regulation of transcription, DNA-templated,signal transduction,transcription, DNA-templatedAutoimmune Diseases;Cardiovascular Diseases;Diabetes Complications;Diabetes Mellitus;Diabetic Angiopathies;Diabetic Retinopathy;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Retinal Diseases;Urologic Diseases;Vascular DiseasesA=12, G=12 A=0.5, G=0.5 0.00001 106.71 24 A=6/6, G=8/4

chr10:49983890 T/T G T SNV WDFY4 WDFY4:intronic:NM_020945.1 1 100 intronic NM_020945.1c.2863+39G>Tp.? 0.18 Beige/BEACH domain,WD domain, G-beta repeatrs1871604 0.0581 YES 9.952E-1;1.603E-3 (pos.49983890) WD repeat- and FYVE domain-containing protein 4integral component of membraneArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Lupus Erythematosus, Systemic;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=0, T=31 G=0.0, T=1.0 0.00001 465.812 31 G=0/0, T=20/11

chr10:105215016 G/G A G SNV CALHM1 CALHM1:utr_3:NM_001001412.3 1 100 2 utr_3 NM_001001412.3c.1044T>C p.? -1.69 Calcium homeostasis modulatorrs2986016 0.2544 YES 8.954E-1 (pos.105215016) Calcium homeostasis modulator 1ATP transport,calcium activated cation channel activity,calcium ion transmembrane transport,cation transport,endoplasmic reticulum membrane,identical protein binding,integral component of plasma membrane,protein homooligomerization,regulation of ion transmembrane transport,sensory perception of bitter taste,sensory perception of sweet taste,sensory perception of umami taste,voltage-gated calcium channel activity,voltage-gated ion channel activityFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=28 A=0.0, G=1.0 0.00001 408.71 28 A=0/0, G=19/9

chr10:50227870 T/T C T SNV VSTM4 VSTM4:intronic:NM_001031746.4 1 100 intronic NM_001031746.4c.838-50G>Ap.? -1.57 Immunoglobulin V-set domain,Immunoglobulin domainrs1913524 0.0601 YES 9.857E-1 (pos.50227870) extracellular region,integral component of membrane,plasma membraneBrain Diseases;Central Nervous System Diseases;Headache Disorders;Headache Disorders, Primary;Migraine Disorders;Migraine with Aura;Nervous System DiseasesC=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=9/19

chr10:105218252 G/G A G SNV CALHM1 CALHM1:exonic:NM_001001412.3 1 100 1 missense NM_001001412.3c.257T>C p.Leu86Pro 0.12 0.23 98 0 0.01(COSM4144323)Calcium homeostasis modulatorrs2986017,rs386747134,rs7608326240.2701 YES 0.0 (pos.105218244),8.862E-1 (pos.105218252)adenocarcinoma,neoplasmCalcium homeostasis modulator 1ATP transport,calcium activated cation channel activity,calcium ion transmembrane transport,cation transport,endoplasmic reticulum membrane,identical protein binding,integral component of plasma membrane,protein homooligomerization,regulation of ion transmembrane transport,sensory perception of bitter taste,sensory perception of sweet taste,sensory perception of umami taste,voltage-gated calcium channel activity,voltage-gated ion channel activityFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=23 A=0.0, G=1.0 0.00001 316.741 23 A=0/0, G=6/17

chr19:16593318 C/T C T SNV CALR3 CALR3:exonic:NM_145046.4 1 52.38 7 synonymous NM_145046.4c.861G>A p.(=) -7.15 Calreticulin familyrs118131979 0.0167 YES 0.0;0.0 (pos.16593318) Calreticulin 3calcium ion binding,carbohydrate binding,cell differentiation,endoplasmic reticulum,endoplasmic reticulum lumen,protein binding involved in protein folding,protein folding,spermatogenesis,unfolded protein bindingArrhythmogenic Right Ventricular Dysplasia;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart DiseasesCalcium Citrate,Calcium PhosphateBenign C=20, T=22 C=0.4762, T=0.5238 0.00001 245.209 42 C=11/9, T=8/14

chr10:50701156 A/A G A SNV ERCC6 ERCC6:intronic:NM_000124.3 1 100 intronic NM_000124.3c.1821+7C>Tp.? -0.59 Helicase conserved C-terminal domain,SNF2 family N-terminal domainrs4253132 0.1181 YES 9.992E-1;0.0 (pos.50701156) Excision repair cross complementing rodent repair deficiency, complementation group 6ATP binding,DNA binding,DNA helicase activity,DNA-dependent ATPase activity,Golgi apparatus,activation of JNKK activity,activation of JUN kinase activity,base-excision repair,chromatin binding,cytosol,intrinsic apoptotic signaling pathway in response to DNA damage,multicellular organism growth,nucleolus,nucleoplasm,nucleus,photoreceptor cell maintenance,positive regulation of DNA-templated transcription, elongation,positive regulation of gene expression, epigenetic,positive regulation of protein tyrosine kinase activity,protein C-terminus binding,protein N-terminus binding,protein binding,protein complex binding,protein tyrosine kinase activator activity,pyrimidine dimer repair,regulation of DNA-templated transcription, elongation,response to UV,response to UV-B,response to X-ray,response to gamma radiation,response to oxidative stress,response to superoxide,response to toxic substance,transcription elongation factor complex,transcription elongation from RNA polymerase I promoter,transcription from RNA polymeAbnormalities, Multiple;Agenesis of Corpus Callosum;Arthrogryposis;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Ischemia;Cardiovascular Diseases;Cataract;Central Nervous System Diseases;Cerebrovascular Disorders;Cockayne Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DNA Repair-Deficiency Disorders;Demyelinating Diseases;Dwarfism;Endocrine System Diseases;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Gonadal Disorders;Heredodegenerative Disorders, Nervous System;Hypogonadism;Intellectual Disability;Joint Diseases;Lens Diseases;Lung Diseases;Lung Neoplasms;Macular Degeneration;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Metabolic Diseases;Microcephaly;Microphthalmos;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Benign G=0, A=91 G=0.0, A=1.0 0.00001 1513.6 91 G=0/0, A=53/38

chr10:12867598 C/G C G SNV CAMK1D CAMK1D:exonic:NM_153498.3 1 53.13 10 synonymous NM_153498.3c.948C>G p.(=) 0.35 Kinase-like,Protein kinase domain,Protein tyrosine kinasers1757051 0.2459 YES 8.426E-1 (pos.12867598) Calcium/calmodulin-dependent protein kinase I-deltaATP binding,calmodulin binding,calmodulin-dependent protein kinase activity,cytoplasm,inflammatory response,intracellular signal transduction,negative regulation of apoptotic process,nucleus,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,positive regulation of CREB transcription factor activity,positive regulation of apoptotic process,positive regulation of neuron projection development,positive regulation of neutrophil chemotaxis,positive regulation of phagocytosis,positive regulation of respiratory burst,protein kinase activity,protein phosphorylation,regulation of dendrite development,regulation of granulocyte chemotaxisNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionN-(5-METHYL-1H-PYRAZOL-3-YL)-2-PHENYLQUINAZOLIN-4-AMINEC=15, G=17 C=0.4688, G=0.5313 0.00001 173.556 32 C=11/4, G=6/11

chr5:149602608 G/G A G SNV CAMK2A CAMK2A:exonic:NM_015981.3 1 100 18 synonymous NM_015981.3c.1410T>C p.(=) -0.64 0.05(COSM4159640)Calcium/calmodulin dependent protein kinase II association domain,Domain of unknown function (DUF4440),Protein kinase domain,Protein tyrosine kinase,SnoaL-like domainrs2241694 0.0817 YES 8.329E-1 (pos.149602608)hepatocellular_carcinoma,neoplasmCalcium/calmodulin-dependent protein kinase II-alphaBasal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Cocaine-Related Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Genetic Diseases, Inborn;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Hyperalgesia;Liver Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Sensation Disorders;Somatosensory Disorders;Substance-Related Disorders(2Z,3E)-2,3'-BIINDOLE-2',3(1H,1'H)-DIONE 3-{O-(3R)-3,4-DIHYDROXYBUTYLOXIME},1,4-Dithiothreitol,Hexatantalum DodecabromideA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=7/13

chr3:183976108 C/C T C SNV

CAMK2N2,E

EF1AKMT4,E

EF1AKMT4-

ECE2 EEF1AKMT4-ECE2:intronic:NM_014693.3, EEF1AKMT4:exonic:NM_032331.3, CAMK2N2:downstream:NM_033259.21

100

3 synonymous NM_032331.3, NM_014693.3, NM_033259.2c.513T>C, c.480+564T>C, c.*1837A>Gp.(=), p.?, p.? 1.03 0.07(COSM4002533)Methyltransferase domain,Peptidase family M13rs902415 0.2295 YES 3.017E-1 (pos.183976108)acute_myeloid_leukaemiaCalcium/calmodulin-dependent protein kinase II inhibitor 2Golgi membrane,brain development,calcium-dependent protein kinase inhibitor activity,cardioblast differentiation,cell-cell signaling,centrosome,cytoplasmic vesicle membrane,cytosol,heart development,integral component of membrane,metal ion binding,metalloendopeptidase activity,methylation,methyltransferase activity,negative regulation of protein kinase activity,nucleus,peptide hormone processing,protein binding,protein kinase binding,transport vesicle membraneT=0, C=58 T=0.0, C=1.0 0.00001 867.369 58 T=0/0, C=32/26

chr5:110819753 C/C G C SNV CAMK4 CAMK4:exonic:NM_001744.5 1 100 11 synonymous NM_001744.5c.1011G>C p.(=) -0.05 0.16(COSM3760867)Protein kinase domain,Protein tyrosine kinasers25925 0.2113 YES 5.534E-1 (pos.110819753)adenocarcinomaCa(2+)-calmodulin-dependent protein kinase type IV of brainATP binding,adaptive immune response,calcium-dependent protein serine/threonine kinase activity,calmodulin binding,calmodulin-dependent protein kinase activity,cytoplasm,cytosol,extracellular exosome,fibrillar center,inflammatory response,intracellular signal transduction,long-term memory,myeloid dendritic cell cytokine production,myeloid dendritic cell differentiation,nucleoplasm,nucleus,peptidyl-serine phosphorylation,positive regulation of transcription, DNA-templated,protein autophosphorylation,protein kinase activity,protein phosphorylation,regulation of T cell differentiation in thymus,regulation of osteoclast differentiation,signal transductionCocaine-Related Disorders;Mental Disorders;Substance-Related Disorders3-({(3S)-3,4-dihydroxybutyloxy}amino)-1H,2'H-2,3'-biindol-2'-one,5-AMINO-3-{4-(AMINOSULFONYL)PHENYLAMINO}-N-(2,6-DIFLUOROPHENYL)-1H-1,2,4-TRIAZOLE-1-CARBOTHIOAMIDEG=0, C=27 G=0.0, C=1.0 0.00001 388.71 27 G=0/0, C=16/11

chr19:39228244 C/C T C SNV CAPN12 CAPN12:exonic:NM_144691.4 1 100 9 missense NM_144691.4c.1000A>G p.Thr334Ala 0.57 0.01 58 0.953 0.45(COSM439436)Calpain family cysteine protease,Calpain large subunit, domain IIIrs73038948 0.1828 YES 3.68E-3 (pos.39228244) neoplasm Calpain 12 calcium ion binding,calcium-dependent cysteine-type endopeptidase activity,cytoplasm,intracellular,proteolysisT=0, C=38 T=0.0, C=1.0 0.00001 603.665 38 T=0/0, C=15/23

chr16:601632 C/C T C SNV CAPN15 CAPN15:exonic:NM_005632.2 1 100 9 synonymous NM_005632.2c.2313T>C p.(=) -1.42 0.03(COSM3754961)Calpain family cysteine protease,Zn-finger in Ran binding protein and othersrs3213574 0.4792 YES 7.857E-1 (pos.601632) acute_myeloid_leukaemia,adenocarcinomaDNA binding transcription factor activity,calcium-dependent cysteine-type endopeptidase activity,cysteine-type peptidase activity,cytoplasm,metal ion binding,peptidase activity,proteolysis,regulation of transcription, DNA-templatedT=0, C=63 T=0.0, C=1.0 0.00001 962.65 63 T=0/0, C=32/31

chr10:50863565 T/T C T SNV CHAT CHAT:intronic:NM_020549.4 1 100 intronic NM_020549.4c.1839+71C>Tp.? -4.04 Choline/Carnitine o-acyltransferasers7076926 0.0896 YES Choline acetyltransferasecholine O-acetyltransferase activity,cytoplasm,cytosol,neurotransmitter biosynthetic process,neurotransmitter secretion,nucleus,phosphatidylcholine biosynthetic process,presynapse,transferase activity, transferring acyl groupsAlzheimer Disease;Apnea;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dementia;Epilepsy;Eye Diseases;Immune System Diseases;Mental Disorders;Myasthenia Gravis;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Junction Diseases;Reperfusion Injury;Respiration Disorders;Respiratory Tract Diseases;Retinal Diseases;Seizures;Tauopathies;Vascular DiseasesCholine,Nicotine C=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=7/13

chr10:50947918 G/G A G SNV OGDHL OGDHL:intronic:NM_018245.2 1 100 intronic NM_018245.2c.2141-33T>Cp.? -1.12 2-oxoglutarate dehydrogenase C-terminal,2-oxoglutarate dehydrogenase N-terminus,Dehydrogenase E1 component,Transketolase, pyrimidine binding domainrs1258259 0.0317 YES 9.778E-1 (pos.50947918) Oxoglutarate dehydrogenase-like proteincytosol,glycolytic process,metal ion binding,mitochondrial matrix,mitochondrion,oxoglutarate dehydrogenase (succinyl-transferring) activity,oxoglutarate dehydrogenase complex,protein binding,thiamine pyrophosphate binding,tricarboxylic acid cycleA=0, G=43 A=0.0, G=1.0 0.00001 705.844 43 A=0/0, G=20/23

chr16:602313 A/A C A SNV CAPN15 CAPN15:exonic:NM_005632.2 1 100 11 synonymous NM_005632.2c.2520C>A p.(=) -6.11 0.01(COSM435473)Calpain family cysteine protease,Zn-finger in Ran binding protein and othersrs9930550 0.3637 YES 8.497E-1;0.0 (pos.602313)NS,adenocarcinoma DNA binding transcription factor activity,calcium-dependent cysteine-type endopeptidase activity,cysteine-type peptidase activity,cytoplasm,metal ion binding,peptidase activity,proteolysis,regulation of transcription, DNA-templatedC=0, A=22 C=0.0, A=1.0 0.00001 298.878 22 C=0/0, A=7/15

chr10:5139815 A/A C A SNV AKR1C3 AKR1C3:intronic:NM_001253908.1 1 100 intronic NM_001253908.1c.369+73C>Ap.? -0.08 Aldo/keto reductase familyrs2245191 YES 2.08E-1;0.0 (pos.5139815) Aldo-keto reductase family 1, member C315-hydroxyprostaglandin-D dehydrogenase (NADP+) activity,G-protein coupled receptor signaling pathway,NADP-retinol dehydrogenase activity,alditol:NADP+ 1-oxidoreductase activity,aldo-keto reductase (NADP) activity,androsterone dehydrogenase activity,cellular response to cadmium ion,cellular response to calcium ion,cellular response to corticosteroid stimulus,cellular response to jasmonic acid stimulus,cellular response to prostaglandin D stimulus,cellular response to prostaglandin stimulus,cellular response to reactive oxygen species,cellular response to starvation,cyclooxygenase pathway,cytoplasm,cytosol,daunorubicin metabolic process,delta4-3-oxosteroid 5beta-reductase activity,dihydrotestosterone 17-beta-dehydrogenase activity,doxorubicin metabolic process,extracellular exosome,farnesol catabolic process,geranylgeranyl reductase activity,indanol dehydrogenase activity,intracellular,keratinocyte differentiation,ketoreductase activity,ketosteroid monooxygenase activity,male gonad development,multicellular orAdnexal Diseases;Carcinogenesis;Cell Transformation, Neoplastic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Digestive System Diseases;Digestive System Neoplasms;Disorders of Sex Development;Endocrine System Diseases;Endometrial Neoplasms;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Hormone-Dependent;Neoplastic Processes;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Ovarian Cysts;Ovarian Diseases;Overnutrition;Polycystic Ovary Syndrome;Prostatic Diseases;Prostatic Neoplasms;Prostatic Neoplasms, Castration-Resistant;Stomach Diseases;Stomach Neoplasms;Urogenital Abnormalities;Urogenital Neoplasms;Uterine Diseases;Uterine Neoplasms2'-Monophosphoadenosine 5'-Diphosphoribose,3-CARBOXAMIDO-1,3,5(10)-ESTRATRIEN-17(R)-SPIRO-2'(5',5'-DIMETHYL-6'OXO)TETRAHYDROPYRAN,Androstenedione,Bimatoprost,Doxorubicin,Flufenamic Acid,NADH,Prostaglandin D2,RutinC=0, A=166 C=0.0, A=1.0 0.00001 2702.96 166 C=0/0, A=93/73

chr10:51549545 T/T G T SNV

MSMB,TIM

M23B TIMM23B:intronic_nc:NR_110767.1, MSMB:upstream:NM_002443.3 1
100

intronic NR_110767.1, NM_002443.3c.-40G>T p.? -1.1 Tim17/Tim22/Tim23/Pmp24 familyrs4935176 2.00E-04 YES 1.0 (pos.51549545) Microseminoprotein, betabiological_process,extracellular space,molecular_function,nucleus,protein bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=0, T=32 G=0.0, T=1.0 0.00001 485.027 32 G=0/0, T=13/19

chr10:5242346 A/A G A SNV AKR1C4 AKR1C4:intronic:NM_001818.3 1 100 intronic NM_001818.3c.252+35G>Ap.? -4.27 Aldo/keto reductase familyrs7099651 0 1.0 (pos.5242346) Aldo-keto reductase family 1, member C4 (chlordecone reductase)aldo-keto reductase (NADP) activity,androgen metabolic process,androsterone dehydrogenase activity,bile acid and bile salt transport,bile acid biosynthetic process,bile acid transmembrane transporter activity,cellular response to jasmonic acid stimulus,chlordecone reductase activity,cytoplasm,cytosol,daunorubicin metabolic process,doxorubicin metabolic process,electron transfer activity,electron transport chain,extracellular exosome,oxidoreductase activity, acting on NAD(P)H, quinone or similar compound as acceptor,retinal dehydrogenase activity,retinoid metabolic process,steroid metabolic process46, XY Disorders of Sex Development;Bipolar Disorder;Bipolar and Related Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gonadal Disorders;Gonadal Dysgenesis;Gonadal Dysgenesis, 46,XY;Male Urogenital Diseases;Mental Disorders;Paranoid Disorders;Schizophrenia Spectrum and Other Psychotic Disorders;Urogenital AbnormalitiesNADH G=0, A=33 G=0.0, A=1.0 0.00001 504.597 33 G=0/0, A=18/15

chr1:223900408 G/G C G SNV CAPN2 CAPN2:exonic:NM_001748.4 1 100 1 missense NM_001748.4c.66C>G p.Asp22Glu -0.18 1 45 0 0.01(COSM4143383)Calpain family cysteine protease,Calpain large subunit, domain III,EF-hand domain pairrs25655 2.00E-04 1.0 (pos.223900408) neoplasm Calpain, large polypeptide L2Golgi apparatus,blastocyst development,calcium ion binding,calcium-dependent cysteine-type endopeptidase activity,cellular response to amino acid stimulus,chromatin,cortical actin cytoskeleton,cysteine-type peptidase activity,cytoplasm,cytoskeletal protein binding,cytosol,dendrite,endoplasmic reticulum,extracellular exosome,extracellular matrix disassembly,focal adhesion,intracellular,lysosome,membrane raft,myoblast fusion,nucleus,perinuclear endoplasmic reticulum,plasma membrane,protein autoprocessing,protein binding,protein heterodimerization activity,proteolysis,proteolysis involved in cellular protein catabolic process,pseudopodium,regulation of cytoskeleton organization,response to hypoxiaLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeC=0, G=23 C=0.0, G=1.0 0.00001 316.744 23 C=0/0, G=8/15

chr10:5255179 C/A C A SNV AKR1C4 AKR1C4:intronic:NM_001818.3 1 52.38 intronic NM_001818.3c.846+57C>Ap.? -0.98 Aldo/keto reductase familyrs55673448 YES Aldo-keto reductase family 1, member C4 (chlordecone reductase)aldo-keto reductase (NADP) activity,androgen metabolic process,androsterone dehydrogenase activity,bile acid and bile salt transport,bile acid biosynthetic process,bile acid transmembrane transporter activity,cellular response to jasmonic acid stimulus,chlordecone reductase activity,cytoplasm,cytosol,daunorubicin metabolic process,doxorubicin metabolic process,electron transfer activity,electron transport chain,extracellular exosome,oxidoreductase activity, acting on NAD(P)H, quinone or similar compound as acceptor,retinal dehydrogenase activity,retinoid metabolic process,steroid metabolic process46, XY Disorders of Sex Development;Bipolar Disorder;Bipolar and Related Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gonadal Disorders;Gonadal Dysgenesis;Gonadal Dysgenesis, 46,XY;Male Urogenital Diseases;Mental Disorders;Paranoid Disorders;Schizophrenia Spectrum and Other Psychotic Disorders;Urogenital AbnormalitiesNADH C=20, A=22 C=0.4762, A=0.5238 0.00001 245.209 42 C=7/13, A=8/14

chr10:52576068 A/A G A SNV A1CF A1CF:intronic:NM_138932.2 1 100 intronic NM_138932.2c.868-29C>Tp.? -1.07 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain),double strand RNA binding domain from DEAD END PROTEIN 1rs4245008 0.1492 YES 9.797E-1 (pos.52576068) RNA binding,apolipoprotein B mRNA editing enzyme complex,cytidine to uridine editing,cytoplasm,double-stranded RNA binding,embryo implantation,endoplasmic reticulum,mRNA localization resulting in posttranscriptional regulation of gene expression,mRNA modification,mRNA processing,nucleoplasm,protein binding,protein stabilization,single-stranded RNA bindingG=0, A=28 G=0.0, A=1.0 0.00001 408.71 28 G=0/0, A=11/17

chr10:53814229 T/T G T SNV PRKG1 PRKG1:intronic:NM_006258.3 1 100 intronic NM_006258.3c.763-15G>Tp.? -1.47 Cyclic nucleotide-binding domain,Protein kinase domain,Protein tyrosine kinasers1904010,rs777750448 0.3826 YES 2.6E-1;0.0 (pos.53814229) Protein kinase, cGMP-dependent, regulatory, type IATP binding,Golgi apparatus,actin cytoskeleton organization,cGMP binding,cGMP-dependent protein kinase activity,cGMP-mediated signaling,calcium channel regulator activity,cytoplasm,cytosol,dendrite development,forebrain development,identical protein binding,negative regulation of platelet aggregation,neuron migration,plasma membrane,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of GTPase activity,relaxation of vascular smooth muscle,signal transductionAmphetamine-Related Disorders;Asthma;Brain Diseases;Bronchial Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Ear Diseases;Endocrine System Diseases;Headache Disorders;Headache Disorders, Primary;Hearing Disorders;Hearing Loss;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Hypertension, Pulmonary;Immune System Diseases;Immunoproliferative Disorders;Lung Diseases;Lung Diseases, Obstructive;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoproliferative Disorders;Mental Disorders;Migraine Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Precancerous Conditions;Respiratory Hypersensitivity;Respiratory Tract Diseases;Sensation Disorders;Sezary Syndrome;Substance-Related Disorders;Vascular DiseasesBenign G=0, T=48 G=0.0, T=1.0 0.00001 810.435 48 G=0/0, T=21/27

chr10:53814383 T/T C T SNV PRKG1 PRKG1:intronic:NM_006258.3 1 100 intronic NM_006258.3c.840+62C>Tp.? -0.41 Cyclic nucleotide-binding domain,Protein kinase domain,Protein tyrosine kinasers12778630 0.4434 YES Protein kinase, cGMP-dependent, regulatory, type IATP binding,Golgi apparatus,actin cytoskeleton organization,cGMP binding,cGMP-dependent protein kinase activity,cGMP-mediated signaling,calcium channel regulator activity,cytoplasm,cytosol,dendrite development,forebrain development,identical protein binding,negative regulation of platelet aggregation,neuron migration,plasma membrane,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of GTPase activity,relaxation of vascular smooth muscle,signal transductionAmphetamine-Related Disorders;Asthma;Brain Diseases;Bronchial Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Ear Diseases;Endocrine System Diseases;Headache Disorders;Headache Disorders, Primary;Hearing Disorders;Hearing Loss;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Hypertension, Pulmonary;Immune System Diseases;Immunoproliferative Disorders;Lung Diseases;Lung Diseases, Obstructive;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoproliferative Disorders;Mental Disorders;Migraine Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Precancerous Conditions;Respiratory Hypersensitivity;Respiratory Tract Diseases;Sensation Disorders;Sezary Syndrome;Substance-Related Disorders;Vascular DiseasesC=0, T=47 C=0.0, T=1.0 0.00001 793.664 47 C=0/0, T=19/28

chr1:223954080 A/C A C SNV CAPN2 CAPN2:exonic:NM_001748.4 1 57.14 16 missense NM_001748.4c.1702A>C p.Lys568Gln 7.16 0.04 53 0.007 0.99(COSM146791)Calpain family cysteine protease,Calpain large subunit, domain III,EF-hand domain pairrs17599 0.2447 YES 2.448E-1 (pos.223954080)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinoma,squamous_cell_carcinomaCalpain, large polypeptide L2Golgi apparatus,blastocyst development,calcium ion binding,calcium-dependent cysteine-type endopeptidase activity,cellular response to amino acid stimulus,chromatin,cortical actin cytoskeleton,cysteine-type peptidase activity,cytoplasm,cytoskeletal protein binding,cytosol,dendrite,endoplasmic reticulum,extracellular exosome,extracellular matrix disassembly,focal adhesion,intracellular,lysosome,membrane raft,myoblast fusion,nucleus,perinuclear endoplasmic reticulum,plasma membrane,protein autoprocessing,protein binding,protein heterodimerization activity,proteolysis,proteolysis involved in cellular protein catabolic process,pseudopodium,regulation of cytoskeleton organization,response to hypoxiaLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeA=21, C=28 A=0.4286, C=0.5714 0.00001 342.29 49 A=14/7, C=13/15

chr17:78175608 C/T C T SNV CARD14 CARD14:exonic:NM_024110.4 1 56 14 synonymous NM_024110.4c.1917C>T p.(=) -2.95 Caspase recruitment domain,Guanylate kinasers79407194 3.00E-04 0.0 (pos.78175608) Caspase recruitment domain-containing protein 14CARD domain binding,activation of NF-kappaB-inducing kinase activity,apoptotic process,cytoplasm,negative regulation of apoptotic process,plasma membrane,positive regulation of NF-kappaB transcription factor activity,positive regulation of protein phosphorylation,regulation of apoptotic process,tumor necrosis factor-mediated signaling pathwayPityriasis;Pityriasis Rubra Pilaris;Psoriasis;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue DiseasesBenign C=11, T=14 C=0.44, T=0.56 0.00001 133.925 25 C=6/5, T=8/6

chr5:40841741 T/T C T SNV CARD6 CARD6:exonic:NM_032587.3 1 100 1 missense NM_032587.3c.257C>T p.Ser86Leu 0.48 0.06 145 0.989 Caspase recruitment domainrs10512747 0.1205 YES 2.66E-3 (pos.40841741) Caspase recruitment domain-containing protein 6apoptotic process,protein binding,regulation of apoptotic processC=0, T=51 C=0.0, T=1.0 0.00001 754.58 51 C=0/0, T=20/31

chr10:54528298 C/C G C SNV MBL2 MBL2:intronic:NM_000242.2 1 100 intronic NM_000242.2c.374-28C>Gp.? 0.07 Collagen triple helix repeat (20 copies),Lectin C-type domainrs930508 0.1813 YES 7.595E-1 (pos.54528298) Mannose-binding lectin 2, soluble (opsonic defect)acute-phase response,calcium ion binding,calcium-dependent protein binding,cell surface,collagen trimer,complement activation,complement activation, classical pathway,complement activation, lectin pathway,defense response to Gram-positive bacterium,defense response to bacterium,extracellular region,extracellular space,innate immune response,killing by host of symbiont cells,mannose binding,negative regulation of growth of symbiont in host,negative regulation of viral process,opsonization,positive regulation of phagocytosis,protein binding,proteolysis,receptor binding,response to oxidative stress,serine-type endopeptidase activityAutoimmune Diseases;Diabetes Mellitus;Diabetes, Gestational;Endocrine System Diseases;Female Urogenital Diseases and Pregnancy Complications;Glucose Metabolism Disorders;HIV Infections;Immune System Diseases;Immunologic Deficiency Syndromes;Metabolic Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Obstetric Labor Complications;Obstetric Labor, Premature;Peripheral Nervous System Diseases;Pregnancy Complications;Premature Birth;Skin and Connective Tissue DiseasesAlpha-Methyl-N-Acetyl-D-Glucosamine,Methyl alpha-D-mannoside,N-acetyl-alpha-neuraminic acid,O3-Sulfonylgalactose,O4-Sulfonylgalactose,alpha-L-methyl-fucose,beta-L-methyl-fucoseG=0, C=29 G=0.0, C=1.0 0.00001 427.603 29 G=0/0, C=7/22

chr19:48722180 T/T C T SNV CARD8 CARD8:exonic:NM_001184900.2 1 100 12 synonymous NM_001184900.2c.1251G>A p.(=) -0.49 Caspase recruitment domain,Function to findrs10500299 0.2824 YES 2.072E-1 (pos.48722180) Caspase recruitment domain-containing protein 8CARD domain binding,NACHT domain binding,NLRP3 inflammasome complex,activation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic process,cysteine-type endopeptidase activator activity involved in apoptotic process,cytoplasm,cytosol,inhibition of cysteine-type endopeptidase activity,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of NF-kappaB transcription factor activity,negative regulation of interleukin-1 beta secretion,negative regulation of lipopolysaccharide-mediated signaling pathway,negative regulation of tumor necrosis factor-mediated signaling pathway,nucleoplasm,nucleus,positive regulation of cysteine-type endopeptidase activity involved in apoptotic process,positive regulation of interleukin-1 beta secretion,protein binding,protein complex,protein homodimerization activityArthritis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Gout;Joint Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Purine-Pyrimidine Metabolism, Inborn Errors;Rheumatic DiseasesC=0, T=29 C=0.0, T=1.0 0.00001 427.345 29 C=0/0, T=26/3

chr10:5498248 T/T G T SNV NET1 NET1:intronic:NM_001047160.2 1 100 intronic NM_001047160.2c.1384+12G>Tp.? -0.04 PH domain,Pleckstrin homology domain,RhoGEF domainrs4242790 0.3594 YES 6.771E-1 (pos.5498248) Solute carrier family 6 (neurotransmitter transporter, noradrenalin), member 2, cocaine- and antidepressant-sensitive,Tetraspanin 1G-protein coupled receptor signaling pathway,GTP-Rho binding,Rho guanyl-nucleotide exchange factor activity,cellular response to hydrogen peroxide,cellular response to ionizing radiation,cytosol,guanyl-nucleotide exchange factor activity,intracellular,intracellular signal transduction,myoblast migration,nucleus,plasma membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of substrate adhesion-dependent cell spreading,protein binding,regulation of Rho protein signal transduction,regulation of cell growth,regulation of molecular function,regulation of small GTPase mediated signal transduction,signal transductionG=0, T=37 G=0.0, T=1.0 0.00001 583.706 37 G=0/0, T=27/10

chr10:55617177 C/C T C SNV PCDH15 PCDH15:intronic:NM_001142763.1 1 100 intronic NM_001142763.1c.3733-154A>Gp.? -1.57 Cadherin domainrs7083307 YES Protocadherin 15 Abnormalities, Multiple;Blindness;Cochlear Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Labyrinth Diseases;Mental Disorders;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Substance-Related Disorders;Usher Syndromes;Vision DisordersT=0, C=40 T=0.0, C=1.0 0.00001 644.286 40 T=0/0, C=8/32

chr10:56089263 A/A G A SNV PCDH15 PCDH15:intronic:NM_001142763.1 1 100 intronic NM_001142763.1c.720+93C>Tp.? -1.09 Cadherin domainrs857395 YES Protocadherin 15 Abnormalities, Multiple;Blindness;Cochlear Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Labyrinth Diseases;Mental Disorders;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Substance-Related Disorders;Usher Syndromes;Vision DisordersG=0, A=61 G=0.0, A=1.0 0.00001 921.797 61 G=0/0, A=31/30

chr19:48737764 G/G A G SNV CARD8 CARD8:exonic:NM_001184900.2 1 100 6 synonymous NM_001184900.2c.246T>C p.(=) -2.32 0(COSM3990138)Caspase recruitment domain,Function to findrs2288876 0.3278 YES 2.314E-1 (pos.48737764) adenocarcinoma,neoplasm,papillary_renal_cell_carcinomaCaspase recruitment domain-containing protein 8CARD domain binding,NACHT domain binding,NLRP3 inflammasome complex,activation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic process,cysteine-type endopeptidase activator activity involved in apoptotic process,cytoplasm,cytosol,inhibition of cysteine-type endopeptidase activity,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of NF-kappaB transcription factor activity,negative regulation of interleukin-1 beta secretion,negative regulation of lipopolysaccharide-mediated signaling pathway,negative regulation of tumor necrosis factor-mediated signaling pathway,nucleoplasm,nucleus,positive regulation of cysteine-type endopeptidase activity involved in apoptotic process,positive regulation of interleukin-1 beta secretion,protein binding,protein complex,protein homodimerization activityArthritis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Gout;Joint Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Purine-Pyrimidine Metabolism, Inborn Errors;Rheumatic DiseasesA=0, G=31 A=0.0, G=1.0 0.00001 465.819 31 A=0/0, G=17/14

chr10:5766337 A/A G A SNV FAM208B FAM208B:intronic:NM_017782.4 1 100 intronic NM_017782.4c.248-56G>Ap.? -0.97 Protein of unknown function (DUF3699),Protein of unknown function (DUF3715)rs10737018 YES protein binding G=0, A=45 G=0.0, A=1.0 0.00001 747.379 45 G=0/0, A=28/17

chr6:25420344 G/G C G SNV CARMIL1 CARMIL1:exonic:NM_017640.5 1 100 3 synonymous NM_017640.5c.141C>G p.(=) 2.41 CARMIL C-terminus,Leucine Rich repeatrs913455 0.0657 YES 1.0 (pos.25420344) actin filament network formation,actin filament organization,barbed-end actin filament uncapping,blood coagulation,cell leading edge,cell migration,cytosol,extracellular exosome,filamentous actin,lamellipodium,lamellipodium assembly,macropinocytosis,macropinosome,negative regulation of barbed-end actin filament capping,nuclear speck,nucleus,plasma membrane,positive regulation of actin filament polymerization,positive regulation of cell migration,positive regulation of lamellipodium organization,positive regulation of stress fiber assembly,positive regulation of substrate adhesion-dependent cell spreading,protein binding,protein complex binding,ruffle organization,urate metabolic processC=0, G=81 C=0.0, G=1.0 0.00001 1309.48 81 C=0/0, G=49/32

chr2:202050677 A/G A G SNV CASP10 CASP10:exonic:NM_032977.3 1 51.92 2 synonymous NM_032977.3c.177A>G p.(=) -1.12 0.02(COSM3764827),0.02(COSM3764828)Caspase domain,Death effector domainrs3900115 0.479 YES 2.213E-1 (pos.202050677)neoplasm,primitive_neuroectodermal_tumour-medulloblastomaCaspase 10, apoptosis-related cysteine proteaseCD95 death-inducing signaling complex,apoptotic process,apoptotic signaling pathway,cell surface receptor signaling pathway,cysteine-type endopeptidase activity,cysteine-type endopeptidase activity involved in apoptotic signaling pathway,cysteine-type endopeptidase activity involved in execution phase of apoptosis,cytosol,death effector domain binding,execution phase of apoptosis,positive regulation of I-kappaB kinase/NF-kappaB signaling,protein binding,proteolysis,regulation of apoptotic process,ripoptosome,ubiquitin protein ligase bindingAutoimmune Diseases;Autoimmune Lymphoproliferative Syndrome;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach NeoplasmsBenign A=25, G=27 A=0.4808, G=0.5192 0.00001 270.39 52 A=10/15, G=19/8

chr11:104761206 T/T C T SNV CASP12 CASP12:exonic:NM_001191016.2 1 100 5 missense NM_001191016.2c.712G>A p.Gly238Ser -0.18 0.81 56 0.012 0.01(COSM4591526)Caspase domain,Caspase recruitment domainrs647039 1.0 (pos.104761206) squamous_cell_carcinomaCaspase 12, apoptosis-related cysteine proteaseAIM2 inflammasome complex,IPAF inflammasome complex,NLRP3 inflammasome complex,cysteine-type endopeptidase activity involved in apoptotic process,endoplasmic reticulum,endoplasmic reticulum unfolded protein response,execution phase of apoptosis,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,regulation of apoptotic process,regulation of inflammatory response,self proteolysisAutoimmune Diseases;Brain Diseases;Brain Ischemia;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Endocrine System Diseases;Glucose Metabolism Disorders;Heart Diseases;Immune System Diseases;Metabolic Diseases;Myocardial Ischemia;Myocardial Reperfusion Injury;Nervous System Diseases;Nutritional and Metabolic Diseases;Reperfusion Injury;Vascular DiseasesC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=11/9

chr11:104877927 C/C T C SNV CASP5 CASP5:exonic:NM_001136112.1 1 100 3 missense NM_001136112.1c.355A>G p.Thr119Ala 0.17 1 58 0 0(COSM3998188),0.02(COSM3666043)Caspase domain,Caspase recruitment domainrs507879 0.4406 YES 2.178E-1 (pos.104877927)acute_myeloid_leukaemia,carcinoma,ductal_carcinoma,neoplasmCaspase 5, apoptosis-related cysteine proteaseAIM2 inflammasome complex,IPAF inflammasome complex,NLRP1 inflammasome complex,NLRP3 inflammasome complex,apoptotic process,cellular response to mechanical stimulus,cysteine-type endopeptidase activity,cysteine-type endopeptidase activity involved in apoptotic process,cysteine-type endopeptidase activity involved in execution phase of apoptosis,cysteine-type peptidase activity,ectopic germ cell programmed cell death,execution phase of apoptosis,neuron projection,neuronal cell body,positive regulation of interleukin-1 beta secretion,proteolysis,pyroptosis,regulation of apoptotic process,regulation of inflammatory response,scaffold protein binding,substantia nigra developmentT=0, C=44 T=0.0, C=1.0 0.00001 726.563 44 T=0/0, C=34/10

chr10:5958072 G/G A G SNV FBXO18 FBXO18:intronic:NM_032807.4 1 100 intronic NM_032807.4c.1719-125A>Gp.? -2.6 AAA domain,F-box domain,F-box-like,UvrD-like helicase C-terminal domain,UvrD/REP helicase N-terminal domainrs668498 YES F-box only protein 183'-5' DNA helicase activity,ATP binding,ATP-dependent DNA helicase activity,DNA binding,DNA catabolic process, endonucleolytic,DNA duplex unwinding,DNA helicase activity,DNA translocase activity,SCF ubiquitin ligase complex,cell death,cellular response to DNA damage stimulus,chromatin,double-strand break repair via homologous recombination,double-stranded DNA binding,negative regulation of chromatin binding,negative regulation of double-strand break repair via homologous recombination,nucleus,positive regulation of intrinsic apoptotic signaling pathway in response to DNA damage,positive regulation of protein phosphorylation,protein binding,protein ubiquitination,replication fork processing,replication fork protection,response to intra-S DNA damage checkpoint signaling,single-stranded DNA bindingA=0, G=83 A=0.0, G=1.0 0.00001 1349.88 83 A=0/0, G=48/35

chr10:5966190 A/A G A SNV FBXO18 FBXO18:intronic:NM_032807.4 1 100 intronic NM_032807.4c.2552-84G>Ap.? 0.24 AAA domain,F-box domain,F-box-like,UvrD-like helicase C-terminal domain,UvrD/REP helicase N-terminal domainrs2274029,rs386740405 YES F-box only protein 183'-5' DNA helicase activity,ATP binding,ATP-dependent DNA helicase activity,DNA binding,DNA catabolic process, endonucleolytic,DNA duplex unwinding,DNA helicase activity,DNA translocase activity,SCF ubiquitin ligase complex,cell death,cellular response to DNA damage stimulus,chromatin,double-strand break repair via homologous recombination,double-stranded DNA binding,negative regulation of chromatin binding,negative regulation of double-strand break repair via homologous recombination,nucleus,positive regulation of intrinsic apoptotic signaling pathway in response to DNA damage,positive regulation of protein phosphorylation,protein binding,protein ubiquitination,replication fork processing,replication fork protection,response to intra-S DNA damage checkpoint signaling,single-stranded DNA bindingG=0, A=66 G=0.0, A=1.0 0.00001 1015.39 66 G=0/0, A=18/48

chr10:5966192 G/G A G SNV FBXO18 FBXO18:intronic:NM_032807.4 1 100 intronic NM_032807.4c.2552-82A>Gp.? -0.15 AAA domain,F-box domain,F-box-like,UvrD-like helicase C-terminal domain,UvrD/REP helicase N-terminal domainrs111226338,rs2274030,rs386740405YES F-box only protein 183'-5' DNA helicase activity,ATP binding,ATP-dependent DNA helicase activity,DNA binding,DNA catabolic process, endonucleolytic,DNA duplex unwinding,DNA helicase activity,DNA translocase activity,SCF ubiquitin ligase complex,cell death,cellular response to DNA damage stimulus,chromatin,double-strand break repair via homologous recombination,double-stranded DNA binding,negative regulation of chromatin binding,negative regulation of double-strand break repair via homologous recombination,nucleus,positive regulation of intrinsic apoptotic signaling pathway in response to DNA damage,positive regulation of protein phosphorylation,protein binding,protein ubiquitination,replication fork processing,replication fork protection,response to intra-S DNA damage checkpoint signaling,single-stranded DNA bindingA=0, G=66 A=0.0, G=1.0 0.00001 1009.99 66 A=0/0, G=18/48

chr10:5978411 C/C T C SNV FBXO18 FBXO18:intronic:NM_032807.4 1 100 intronic NM_032807.4c.2983-8T>Cp.? -0.04 AAA domain,F-box domain,F-box-like,UvrD-like helicase C-terminal domain,UvrD/REP helicase N-terminal domainrs646406 0.1338 YES 8.582E-1 (pos.5978411) F-box only protein 183'-5' DNA helicase activity,ATP binding,ATP-dependent DNA helicase activity,DNA binding,DNA catabolic process, endonucleolytic,DNA duplex unwinding,DNA helicase activity,DNA translocase activity,SCF ubiquitin ligase complex,cell death,cellular response to DNA damage stimulus,chromatin,double-strand break repair via homologous recombination,double-stranded DNA binding,negative regulation of chromatin binding,negative regulation of double-strand break repair via homologous recombination,nucleus,positive regulation of intrinsic apoptotic signaling pathway in response to DNA damage,positive regulation of protein phosphorylation,protein binding,protein ubiquitination,replication fork processing,replication fork protection,response to intra-S DNA damage checkpoint signaling,single-stranded DNA bindingT=0, C=57 T=0.0, C=1.0 0.00001 849.566 57 T=0/0, C=38/19

chr10:60559047 C/C G C SNV BICC1 BICC1:intronic:NM_001080512.2 1 100 intronic NM_001080512.2c.1725+35G>Cp.? -2.81 KH domain,SAM domain (Sterile alpha motif)rs2893789 0.2308 YES 8.774E-1 (pos.60559047) Bicaudal C, Drosophila, homolog of, 1RNA binding,cytoplasm,determination of left/right symmetry,heart development,negative regulation of canonical Wnt signaling pathwayCardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Polycystic Kidney Diseases;Polycystic Kidney, Autosomal Recessive;Rectal Diseases;Urologic DiseasesG=0, C=40 G=0.0, C=1.0 0.00001 644.285 40 G=0/0, C=23/17

chr10:60563062 C/C G C SNV BICC1 BICC1:intronic:NM_001080512.2 1 100 intronic NM_001080512.2c.2181+60G>Cp.? -0.37 KH domain,SAM domain (Sterile alpha motif)rs4245600 YES Bicaudal C, Drosophila, homolog of, 1RNA binding,cytoplasm,determination of left/right symmetry,heart development,negative regulation of canonical Wnt signaling pathwayCardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Polycystic Kidney Diseases;Polycystic Kidney, Autosomal Recessive;Rectal Diseases;Urologic DiseasesG=0, C=60 G=0.0, C=1.0 0.00001 861.14 60 G=0/0, C=40/20

chr10:60573753 T/T G T SNV BICC1 BICC1:intronic:NM_001080512.2 1 100 intronic NM_001080512.2c.2533+7G>Tp.? 0.09 0.07(COSM3675813),0.07(COSM3675814)KH domain,SAM domain (Sterile alpha motif)rs9416746 0.278 YES 7.589E-1 (pos.60573753) acute_myeloid_leukaemiaBicaudal C, Drosophila, homolog of, 1RNA binding,cytoplasm,determination of left/right symmetry,heart development,negative regulation of canonical Wnt signaling pathwayCardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Polycystic Kidney Diseases;Polycystic Kidney, Autosomal Recessive;Rectal Diseases;Urologic DiseasesG=0, T=128 G=0.0, T=1.0 0.00001 2084.69 128 G=0/0, T=57/71

chr6:90577706 TGACATCTTTGCCCAG/TTGACATCTTTGCCCAGT INDEL CASP8AP2 CASP8AP2:exonic:NM_001137668.1 15 50 8 nonframeshiftDeletion NM_001137668.1c.4698_4712delGACATCTTTGCCCAGp.Thr1567_Arg1571del 0.64, 2.58, 0.56, 0.28, -0.25, 1.5, 1.36, 0.35, 1.07, 0.67, -0.11, 0.63, 1.75, -1.34, 0.59, -0.24rs200213073,rs201189413,rs202101805,rs202116886,rs527250207,rs537929246,rs539529375,rs745748985,rs751783405,rs758006835,rs7811145560.0838 YES 0.0 (pos.90577710),3.455E-2;0.0;0.0 (pos.90577706),3.466E-2 (pos.90577711)astrocytoma_Grade_IV,carcinomaCaspase 8-associated protein 2DNA binding,Fas signaling pathway,PML body,SUMO polymer binding,activation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic signaling pathway,cell cycle,cellular response to mechanical stimulus,cysteine-type endopeptidase activator activity involved in apoptotic process,cytoplasm,death receptor binding,extrinsic apoptotic signaling pathway via death domain receptors,identical protein binding,mitochondrion,negative regulation of nucleic acid-templated transcription,nucleus,peptidase activator activity involved in apoptotic process,protease binding,protein binding,regulation of transcription, DNA-templated,signal transduction,transcription corepressor activity,transcription, DNA-templatedTGACATCTTTGCCCAG=15, T=15TGACATCTTTGCCCAG=0.5, T=0.50.00001 145.218 30 TGACATCTTTGCCCAG=6/9, T=13/2

chr10:6062051 A/A T A SNV IL2RA IL2RA:intronic:NM_000417.2 1 100 intronic NM_000417.2c.584-147A>Tp.? 0.04 Sushi repeat (SCR repeat)rs9804284 YES Interleukin-2 receptor, alphaMAPK cascade,Notch signaling pathway,Ras guanyl-nucleotide exchange factor activity,activation-induced cell death of T cells,apoptotic process,cell proliferation,cell surface receptor signaling pathway,drug binding,external side of plasma membrane,immune response,inflammatory response,inflammatory response to antigenic stimulus,integral component of membrane,interleukin-2 binding,interleukin-2 receptor activity,interleukin-2-mediated signaling pathway,intracellular,negative regulation of T cell proliferation,negative regulation of defense response to virus,negative regulation of immune response,negative regulation of inflammatory response,plasma membrane,positive regulation of T cell differentiation,positive regulation of activated T cell proliferation,protein binding,regulation of T cell homeostatic proliferation,regulation of T cell tolerance induction,regulation of molecular function,regulation of regulatory T cell differentiationAlopecia;Alopecia Areata;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Berylliosis;Connective Tissue Diseases;Crohn Disease;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Glomerulonephritis;Glucose Metabolism Disorders;HIV Infections;Hair Diseases;Hypersensitivity;Hypersensitivity, Delayed;Hypopigmentation;Hypotrichosis;Immune System Diseases;Immunologic Deficiency Syndromes;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Kidney Diseases;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Multiple Sclerosis;Musculoskeletal Diseases;Nephritis;Nervous System Autoimmune Disease, Experimental;NervousAldesleukin,Basiliximab,Daclizumab,Denileukin diftitoxT=0, A=65 T=0.0, A=1.0 0.00001 996.46 65 T=0/0, A=29/36

chr10:61014056 A/A C A SNV FAM13C FAM13C:intronic:NM_198215.3 1 100 intronic NM_198215.3c.1332+52G>Tp.? 0.91 rs1903252 0.1556 YES 9.077E-1 (pos.61014056) protein binding C=0, A=77 C=0.0, A=1.0 0.00001 1229.11 77 C=0/0, A=49/28

chr10:61022054 A/A G A SNV FAM13C FAM13C:intronic:NM_198215.3 1 100 intronic NM_198215.3c.1236+140C>Tp.? -0.05 rs1459990 YES protein binding G=0, A=39 G=0.0, A=1.0 0.00001 623.978 39 G=0/0, A=24/15

chr10:61444100 A/G A G SNV SLC16A9 SLC16A9:intronic:NM_194298.2 1 57.58 intronic NM_194298.2c.-35-15T>Cp.? 1.71 Major Facilitator Superfamilyrs74152113 0.0455 YES 1.331E-1 (pos.61444100) Solute carrier family 16 (monocarboxylic acid transporter), member 9integral component of plasma membrane,monocarboxylic acid transmembrane transporter activity,monocarboxylic acid transport,protein binding,symporter activity,transmembrane transport,urate metabolic processA=14, G=19 A=0.4242, G=0.5758 0.00001 204.403 33 A=1/13, G=5/14

chr6:90577725 TGGA/T TGGA T INDEL CASP8AP2 CASP8AP2:exonic:NM_001137668.1 3 50 8 nonframeshiftDeletion NM_001137668.1c.4717_4719delGGAp.Gly1573del -0.08, 1.71, -0.36, 1.24 rs199515704,rs199694900,rs200862023,rs201534830,rs537929246,rs751783405,rs7797854810.0383 YES 0.0 (pos.90577725),3.466E-2 (pos.90577711)Caspase 8-associated protein 2DNA binding,Fas signaling pathway,PML body,SUMO polymer binding,activation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic signaling pathway,cell cycle,cellular response to mechanical stimulus,cysteine-type endopeptidase activator activity involved in apoptotic process,cytoplasm,death receptor binding,extrinsic apoptotic signaling pathway via death domain receptors,identical protein binding,mitochondrion,negative regulation of nucleic acid-templated transcription,nucleus,peptidase activator activity involved in apoptotic process,protease binding,protein binding,regulation of transcription, DNA-templated,signal transduction,transcription corepressor activity,transcription, DNA-templatedTGGA=15, T=15TGGA=0.5, T=0.5 0.00001 145.021 30 TGGA=6/9, T=13/2

chr3:122003832 C/C G C SNV CASR CASR:exonic:NM_001178065.1 1 100 7 missense NM_001178065.1c.3061G>C p.Glu1021Gln 1.17 1 29 0 7 transmembrane sweet-taste receptor of 3 GCPR,Nine Cysteines Domain of family 3 GPCR,Periplasmic binding protein,Receptor family ligand binding regionrs1801726,rs386665242,rs8687522610.0405 YES 9.835E-1 (pos.122003832) Calcium-sensing receptorG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,JNK cascade,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,amino acid binding,anatomical structure morphogenesis,apical plasma membrane,apoptotic process,axon,axon terminus,basolateral plasma membrane,branching morphogenesis of an epithelial tube,calcium ion binding,calcium ion import,calcium ion transport,cell surface,cellular calcium ion homeostasis,cellular response to glucose stimulus,cellular response to hepatocyte growth factor stimulus,cellular response to hypoxia,cellular response to low-density lipoprotein particle stimulus,cellular response to peptide,cellular response to vitamin D,chemosensory behavior,cytoplasm,detection of calcium ion,drug binding,fat pad development,integral component of membrane,integral component of plasma membrane,integrin binding,ion channel binding,magnesium ion binding,neuronal cell body,nucleus,ossification,phosphatidylinositol phospholipase C activity,phospholipaseBrain Diseases;Calcium Metabolism Disorders;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Endocrine System Diseases;Epilepsy;Epilepsy, Generalized;Heart Diseases;Hypercalcemia;Hyperparathyroidism;Hyperparathyroidism, Primary;Hypocalcemia;Hypoparathyroidism;Infant, Newborn, Diseases;Metabolic Diseases;Myocardial Ischemia;Nervous System Diseases;Nutritional and Metabolic Diseases;Parathyroid Diseases;Vascular Diseases;Water-Electrolyte ImbalanceCalcium Citrate,Calcium Phosphate,Cinacalcet,Etelcalcetide,RonacaleretBenign G=0, C=23 G=0.0, C=1.0 0.00001 314.019 23 G=0/0, C=15/8

chr10:61802561 T/T G T SNV ANK3 ANK3:intronic:NM_020987.4 1 100 intronic NM_020987.4c.13066-44C>Ap.? 0.69 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,ZU5 domainrs2393607,rs548779105,rs7645988830.2293 YES 0.0 (pos.61802557),8.173E-1;0.0;0.0 (pos.61802561)Ankyrin-3, node of RanvierER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi to plasma membrane protein transport,T-tubule,Z disc,axon initial segment,axonogenesis,basal plasma membrane,basolateral plasma membrane,bicellular tight junction,cadherin binding,cell surface,cellular response to magnesium ion,costamere,cytoskeletal anchoring at plasma membrane,cytoskeletal protein binding,cytosol,dendrite,endoplasmic reticulum,establishment of protein localization,intercalated disc,ion channel binding,lateral plasma membrane,lysosome,magnesium ion homeostasis,maintenance of protein location in plasma membrane,membrane assembly,mitotic cytokinesis,negative regulation of delayed rectifier potassium channel activity,neuromuscular junction,neuromuscular junction development,neuron projection,neuronal action potential,node of Ranvier,plasma membrane,plasma membrane organization,positive regulation of cation channel activity,positive regulation of cell communication by electrical coupling,positive regulation of gene expression,positive Amyotrophic Lateral Sclerosis;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Central Nervous System Diseases;Epilepsy;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Spinal Cord Diseases;Status Epilepticus;TDP-43 ProteinopathiesG=0, T=35 G=0.0, T=1.0 0.00001 543.015 35 G=0/0, T=5/30

chr10:61802577 TC/TC T TC INDEL ANK3 ANK3:intronic:NM_020987.4 1 100 intronic NM_020987.4c.13066-60A>GAp.? 2.31 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,ZU5 domainrs397956283,rs5785427,rs75459097,rs8692230500.0038 Ankyrin-3, node of RanvierER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi to plasma membrane protein transport,T-tubule,Z disc,axon initial segment,axonogenesis,basal plasma membrane,basolateral plasma membrane,bicellular tight junction,cadherin binding,cell surface,cellular response to magnesium ion,costamere,cytoskeletal anchoring at plasma membrane,cytoskeletal protein binding,cytosol,dendrite,endoplasmic reticulum,establishment of protein localization,intercalated disc,ion channel binding,lateral plasma membrane,lysosome,magnesium ion homeostasis,maintenance of protein location in plasma membrane,membrane assembly,mitotic cytokinesis,negative regulation of delayed rectifier potassium channel activity,neuromuscular junction,neuromuscular junction development,neuron projection,neuronal action potential,node of Ranvier,plasma membrane,plasma membrane organization,positive regulation of cation channel activity,positive regulation of cell communication by electrical coupling,positive regulation of gene expression,positive Amyotrophic Lateral Sclerosis;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Central Nervous System Diseases;Epilepsy;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Spinal Cord Diseases;Status Epilepticus;TDP-43 ProteinopathiesT=0, TC=34 T=0.0, TC=1.0 0.00001 502.311 34 T=0/0, TC=4/30

chr3:122004098 T/T A T SNV CASR CASR:utr_3:NM_001178065.1 1 100 7 utr_3 NM_001178065.1c.3327A>T p.? -0.63 7 transmembrane sweet-taste receptor of 3 GCPR,Nine Cysteines Domain of family 3 GPCR,Periplasmic binding protein,Receptor family ligand binding regionrs4677948 YES Calcium-sensing receptorG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,JNK cascade,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,amino acid binding,anatomical structure morphogenesis,apical plasma membrane,apoptotic process,axon,axon terminus,basolateral plasma membrane,branching morphogenesis of an epithelial tube,calcium ion binding,calcium ion import,calcium ion transport,cell surface,cellular calcium ion homeostasis,cellular response to glucose stimulus,cellular response to hepatocyte growth factor stimulus,cellular response to hypoxia,cellular response to low-density lipoprotein particle stimulus,cellular response to peptide,cellular response to vitamin D,chemosensory behavior,cytoplasm,detection of calcium ion,drug binding,fat pad development,integral component of membrane,integral component of plasma membrane,integrin binding,ion channel binding,magnesium ion binding,neuronal cell body,nucleus,ossification,phosphatidylinositol phospholipase C activity,phospholipaseBrain Diseases;Calcium Metabolism Disorders;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Endocrine System Diseases;Epilepsy;Epilepsy, Generalized;Heart Diseases;Hypercalcemia;Hyperparathyroidism;Hyperparathyroidism, Primary;Hypocalcemia;Hypoparathyroidism;Infant, Newborn, Diseases;Metabolic Diseases;Myocardial Ischemia;Nervous System Diseases;Nutritional and Metabolic Diseases;Parathyroid Diseases;Vascular Diseases;Water-Electrolyte ImbalanceCalcium Citrate,Calcium Phosphate,Cinacalcet,Etelcalcetide,RonacaleretBenign A=0, T=33 A=0.0, T=1.0 0.00001 504.573 33 A=0/0, T=14/19

chr10:61926728 G/G A G SNV ANK3 ANK3:intronic:NM_020987.4 1 100 intronic NM_020987.4c.2479-74T>Cp.? 2.93 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,ZU5 domainrs11814723 YES Ankyrin-3, node of RanvierER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi to plasma membrane protein transport,T-tubule,Z disc,axon initial segment,axonogenesis,basal plasma membrane,basolateral plasma membrane,bicellular tight junction,cadherin binding,cell surface,cellular response to magnesium ion,costamere,cytoskeletal anchoring at plasma membrane,cytoskeletal protein binding,cytosol,dendrite,endoplasmic reticulum,establishment of protein localization,intercalated disc,ion channel binding,lateral plasma membrane,lysosome,magnesium ion homeostasis,maintenance of protein location in plasma membrane,membrane assembly,mitotic cytokinesis,negative regulation of delayed rectifier potassium channel activity,neuromuscular junction,neuromuscular junction development,neuron projection,neuronal action potential,node of Ranvier,plasma membrane,plasma membrane organization,positive regulation of cation channel activity,positive regulation of cell communication by electrical coupling,positive regulation of gene expression,positive Amyotrophic Lateral Sclerosis;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Central Nervous System Diseases;Epilepsy;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Spinal Cord Diseases;Status Epilepticus;TDP-43 ProteinopathiesA=0, G=75 A=0.0, G=1.0 0.00001 1189.82 75 A=0/0, G=43/32

chr10:62540063 A/A T A SNV CDK1 CDK1:intronic:NM_001786.4 1 100 intronic NM_001786.4c.37+103T>Ap.? -0.39 Protein kinase domain,Protein tyrosine kinasers2448344 YES Cyclin-dependent kinase 1ATP binding,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,DNA repair,DNA replication,G2/M transition of mitotic cell cycle,Golgi disassembly,Hsp70 protein binding,RNA polymerase II carboxy-terminal domain kinase activity,activation of MAPK activity,anaphase-promoting complex-dependent catabolic process,animal organ regeneration,apoptotic process,cell aging,cell division,cell migration,cell proliferation,cellular response to hydrogen peroxide,centrosome,centrosome cycle,chromatin binding,chromosome condensation,ciliary basal body-plasma membrane docking,cyclin B1-CDK1 complex,cyclin binding,cyclin-dependent protein kinase activity,cyclin-dependent protein kinase holoenzyme complex,cyclin-dependent protein serine/threonine kinase activity,cytosol,endoplasmic reticulum membrane,epithelial cell differentiation,extracellular exosome,histone kinase activity,histone phosphorylation,membrane,microtubule cytoskeleton organization,midbody,mitochondrial matrix,mitochondrioAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nephritis;Urologic DiseasesAT7519,Alsterpaullone,Alvocidib,Hymenialdisine,Indirubin-3'-Monoxime,Olomoucine,SU9516T=0, A=31 T=0.0, A=1.0 0.00001 465.819 31 T=0/0, A=9/22

chr10:62551889 GT/GT AA GT MNV CDK1 CDK1:intronic:NM_001786.4 2 100 intronic NM_001786.4c.654-17AA>GTp.? 0.77, -0.42 Protein kinase domain,Protein tyrosine kinasers2456777,rs2456778,rs71185299,rs8795164090.2545 YES 8.513E-1 (pos.62551890),8.514E-1 (pos.62551889)Cyclin-dependent kinase 1ATP binding,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,DNA repair,DNA replication,G2/M transition of mitotic cell cycle,Golgi disassembly,Hsp70 protein binding,RNA polymerase II carboxy-terminal domain kinase activity,activation of MAPK activity,anaphase-promoting complex-dependent catabolic process,animal organ regeneration,apoptotic process,cell aging,cell division,cell migration,cell proliferation,cellular response to hydrogen peroxide,centrosome,centrosome cycle,chromatin binding,chromosome condensation,ciliary basal body-plasma membrane docking,cyclin B1-CDK1 complex,cyclin binding,cyclin-dependent protein kinase activity,cyclin-dependent protein kinase holoenzyme complex,cyclin-dependent protein serine/threonine kinase activity,cytosol,endoplasmic reticulum membrane,epithelial cell differentiation,extracellular exosome,histone kinase activity,histone phosphorylation,membrane,microtubule cytoskeleton organization,midbody,mitochondrial matrix,mitochondrioAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nephritis;Urologic DiseasesAT7519,Alsterpaullone,Alvocidib,Hymenialdisine,Indirubin-3'-Monoxime,Olomoucine,SU9516AA=0, GT=24AA=0.0, GT=1.0 0.00001 337.075 24 AA=0/0, GT=10/14

chr10:6258015 C/C T C SNV PFKFB3 PFKFB3:intronic:NM_004566.3 1 100 intronic NM_004566.3c.300-73T>Cp.? -1.72 6-phosphofructo-2-kinase,AAA domain,Histidine phosphatase superfamily (branch 1)rs111691148,rs2148293 YES 6-phosphofructo-2-kinase/fructose-2,6-bisphosphatase 36-phosphofructo-2-kinase activity,ATP binding,brain development,carbohydrate phosphorylation,catalytic activity,cytosol,dephosphorylation,fructose 2,6-bisphosphate metabolic process,fructose metabolic process,fructose-2,6-bisphosphate 2-phosphatase activity,nucleoplasm,positive regulation of glycolytic processArsenic Poisoning;Cardiovascular Diseases;Heart Diseases;Heavy Metal Poisoning, Nervous System;Myocardial Ischemia;Nervous System Diseases;Neurotoxicity Syndromes;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Skin Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesT=0, C=22 T=0.0, C=1.0 0.00001 298.824 22 T=0/0, C=12/10

chr10:6258052 A/A G A SNV PFKFB3 PFKFB3:intronic:NM_004566.3 1 100 intronic NM_004566.3c.300-36G>Ap.? -2.88 6-phosphofructo-2-kinase,AAA domain,Histidine phosphatase superfamily (branch 1)rs2148294,rs769357876 0.0483 YES 0.0 (pos.6258040),7.893E-1 (pos.6258052)6-phosphofructo-2-kinase/fructose-2,6-bisphosphatase 36-phosphofructo-2-kinase activity,ATP binding,brain development,carbohydrate phosphorylation,catalytic activity,cytosol,dephosphorylation,fructose 2,6-bisphosphate metabolic process,fructose metabolic process,fructose-2,6-bisphosphate 2-phosphatase activity,nucleoplasm,positive regulation of glycolytic processArsenic Poisoning;Cardiovascular Diseases;Heart Diseases;Heavy Metal Poisoning, Nervous System;Myocardial Ischemia;Nervous System Diseases;Neurotoxicity Syndromes;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Skin Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesG=0, A=29 G=0.0, A=1.0 0.00001 427.466 29 G=0/0, A=12/17

chr10:6258796 C/C T C SNV PFKFB3 PFKFB3:intronic:NM_004566.3 1 100 intronic NM_004566.3c.441+53T>Cp.? 0.14 6-phosphofructo-2-kinase,AAA domain,Histidine phosphatase superfamily (branch 1)rs2182412,rs7686639879.00E-04 YES 2.315E-4 (pos.6258785) 6-phosphofructo-2-kinase/fructose-2,6-bisphosphatase 36-phosphofructo-2-kinase activity,ATP binding,brain development,carbohydrate phosphorylation,catalytic activity,cytosol,dephosphorylation,fructose 2,6-bisphosphate metabolic process,fructose metabolic process,fructose-2,6-bisphosphate 2-phosphatase activity,nucleoplasm,positive regulation of glycolytic processArsenic Poisoning;Cardiovascular Diseases;Heart Diseases;Heavy Metal Poisoning, Nervous System;Myocardial Ischemia;Nervous System Diseases;Neurotoxicity Syndromes;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Skin Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesT=0, C=21 T=0.0, C=1.0 0.00001 281.232 21 T=0/0, C=9/12

chr10:63699895 A/C A C SNV ARID5B ARID5B:intronic:NM_032199.2 1 52.27 intronic NM_032199.2c.277-47A>Cp.? -0.56 ARID/BRIGHT DNA binding domainrs7073837 0.4022 YES 6.196E-1 (pos.63699895) AT-rich interaction domain-containing protein 5BDNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,adipose tissue development,adrenal gland development,cell development,cellular response to leukemia inhibitory factor,face morphogenesis,fat cell differentiation,fat pad development,female gonad development,fibroblast migration,histone demethylase activity,histone demethylation,kidney development,liver development,male gonad development,multicellular organism growth,muscle organ morphogenesis,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,palate development,platelet-derived growth factor receptor signaling pathway,positive regulation of DNA binding transcription factor activity,post-embryonic development,protein binding,skeletal system morphogenesis,transcription coactivator activity,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region Adenocarcinoma;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Connective Tissue Diseases;Endocrine System Diseases;Exophthalmos;Eye Diseases;Goiter;Graves Disease;Hemic and Lymphatic Diseases;Hyperthyroidism;Immune System Diseases;Immunoproliferative Disorders;Joint Diseases;Leukemia;Leukemia, Lymphoid;Lupus Erythematosus, Systemic;Lymphatic Diseases;Lymphoproliferative Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Orbital Diseases;Precursor Cell Lymphoblastic Leukemia-Lymphoma;Rheumatic Diseases;Skin and Connective Tissue Diseases;Thyroid DiseasesA=21, C=23 A=0.4773, C=0.5227 0.00001 260.06 44 A=10/11, C=12/11

chr11:65788072 T/T C T SNV CATSPER1 CATSPER1:exonic:NM_053054.3 1 100 7 missense NM_053054.3c.1954G>A p.Val652Ile 1.35 0.77 29 0.147 Ion transport protein,Polycystin cation channelrs3814747 6.00E-04 YES 8.919E-1 (pos.65788072) Cation channel, sperm-associated, 1CatSper complex,calcium activated cation channel activity,calcium ion transmembrane transport,cell differentiation,flagellated sperm motility,fusion of sperm to egg plasma membrane involved in single fertilization,high voltage-gated calcium channel activity,membrane depolarization during action potential,motile cilium,multicellular organism development,plasma membrane,protein binding,regulation of calcium ion transport,regulation of cilium beat frequency involved in ciliary motility,regulation of ion transmembrane transport,response to progesterone,sperm-egg recognition,spermatogenesisAsthenozoospermia;Genital Diseases, Male;Infertility;Infertility, Male;Male Urogenital DiseasesCalcium Citrate,Calcium PhosphateBenign C=0, T=37 C=0.0, T=1.0 0.00001 583.706 37 C=0/0, T=18/19

chr10:64415413 A/A T A SNV ZNF365 ZNF365:intronic:NM_199451.2 1 100 intronic NM_199451.2c.1130-743T>Ap.? -0.12 rs7094595 0.3723 YES 5.989E-1 (pos.64415413) Zinc finger protein 365centrosome,cerebellar molecular layer morphogenesis,cytoplasm,dendrite arborization,dendritic spine morphogenesis,gamma-tubulin complex,gamma-tubulin complex localization,identical protein binding,intracellular membrane-bounded organelle,metal ion binding,microtubule organizing center,mitotic cytokinesis,negative regulation of neuron projection development,positive regulation of oligodendrocyte differentiation,protein binding,protein homodimerization activity,regulation of DNA strand resection involved in replication fork processing,regulation of double-strand break repair via homologous recombination,telomere maintenanceAutism Spectrum Disorder;Breast Diseases;Breast Neoplasms;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Crohn Disease;Dermatitis;Dermatitis, Atopic;Digestive System Diseases;Disorders of Excessive Somnolence;Dyssomnias;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Mental Disorders;Narcolepsy;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurodevelopmental Disorders;Skin Diseases;Skin Diseases, Eczematous;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Sleep Disorders, Intrinsic;Sleep Wake DisordersT=0, A=24 T=0.0, A=1.0 0.00001 334.788 24 T=0/0, A=8/16

chr14:92088016 A/A G A SNV CATSPERB CATSPERB:exonic:NM_024764.3 1 100 19 synonymous NM_024764.3c.2196C>T p.(=) -0.35 Cation channel sperm-associated protein subunit beta protein familyrs1296082 0.2524 YES 9.743E-1 (pos.92088016) Cation channel, sperm-associated, betaCatSper complex,cilium,multicellular organism development,plasma membrane,response to progesterone,sperm capacitation,sperm-egg recognitionG=0, A=37 G=0.0, A=1.0 0.00001 583.702 37 G=0/0, A=21/16

chr10:64953311 A/A G A SNV JMJD1C JMJD1C:intronic:NM_032776.2 1 100 intronic NM_032776.2c.5735-79C>Tp.? -2.7 JmjC domain, hydroxylasers4747098,rs765980997 YES Jumonji domain-containing protein 1Cblood coagulation,chromatin,chromatin DNA binding,dioxygenase activity,histone H3-K9 demethylation,histone demethylase activity (H3-K9 specific),intracellular,metal ion binding,nucleoplasm,nucleus,oxidation-reduction process,protein binding,regulation of transcription, DNA-templated,thyroid hormone receptor binding,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedAdenocarcinoma;Arthritis;Arthritis, Juvenile;Autistic Disorder;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Child Development Disorders, Pervasive;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=0, A=47 G=0.0, A=1.0 0.00001 789.321 47 G=0/0, A=19/28

chr11:6340525 T/T A T SNV CAVIN3 CAVIN3:exonic:NM_145040.2 1 100 2 synonymous NM_145040.2c.654T>A p.(=) -0.14 0.01(COSM1162642)PTRF/SDPR familyrs12570,rs780849905 0.3133 YES 7.626E-1;8.268E-4;0.0 (pos.6340525)adenocarcinoma,carcinoma,ductal_carcinoma,neoplasmcaveola,circadian regulation of gene expression,cortical actin cytoskeleton organization,cytoplasm,cytosol,negative regulation of fermentation,negative regulation of protein kinase B signaling,positive regulation of ERK1 and ERK2 cascade,protein binding,protein complex,protein kinase C bindingA=0, T=64 A=0.0, T=1.0 0.00001 977.633 64 A=0/0, T=16/48

chr10:65225244 CG/CG GA CG MNV

JMJD1C,JMJ

D1C-AS1 JMJD1C-AS1:exonic_nc:NR_027182.1, JMJD1C:intronic:NM_032776.22
100

intronic NM_032776.2, NR_027182.1c.168+11TC>CGp.? -0.24, 1.45 JmjC domain, hydroxylasers1061259,rs10761770,rs34353506,rs386744629,rs879419570,rs9725158870.437 YES 1.0 (pos.65225245),6.982E-1 (pos.65225244)Jumonji domain-containing protein 1Cblood coagulation,chromatin,chromatin DNA binding,dioxygenase activity,histone H3-K9 demethylation,histone demethylase activity (H3-K9 specific),intracellular,metal ion binding,nucleoplasm,nucleus,oxidation-reduction process,protein binding,regulation of transcription, DNA-templated,thyroid hormone receptor binding,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedAdenocarcinoma;Arthritis;Arthritis, Juvenile;Autistic Disorder;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Child Development Disorders, Pervasive;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Rheumatic Diseases;Skin and Connective Tissue DiseasesBenign GA=0, CG=47GA=0.0, CG=1.0 0.00001 789.324 47 GA=0/0, CG=31/16

chr21:37507745 T/T C T SNV

CBR3,CBR3-

AS1 CBR3-AS1:intronic_nc:NR_038892.1, CBR3:exonic:NM_001236.3 1
100

1 synonymous NR_038892.1, NM_001236.3c.255C>T p.(=) -0.02 0.19(COSM6248846)Enoyl-(Acyl carrier protein) reductase,KR domain,short chain dehydrogenasers881711 0.1197 YES 8.556E-1;0.0 (pos.37507745)neoplasm Carbonyl reductase 33-keto sterol reductase activity,NADPH binding,carbonyl reductase (NADPH) activity,cognition,cytosol,extracellular space,nucleoplasm,oxidation-reduction process,phylloquinone catabolic process,protein binding,xenobiotic metabolic processAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsDeutetrabenazine,DoxorubicinC=0, T=63 C=0.0, T=1.0 0.00001 958.917 63 C=0/0, T=27/36

chr10:69648569 T/A T A SNV SIRT1 SIRT1:intronic:NM_012238.4 1 57.14 intronic NM_012238.4c.548-71T>Ap.? 1.3 Sir2 family rs2236318 YES Sirtuin, S. cerevisiae, homolog 1DNA repair,DNA replication,DNA synthesis involved in DNA repair,ESC/E(Z) complex,HLH domain binding,NAD+ ADP-ribosyltransferase activity,NAD+ binding,NAD-dependent histone deacetylase activity,NAD-dependent histone deacetylase activity (H3-K9 specific),NAD-dependent protein deacetylase activity,PML body,UV-damage excision repair,angiogenesis,bHLH transcription factor binding,behavioral response to starvation,cell aging,cellular glucose homeostasis,cellular response to DNA damage stimulus,cellular response to hydrogen peroxide,cellular response to hypoxia,cellular response to ionizing radiation,cellular response to leukemia inhibitory factor,cellular response to starvation,cellular response to tumor necrosis factor,cellular triglyceride homeostasis,cholesterol homeostasis,chromatin organization,chromatin silencing,chromatin silencing at rDNA,chromatin silencing complex,circadian regulation of gene expression,core promoter sequence-specific DNA binding,cytoplasm,cytosol,deacetylase activity,enzyme binding,estabAcute Kidney Injury;Arterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Brain Infarction;Brain Ischemia;Brain Neoplasms;Breast Diseases;Breast Neoplasms;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Central Nervous System Neoplasms;Cerebrovascular Disorders;Colitis;Colonic Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Diabetes Complications;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Diabetic Angiopathies;Diabetic Retinopathy;Digestive System Diseases;Encephalomyelitis, Autoimmune, Experimental;Endocrine System Diseases;Eye Diseases;Fatty Liver;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Intolerance;Glucose Metabolism DisoSRT501 T=9, A=12 T=0.4286, A=0.5714 0.00001 109.06 21 T=6/3, A=6/6

chr21:44480616 G/A G A SNV CBS,CBSL CBS:exonic:NM_001178008.2, CBSL:exonic:NM_001354007.1 1 50 13 synonymous NM_001178008.2, NM_001354007.1c.1080C>T, c.1080C>Tp.(=), p.(=) -2.62 0.05(COSM3758919),0.05(COSM3758920)CBS domain,Pyridoxal-phosphate dependent enzymers1801181 0.3592 YES 6.207E-1 (pos.44480616) adenocarcinoma,neoplasmCystathionine beta-synthaseDNA protection,L-cysteine catabolic process,L-serine catabolic process,L-serine metabolic process,S-adenosyl-L-methionine binding,carbon monoxide binding,cystathionine beta-synthase activity,cysteine biosynthetic process,cysteine biosynthetic process from serine,cysteine biosynthetic process via cystathionine,cytoplasm,cytosol,enzyme binding,heme binding,homocysteine catabolic process,homocysteine metabolic process,hydrogen sulfide biosynthetic process,identical protein binding,metal ion binding,modified amino acid binding,nitric oxide binding,nitrite reductase (NO-forming) activity,nucleus,oxidation-reduction process,oxygen binding,protein binding,protein homodimerization activity,pyridoxal phosphate binding,transsulfuration,ubiquitin protein ligase bindingAmino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Avitaminosis;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Core Conditions;Deficiency Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hemic and Lymphatic Diseases;Homocystinuria;Hyperhomocysteinemia;Hypertension;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Malabsorption Syndromes;Malnutrition;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Recommended Newborn Screening Panels;Skin and Connective Tissue Diseases;Vascular Diseases;Vitamin B DeficiencyAdemetionine,L-Cysteine,L-Serine,Pyridoxal PhosphateBenign G=15, A=15 G=0.5, A=0.5 0.00001 144.63 30 G=11/4, A=11/4

chr9:154795 C/C T C SNV CBWD1 CBWD1:exonic:NM_018491.3 1 100 8 synonymous NM_018491.3c.576A>G p.(=) 1.11 0.01(COSM4407118),0.01(COSM4407119),0.01(COSM4407120)CobW/HypB/UreG, nucleotide-binding domain,Cobalamin synthesis protein cobW C-terminal domainrs2785333 0.2437 7.08E-1 (pos.154795) basal_cell_carcinoma,hepatocellular_carcinoma,neoplasmCobalamin synthetase W domain-containing protein 1ATP binding T=0, C=26 T=0.0, C=1.0 0.00001 371.413 26 T=0/0, C=14/12

chr10:70652197 T/T C T SNV STOX1 STOX1:intronic:NM_001130161.2 1 100 intronic NM_001130161.2c.2823-148C>Tp.? -0.47 Winged helix Storkhead-box1 domainrs10740310 YES Storkhead box 1RNA polymerase II regulatory region sequence-specific DNA binding,cell cortex,cell cycle,cell division,cellular response to nitrosative stress,centrosome,cytoplasm,cytosol,fibrillar center,inner ear development,negative regulation of gene expression,nucleoplasm,nucleus,positive regulation of G2/M transition of mitotic cell cycle,positive regulation of cell proliferation,positive regulation of cyclin-dependent protein kinase activity,positive regulation of epithelial cell proliferation,positive regulation of gene expression,positive regulation of otic vesicle morphogenesis,positive regulation of peptidyl-serine phosphorylation,positive regulation of peptidyl-threonine phosphorylation,positive regulation of protein kinase B signaling,protein binding,regulation of gene expression,regulation of mitochondrial DNA metabolic process,regulation of mitochondrial membrane potential,regulation of mitochondrion organization,regulation of response to oxidative stress,regulation of transcription from RNA polymerase II promFemale Urogenital Diseases and Pregnancy Complications;Hypertension, Pregnancy-Induced;Pre-Eclampsia;Pregnancy ComplicationsC=0, T=29 C=0.0, T=1.0 0.00001 427.119 29 C=0/0, T=10/19

chr10:70696908 T/T G T SNV DDX50 DDX50:intronic:NM_024045.1 1 100 intronic NM_024045.1c.1755+57G>Tp.? -0.71 DEAD/DEAH box helicase,GUCT (NUC152) domain,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs1539166 YES DEAD/H box 50ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA secondary structure unwinding,cytoplasm,helicase activity,membrane,nucleolus,plasma membraneG=0, T=41 G=0.0, T=1.0 0.00001 664.7 41 G=0/0, T=28/13



chr10:71010026 C/C T C SNV HKDC1 HKDC1:intronic:NM_025130.3 1 100 intronic NM_025130.3c.1571-20T>Cp.? -1.21 Hexokinase rs4745978 1.00E-04 9.966E-1 (pos.71010026) Hexokinase domain-containing protein 1ATP binding,carbohydrate phosphorylation,cellular glucose homeostasis,cytosol,fructokinase activity,glucokinase activity,glucose 6-phosphate metabolic process,glucose binding,glycolytic process,hexose metabolic process,mannokinase activity,mitochondrionT=0, C=33 T=0.0, C=1.0 0.00001 504.598 33 T=0/0, C=11/22

chr10:71392495 A/A T A SNV FAM241B FAM241B:intronic:NM_145306.2 1 100 intronic NM_145306.2c.97-51T>A p.? -0.11 Domain of unknown function (DUF4605)rs2616089 0.3388 YES 8.897E-1 (pos.71392495) integral component of membrane,protein binding T=0, A=35 T=0.0, A=1.0 0.00001 543.903 35 T=0/0, A=24/11

chr10:71392501 C/C G C SNV FAM241B FAM241B:intronic:NM_145306.2 1 100 intronic NM_145306.2c.97-45G>Cp.? -0.39 Domain of unknown function (DUF4605)rs2616088 0.339 YES 8.897E-1;0.0 (pos.71392501) integral component of membrane,protein binding G=0, C=35 G=0.0, C=1.0 0.00001 543.903 35 G=0/0, C=24/11

chr10:70502288 A/A G A SNV CCAR1 CCAR1:exonic:NM_018237.3 1 100 6 synonymous NM_018237.3c.480G>A p.(=) -3.04 0.04(COSM4144795)DBC1,S1-like,SAP domainrs1300253 0.1403 YES 7.39E-1 (pos.70502288) neoplasm Cell division cycle and apoptosis regulator 1RNA binding,apoptotic process,cell cycle,core promoter binding,ligand-dependent nuclear receptor transcription coactivator activity,mRNA splicing, via spliceosome,negative regulation of nucleic acid-templated transcription,nucleoplasm,perinuclear region of cytoplasm,positive regulation of cell migration,positive regulation of cell proliferation,protein binding,regulation of transcription, DNA-templated,transcription coactivator activity,transcription corepressor activity,transcription, DNA-templatedG=0, A=48 G=0.0, A=1.0 0.00001 810.435 48 G=0/0, A=30/18

chr8:22471824 A/A G A SNV CCAR2 CCAR2:exonic:NM_021174.5 1 100 9 synonymous NM_021174.5c.924G>A p.(=) -0.3 DBC1,S1-like rs3736147 0.3235 YES 2.558E-1;1.165E-4 (pos.22471824) Cell division cycle and apoptosis regulator 2DBIRD complex,RNA binding,RNA polymerase II core binding,RNA splicing,Wnt signaling pathway,cell cycle,cellular response to DNA damage stimulus,cytoplasm,enzyme binding,enzyme inhibitor activity,mRNA processing,mitochondrial fragmentation involved in apoptotic process,mitochondrial matrix,negative regulation of catalytic activity,negative regulation of cell growth,negative regulation of intrinsic apoptotic signaling pathway in response to DNA damage,negative regulation of proteasomal ubiquitin-dependent protein catabolic process,negative regulation of transcription, DNA-templated,nuclear chromatin,nucleoplasm,nucleus,positive regulation of DNA damage checkpoint,positive regulation of apoptotic process,positive regulation of canonical Wnt signaling pathway,protein binding,regulation of DNA-templated transcription, elongation,regulation of cellular response to heat,regulation of circadian rhythm,regulation of protein deacetylation,regulation of protein stability,regulation of transcription, DNA-templated,responG=0, A=25 G=0.0, A=1.0 0.00001 352.174 25 G=0/0, A=21/4

chr19:56160399 C/C T C SNV CCDC106 CCDC106:utr_5:NM_013301.2 1 100 2 utr_5 NM_013301.2c.-14T>C p.? -0.1 Coiled-coil domain-containing protein 106rs7246799 0.025 YES 9.951E-1 (pos.56160399) Coiled-coil domain-containing protein 106cytosol,nucleus,protein binding T=0, C=235 T=0.0, C=1.0 0.00001 3946.68 235 T=0/0, C=175/60

chr10:71868763 G/A G A SNV H2AFY2 H2AFY2:intronic:NM_018649.2 1 52.38 intronic NM_018649.2c.779-26G>Ap.? -0.62 C-terminus of histone H2A,Clp amino terminal domain, pathogenicity island component,Core histone H2A/H2B/H3/H4,Macro domainrs2271698,rs773388391 0.2952 YES 0.0 (pos.71868762),3.768E-1 (pos.71868763)H2A histone family, member Y2Barr body,DNA binding,ESC/E(Z) complex,RNA polymerase II regulatory region sequence-specific DNA binding,brain development,chromatin DNA binding,chromatin silencing,covalent chromatin modification,dosage compensation,establishment of protein localization to chromatin,extracellular exosome,negative regulation of gene expression, epigenetic,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription of nuclear large rRNA transcript from RNA polymerase I promoter,nuclear chromatin,nuclear chromosome, telomeric region,nucleoplasm,nucleosome,nucleosome assembly,positive regulation of keratinocyte differentiation,protein heterodimerization activity,regulation of cell growth,transcription regulatory region DNA bindingG=10, A=11 G=0.4762, A=0.5238 0.00001 95.2997 21 G=6/4, A=10/1

chr10:71969062 A/A G A SNV PPA1 PPA1:intronic:NM_021129.3 1 100 intronic NM_021129.3c.640-16C>Tp.? 0.55 Inorganic pyrophosphatasers9415006 0.1353 YES 9.991E-1 (pos.71969062) cytoplasm,cytosol,diphosphate metabolic process,extracellular exosome,inorganic diphosphatase activity,magnesium ion binding,phosphate-containing compound metabolic process,tRNA aminoacylation for protein translationG=0, A=49 G=0.0, A=1.0 0.00001 831.633 49 G=0/0, A=20/29

chr10:7230524 G/T G T SNV SFMBT2 SFMBT2:intronic:NM_001018039.1 1 50 intronic NM_001018039.1c.1808+62C>Ap.? 0.17 SAM domain (Sterile alpha motif),SLED domain,Sterile alpha motif (SAM)/Pointed domain,mbt repeatrs2462712 YES SCM-like protein with 4 MBT domains 2aggresome,histone binding,intracellular membrane-bounded organelle,negative regulation of gene expression,nuclear speck,nucleus,protein binding,regulation of transcription, DNA-templatedG=14, T=14 G=0.5, T=0.5 0.00001 131.933 28 G=12/2, T=12/2

chr19:56162776 T/T C T SNV CCDC106 CCDC106:exonic:NM_013301.2 1 100 5 synonymous NM_013301.2c.441C>T p.(=) -0.06 0.01(COSM1396634)Coiled-coil domain-containing protein 106rs2287791,rs751609209 0.0807 YES 2.496E-4 (pos.56162762),7.066E-1 (pos.56162776)adenocarcinomaCoiled-coil domain-containing protein 106cytosol,nucleus,protein binding C=0, T=27 C=0.0, T=1.0 0.00001 389.945 27 C=0/0, T=11/16

chr19:48800569 G/A G A SNV CCDC114 CCDC114:exonic:NM_144577.3 1 46.88 14 synonymous NM_144577.3c.1677C>T p.(=) -2.3 rs147072026 0.0072 1.161E-4 (pos.48800569) Coiled-coil domain-containing protein 114axoneme,cilium,cilium movement,outer dynein arm,outer dynein arm assembly,protein bindingBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign/Likely benignG=34, A=30 G=0.5313, A=0.4688 0.00001 288.102 64 G=18/16, A=19/11

chr10:73104056 G/G A G SNV SLC29A3 SLC29A3:intronic:NM_018344.5 1 100 intronic NM_018344.5c.383+8A>Gp.? -0.11 Nucleoside transporterrs2243540 0.1049 YES 6.91E-1 (pos.73104056) Solute carrier family 29 (nucleoside transporter), member 3Golgi apparatus,integral component of membrane,intracellular membrane-bounded organelle,late endosome membrane,lysosomal membrane,nucleoside transmembrane transport,nucleoside transmembrane transporter activity,protein bindingAutoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Ear Diseases;Endocrine System Diseases;Glucose Metabolism Disorders;Gonadal Disorders;Hair Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Defects, Congenital;Heart Diseases;Hemic and Lymphatic Diseases;Hepatomegaly;Histiocytosis;Histiocytosis, Non-Langerhans-Cell;Histiocytosis, Sinus;Hyperpigmentation;Hypertrichosis;Hypogonadism;Immune System Diseases;Joint Diseases;Liver Diseases;Lymphatic Diseases;Metabolic Diseases;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Osteochondrodysplasias;Osteosclerosis;Otorhinolaryngologic Diseases;Overnutrition;Pigmentation Disorders;Sensation Disorders;Skin DiBenign/Likely benignA=0, G=23 A=0.0, G=1.0 0.00001 306.357 23 A=0/0, G=14/9

chr7:31611758 T/T G T SNV CCDC129 CCDC129:exonic:NM_001257967.2 1 100 7 synonymous NM_001257967.2c.381G>T p.(=) 1.45 Ki-ras-induced actin-interacting protein-IP3R-interacting domain,Sperm-specific antigen 2 C-terminusrs67930674 0.4184 YES 3.371E-1 (pos.31611758) receptor binding G=0, T=66 G=0.0, T=1.0 0.00001 1015.4 66 G=0/0, T=16/50

chr7:31682453 T/T C T SNV CCDC129 CCDC129:exonic:NM_001257967.2 1 100 12 missense NM_001257967.2c.1499C>T p.Ala500Val 1.28 0.96 64 0.156 0.02(COSM5542710),0.02(COSM5542711),0.02(COSM5542712),0.21(COSM3762636),0.21(COSM3762637),0.21(COSM5021540)Ki-ras-induced actin-interacting protein-IP3R-interacting domain,Sperm-specific antigen 2 C-terminusrs4141001 0.2237 YES 8.368E-1 (pos.31682453) adenocarcinoma,malignant_melanoma,osteosarcomareceptor binding C=0, T=81 C=0.0, T=1.0 0.00001 1309.41 81 C=0/0, T=50/31

chr7:31683410 A/A G A SNV CCDC129 CCDC129:exonic:NM_001257967.2 1 100 12 missense NM_001257967.2c.2456G>A p.Cys819Tyr 1.76 0.04 194 0.016 0.67(COSM3762638),0.67(COSM3762639),0.67(COSM5830692)Ki-ras-induced actin-interacting protein-IP3R-interacting domain,Sperm-specific antigen 2 C-terminusrs10247620 0.2233 YES 8.378E-1 (pos.31683410) adenocarcinoma receptor binding G=0, A=22 G=0.0, A=1.0 0.00001 298.891 22 G=0/0, A=7/15

chr2:109429146 A/A T A SNV CCDC138 CCDC138:exonic:NM_144978.2 1 100 8 synonymous NM_144978.2c.915T>A p.(=) 0.15 0.61(COSM4001127) rs975597 0.2403 YES 9.037E-1 (pos.109429146)acute_myeloid_leukaemia,neoplasm T=0, A=21 T=0.0, A=1.0 0.00001 281.232 21 T=0/0, A=4/17

chr10:73570334 G/A G A SNV CDH23 CDH23:intronic:NM_022124.5 1 56 intronic NM_022124.5c.9077+8G>Ap.? 0.58 Cadherin domainrs11818398 0.1799 YES 2.337E-1;0.0 (pos.73570334) Cadherin-23 (otocadherin)calcium ion binding,calcium ion transport,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,equilibrioception,homophilic cell adhesion via plasma membrane adhesion molecules,inner ear receptor stereocilium organization,integral component of membrane,locomotory behavior,membrane,photoreceptor cell maintenance,plasma membrane,protein binding,regulation of cytosolic calcium ion concentration,response to stimulus,sensory perception of light stimulus,sensory perception of sound,stereocilium,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Pneumoconiosis;Respiratory Tract Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersBenign/Likely benignG=22, A=28 G=0.44, A=0.56 0.00001 341.078 50 G=12/10, A=14/14

chr10:73578882 T/C T C SNV PSAP PSAP:intronic:NM_002778.3 1 50 intronic NM_002778.3c.1351-14A>Gp.? -0.56 Saposin A-type domain,Saposin-like type B, region 1,Saposin-like type B, region 2rs4747203 0.273 YES 6.241E-1 (pos.73578882) Mitochondrial carrier homolog 1,Prosaposin (sphingolipid activator protein-1)G-protein coupled receptor binding,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,azurophil granule membrane,beta-galactosidase activity,cellular response to organic substance,enzyme activator activity,epithelial cell differentiation involved in prostate gland development,extracellular exosome,extracellular matrix,extracellular region,extracellular space,ganglioside GM1 binding,ganglioside GM1 transport to membrane,ganglioside GM2 binding,ganglioside GM3 binding,ganglioside GP1c binding,ganglioside GT1b binding,glycosphingolipid metabolic process,identical protein binding,integral component of membrane,intracellular membrane-bounded organelle,lipid binding,lipid transport,lysosomal lumen,lysosomal membrane,lysosome,mitochondrion,negative regulation of hydrogen peroxide-induced cell death,neutrophil degranulation,phospholipid binding,plasma membrane,platelet degranulation,positive regulation of MAPK cascade,positive regulation of catalytic activity,prostate gland growth,protein bindiAsthma;Autoimmune Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Bronchial Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gaucher Disease;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hereditary Central Nervous System Demyelinating Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Kidney Diseases;Leukodystrophy, Globoid Cell;Leukodystrophy, Metachromatic;Leukoencephalopathies;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lung Diseases;Lung Diseases, Obstructive;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Nutritional and Metabolic Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Sphingolipidoses;SulfDi-Stearoyl-3-Sn-PhosphatidylethanolamineBenign/Likely benignT=23, C=23 T=0.5, C=0.5 0.00001 260.758 46 T=9/14, C=14/9

chr10:73823019 A/G A G SNV SPOCK2 SPOCK2:intronic:NM_001244950.1 1 53.49 intronic NM_001244950.1c.992-99T>Cp.? -0.95 Kazal-type serine protease inhibitor domain,Secreted protein acidic and rich in cysteine Ca binding region,Thyroglobulin type-1 repeatrs1668172 YES SPARC/osteonectin, CWCV, and KAZAL-like domains proteoglycan 2calcium ion binding,cellular response to leukemia inhibitory factor,extracellular matrix binding,extracellular matrix organization,glycosaminoglycan binding,metalloendopeptidase inhibitor activity,negative regulation of endopeptidase activity,peptide cross-linking via chondroitin 4-sulfate glycosaminoglycan,positive regulation of cell motility,positive regulation of cell-substrate adhesion,proteinaceous extracellular matrix,regulation of cell differentiation,signal transduction,synapse assemblyA=40, G=46 A=0.4651, G=0.5349 0.00001 514.082 86 A=16/24, G=13/33

chr3:123633612 A/A G A SNV CCDC14 CCDC14:utr_3:NM_022757.4 1 100 12 utr_3 NM_022757.4c.2753C>T p.? -0.99 Coiled-coil domain-containing protein 14rs11551801 0.2644 YES 1.588E-1 (pos.123633612) Coiled-coil domain-containing protein 14centriolar satellite,centrosome,protein binding,protein localization to centrosome,substantia nigra developmentG=0, A=31 G=0.0, A=1.0 0.00001 465.817 31 G=0/0, A=14/17

chr10:75863750 T/T C T SNV VCL VCL:intronic:NM_014000.2 1 100 intronic NM_014000.2c.2131+64C>Tp.? 0.5 Vinculin familyrs2270552 YES Vinculin actin binding,actin filament binding,adherens junction,adherens junction assembly,alpha-catenin binding,apical junction assembly,axon extension,beta-catenin binding,brush border,cadherin binding,cell,cell adhesion,cell-cell adherens junction,cell-cell junction,cell-matrix adhesion,cell-substrate junction,costamere,cytoskeleton,cytosol,dystroglycan binding,epithelial cell-cell adhesion,extracellular exosome,extracellular region,extracellular vesicle,fascia adherens,ficolin-1-rich granule lumen,focal adhesion,inner dense plaque of desmosome,lamellipodium assembly,membrane raft,morphogenesis of an epithelium,movement of cell or subcellular component,muscle contraction,negative regulation of cell migration,neutrophil degranulation,outer dense plaque of desmosome,plasma membrane,platelet aggregation,platelet degranulation,podosome,protein binding,protein complex,protein localization to cell surface,sarcolemma,secretory granule lumen,specific granule lumen,structural molecule activity,terminal web,ubiquitin proteinAcute Coronary Syndrome;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Bone Diseases;Bone Diseases, Metabolic;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Osteoporosis;Vascular DiseasesC=0, T=53 C=0.0, T=1.0 0.00001 782.027 53 C=0/0, T=18/35

chr10:75873892 T/T C T SNV VCL VCL:intronic:NM_014000.2 1 100 intronic NM_014000.2c.2950-50C>Tp.? -1.32 Vinculin familyrs10824072 0.4047 YES 2.629E-1 (pos.75873892) Vinculin actin binding,actin filament binding,adherens junction,adherens junction assembly,alpha-catenin binding,apical junction assembly,axon extension,beta-catenin binding,brush border,cadherin binding,cell,cell adhesion,cell-cell adherens junction,cell-cell junction,cell-matrix adhesion,cell-substrate junction,costamere,cytoskeleton,cytosol,dystroglycan binding,epithelial cell-cell adhesion,extracellular exosome,extracellular region,extracellular vesicle,fascia adherens,ficolin-1-rich granule lumen,focal adhesion,inner dense plaque of desmosome,lamellipodium assembly,membrane raft,morphogenesis of an epithelium,movement of cell or subcellular component,muscle contraction,negative regulation of cell migration,neutrophil degranulation,outer dense plaque of desmosome,plasma membrane,platelet aggregation,platelet degranulation,podosome,protein binding,protein complex,protein localization to cell surface,sarcolemma,secretory granule lumen,specific granule lumen,structural molecule activity,terminal web,ubiquitin proteinAcute Coronary Syndrome;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Bone Diseases;Bone Diseases, Metabolic;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Osteoporosis;Vascular DiseasesC=0, T=95 C=0.0, T=1.0 0.00001 1597.04 95 C=0/0, T=51/44

chr10:75874192 C/C T C SNV VCL VCL:intronic:NM_014000.2 1 100 intronic NM_014000.2c.3153+47T>Cp.? -3.15 Vinculin familyrs138018528,rs2270550,rs60917222,rs750153595,rs751730560,rs762923380,rs764277435,rs767741559,rs796678396YES 0.0 (pos.75874174),0.0 (pos.75874176),0.0;0.0 (pos.75874188),0.0;0.0;0.0 (pos.75874190),2.12E-1;2.932E-3;2.323E-2;0.0;0.0;0.0 (pos.75874192),2.608E-4 (pos.75874172)Vinculin actin binding,actin filament binding,adherens junction,adherens junction assembly,alpha-catenin binding,apical junction assembly,axon extension,beta-catenin binding,brush border,cadherin binding,cell,cell adhesion,cell-cell adherens junction,cell-cell junction,cell-matrix adhesion,cell-substrate junction,costamere,cytoskeleton,cytosol,dystroglycan binding,epithelial cell-cell adhesion,extracellular exosome,extracellular region,extracellular vesicle,fascia adherens,ficolin-1-rich granule lumen,focal adhesion,inner dense plaque of desmosome,lamellipodium assembly,membrane raft,morphogenesis of an epithelium,movement of cell or subcellular component,muscle contraction,negative regulation of cell migration,neutrophil degranulation,outer dense plaque of desmosome,plasma membrane,platelet aggregation,platelet degranulation,podosome,protein binding,protein complex,protein localization to cell surface,sarcolemma,secretory granule lumen,specific granule lumen,structural molecule activity,terminal web,ubiquitin proteinAcute Coronary Syndrome;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Bone Diseases;Bone Diseases, Metabolic;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Osteoporosis;Vascular DiseasesT=0, C=21 T=0.0, C=1.0 0.00001 265.749 21 T=0/0, C=13/8

chr10:7622047 G/G A G SNV ITIH5 ITIH5:intronic:NM_030569.6 1 100 intronic NM_030569.6c.1109-20T>Cp.? -0.25 Inter-alpha-trypsin inhibitor heavy chain C-terminus,Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domainrs12256183 0.1045 YES 9.995E-1;0.0 (pos.7622047) Inter-alpha-trypsin inhibitor, heavy chain 5extracellular region,hyaluronan metabolic process,negative regulation of endopeptidase activity,serine-type endopeptidase inhibitor activityA=0, G=23 A=0.0, G=1.0 0.00001 316.463 23 A=0/0, G=7/16

chr10:76429870 C/C T C SNV ADK ADK:intronic:NM_006721.3 1 100 intronic NM_006721.3c.878-71T>Cp.? -0.89 pfkB family carbohydrate kinasers10740443 YES Adenosine kinaseAMP salvage,ATP binding,RNA binding,adenosine kinase activity,adenosine salvage,carbohydrate kinase activity,carbohydrate phosphorylation,cytosol,dATP biosynthetic process,metal ion binding,nucleoplasm,nucleus,purine-containing compound salvage,ribonucleoside monophosphate biosynthetic processBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Hypospadias;Intellectual Disability;Male Urogenital Diseases;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Penile Diseases;Urogenital Abnormalities;Vascular Diseases5-4-(DIMETHYLAMINO)PHENYL-6-(6-MORPHOLIN-4-YLPYRIDIN-3-YL)ETHYNYLPYRIMIDIN-4-AMINE,7-(5-DEOXY-BETA-D-RIBOFURANOSYL)-5-IODO-7H-PYRROLO2,3-DPYRIMIDIN-4-AMINE,ATP,Abacavir,Adenosine,Adenosine monophosphate,RibavirinT=0, C=54 T=0.0, C=1.0 0.00001 798.141 54 T=0/0, C=24/30

chr10:7659273 TAACTT/T TAACTT T INDEL ITIH5 ITIH5:intronic:NM_030569.6 5 52.38 intronic NM_030569.6c.653-28AAGTTA>Ap.? -0.09, 0.47, 0.33, -1.57, 0.7, 0.74 Inter-alpha-trypsin inhibitor heavy chain C-terminus,Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domainrs150273439,rs559412977,rs58467904,rs776836999,rs929848866YES 0.0 (pos.7659268),2.727E-1 (pos.7659272)Inter-alpha-trypsin inhibitor, heavy chain 5extracellular region,hyaluronan metabolic process,negative regulation of endopeptidase activity,serine-type endopeptidase inhibitor activityTAACTT=20, T=22TAACTT=0.4762, T=0.5238 0.00001 240.345 42 TAACTT=11/9, T=3/19

chr3:123634046 A/A G A SNV CCDC14 CCDC14:exonic:NM_022757.4 1 100 12 synonymous NM_022757.4c.2319C>T p.(=) 0.69 0(COSM3759676),0(COSM3759677),0(COSM3759678)Coiled-coil domain-containing protein 14rs2700373 0.2514 YES 9.139E-1 (pos.123634046)adenocarcinoma,neoplasmCoiled-coil domain-containing protein 14centriolar satellite,centrosome,protein binding,protein localization to centrosome,substantia nigra developmentG=0, A=52 G=0.0, A=1.0 0.00001 768.599 52 G=0/0, A=20/32

chr2:223161889 G/G A G SNV

CCDC140,P

AX3 PAX3:exonic:NM_181459.3, CCDC140:upstream:NM_153038.1 1
100

2 synonymous NM_181459.3, NM_153038.1c.129T>C, c.-6733A>Gp.(=), p.? -2.34 'Paired box' domain,Homeobox domain,Paired box protein 7rs12623857 0.1526 YES 1.0 (pos.223161889) Paired box homeotic gene-3DNA binding transcription factor activity,HMG box domain binding,animal organ morphogenesis,apoptotic process,muscle organ development,nervous system development,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,sensory perception of sound,sequence-specific DNA binding,transcription from RNA polymerase II promoterAbnormalities, Multiple;Carcinoma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Deafness;Ear Diseases;Hand Deformities;Hand Deformities, Congenital;Head and Neck Neoplasms;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Limb Deformities, Congenital;Maxillary Sinus Neoplasms;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myosarcoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Glandular and Epithelial;Neoplasms, Muscle Tissue;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Nose Diseases;Nose Neoplasms;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Paranasal Sinus Diseases;Paranasal Sinus Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rhabdomyosarcoma;Rhabdomyosarcoma, Alveolar;Sarcoma;Sensation Disorders;Spinal Dysraphism;Upper Extremity Deformities, Congenital;Waardenburg SyndromeBenign A=0, G=25 A=0.0, G=1.0 0.00001 352.984 25 A=0/0, G=16/9

chr10:7769604 G/G A G SNV ITIH2 ITIH2:intronic:NM_002216.2 1 99.26 intronic NM_002216.2c.1154-62A>Gp.? -0.15 Inter-alpha-trypsin inhibitor heavy chain C-terminus,Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domainrs2277226 YES Inter-alpha (globulin) inhibitor, H2 polypeptideblood microparticle,cellular protein metabolic process,endopeptidase inhibitor activity,endoplasmic reticulum lumen,extracellular exosome,extracellular region,hyaluronan metabolic process,negative regulation of endopeptidase activity,post-translational protein modification,serine-type endopeptidase inhibitor activityA=1, G=135 A=0.0074, G=0.9926 0.00001 2219.49 136 A=1/0, G=98/37

chr10:7773976 G/G A G SNV ITIH2 ITIH2:intronic:NM_002216.2 1 100 intronic NM_002216.2c.1647+17A>Gp.? -0.05 Inter-alpha-trypsin inhibitor heavy chain C-terminus,Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domainrs386740613,rs7098319,rs758305016,rs7775905790.2284 YES 0.0;0.0 (pos.7773960),1.158E-4 (pos.7773974),7.003E-1;0.0 (pos.7773976)Inter-alpha (globulin) inhibitor, H2 polypeptideblood microparticle,cellular protein metabolic process,endopeptidase inhibitor activity,endoplasmic reticulum lumen,extracellular exosome,extracellular region,hyaluronan metabolic process,negative regulation of endopeptidase activity,post-translational protein modification,serine-type endopeptidase inhibitor activityA=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=20/10

chr17:20799119 G/G A G SNV

CCDC144NL

,CCDC144N

L-AS1 CCDC144NL-AS1:intronic_nc:NR_104185.1, CCDC144NL:exonic:NM_001004306.21

100

1 missense NM_001004306.2, NR_104185.1c.215T>C p.Leu72Pro -1.28 0.67 98 0 0(COSM3755335) rs2279263 YES 4.784E-1 (pos.20799119) adenocarcinoma,carcinoma,neoplasm,squamous_cell_carcinoma A=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=3/21

chr10:7866268 G/G C G SNV TAF3 TAF3:intronic:NM_031923.3 1 100 intronic NM_031923.3c.167-13C>Gp.? 0.11 Bromodomain associated,PHD-fingerrs199762284,rs386740622,rs7070208,rs7532753130.1866,5.0E-4YES 2.945E-2 (pos.7866266),9.719E-1 (pos.7866268)TAF3 RNA polymerase II, TATA box-binding protein-associated factor, 140kDmaintenance of protein location in nucleus,metal ion binding,negative regulation of DNA binding transcription factor activity,negative regulation of transcription from RNA polymerase II promoter,nuclear membrane,nucleoplasm,nucleus,p53 binding,protein binding,regulation of signal transduction by p53 class mediator,transcription elongation from RNA polymerase II promoter,transcription factor TFIID complex,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoterC=0, G=62 C=0.0, G=1.0 0.00001 940.319 62 C=0/0, G=38/24

chr10:7866576 A/T A T SNV TAF3 TAF3:intronic:NM_031923.3 1 50 intronic NM_031923.3c.409+53A>Tp.? 0.12 Bromodomain associated,PHD-fingerrs1244472 YES TAF3 RNA polymerase II, TATA box-binding protein-associated factor, 140kDmaintenance of protein location in nucleus,metal ion binding,negative regulation of DNA binding transcription factor activity,negative regulation of transcription from RNA polymerase II promoter,nuclear membrane,nucleoplasm,nucleus,p53 binding,protein binding,regulation of signal transduction by p53 class mediator,transcription elongation from RNA polymerase II promoter,transcription factor TFIID complex,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoterA=18, T=18 A=0.5, T=0.5 0.00001 187.207 36 A=5/13, T=12/6

chr10:79565655 A/A G A SNV DLG5 DLG5:intronic:NM_004747.3 1 100 intronic NM_004747.3c.4968-36C>Tp.? 0.57 Guanylate kinase,PDZ domain (Also known as DHR or GLGF),Takusan,Unstructured region between two PDZ domains on Dlg5rs2289311 0.3462 YES 1.89E-1 (pos.79565655) Discs large, Drosophila, homolog of, 5apical protein localization,beta-catenin binding,cell junction,cell-cell adherens junction,cell-cell adhesion,ciliary basal body,cytoplasm,cytoskeletal protein binding,epithelial to mesenchymal transition,epithelial tube branching involved in lung morphogenesis,establishment or maintenance of epithelial cell apical/basal polarity,intracellular signal transduction,maintenance of cell polarity,metanephric collecting duct development,midbrain development,negative regulation of T cell proliferation,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of hippo signaling,plasma membrane,polarized epithelial cell differentiation,positive regulation of dendritic spine development,positive regulation of hippo signaling,positive regulation of smoothened signaling pathway,positive regulation of synapse assembly,postsynaptic density,postsynaptic membrane,protein binding,protein complex assembly,protein localization to adherens junction,receptor signaling complex scaffold actDigestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesG=0, A=37 G=0.0, A=1.0 0.00001 583.706 37 G=0/0, A=18/19

chr10:79566407 C/C T C SNV DLG5 DLG5:intronic:NM_004747.3 1 100 intronic NM_004747.3c.4967+109A>Gp.? -0.29 Guanylate kinase,PDZ domain (Also known as DHR or GLGF),Takusan,Unstructured region between two PDZ domains on Dlg5rs10762765 YES Discs large, Drosophila, homolog of, 5apical protein localization,beta-catenin binding,cell junction,cell-cell adherens junction,cell-cell adhesion,ciliary basal body,cytoplasm,cytoskeletal protein binding,epithelial to mesenchymal transition,epithelial tube branching involved in lung morphogenesis,establishment or maintenance of epithelial cell apical/basal polarity,intracellular signal transduction,maintenance of cell polarity,metanephric collecting duct development,midbrain development,negative regulation of T cell proliferation,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of hippo signaling,plasma membrane,polarized epithelial cell differentiation,positive regulation of dendritic spine development,positive regulation of hippo signaling,positive regulation of smoothened signaling pathway,positive regulation of synapse assembly,postsynaptic density,postsynaptic membrane,protein binding,protein complex assembly,protein localization to adherens junction,receptor signaling complex scaffold actDigestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesT=0, C=29 T=0.0, C=1.0 0.00001 424.573 29 T=0/0, C=11/18

chr17:20798992 C/T C T SNV

CCDC144NL

,CCDC144N

L-AS1 CCDC144NL-AS1:intronic_nc:NR_104185.1, CCDC144NL:exonic:NM_001004306.21

53.33

1 synonymous NM_001004306.2, NR_104185.1c.342G>A p.(=) -0.85 0.01(COSM3755334) rs762029355,rs8073465 0.1415 YES 0.0;0.0;0.0 (pos.20798990),1.811E-1 (pos.20798992)acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinoma C=14, T=16 C=0.4667, T=0.5333 0.00001 159.925 30 C=4/10, T=5/11

chr10:79590685 T/T C T SNV DLG5 DLG5:intronic:NM_004747.3 1 100 intronic NM_004747.3c.1749-54G>Ap.? -1.29 Guanylate kinase,PDZ domain (Also known as DHR or GLGF),Takusan,Unstructured region between two PDZ domains on Dlg5rs10824579,rs539418253 YES Discs large, Drosophila, homolog of, 5apical protein localization,beta-catenin binding,cell junction,cell-cell adherens junction,cell-cell adhesion,ciliary basal body,cytoplasm,cytoskeletal protein binding,epithelial to mesenchymal transition,epithelial tube branching involved in lung morphogenesis,establishment or maintenance of epithelial cell apical/basal polarity,intracellular signal transduction,maintenance of cell polarity,metanephric collecting duct development,midbrain development,negative regulation of T cell proliferation,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of hippo signaling,plasma membrane,polarized epithelial cell differentiation,positive regulation of dendritic spine development,positive regulation of hippo signaling,positive regulation of smoothened signaling pathway,positive regulation of synapse assembly,postsynaptic density,postsynaptic membrane,protein binding,protein complex assembly,protein localization to adherens junction,receptor signaling complex scaffold actDigestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesC=0, T=97 C=0.0, T=1.0 0.00001 1647.29 97 C=0/0, T=21/76

chr7:76916819 A/A G A SNV CCDC146 CCDC146:exonic:NM_020879.2 1 100 17 synonymous NM_020879.2c.2340G>A p.(=) 0.33 0.77(COSM5619418) rs3763402 0.1858 YES 1.124E-1 (pos.76916819) ductal_carcinoma centriole,protein binding G=0, A=24 G=0.0, A=1.0 0.00001 334.782 24 G=0/0, A=15/9

chr10:79628875 A/G A G SNV DLG5 DLG5:intronic:NM_004747.3 1 95.45 intronic NM_004747.3c.373+12T>Cp.? -0.25 Guanylate kinase,PDZ domain (Also known as DHR or GLGF),Takusan,Unstructured region between two PDZ domains on Dlg5rs1248655 0.3307 YES 7.476E-1 (pos.79628875) Discs large, Drosophila, homolog of, 5apical protein localization,beta-catenin binding,cell junction,cell-cell adherens junction,cell-cell adhesion,ciliary basal body,cytoplasm,cytoskeletal protein binding,epithelial to mesenchymal transition,epithelial tube branching involved in lung morphogenesis,establishment or maintenance of epithelial cell apical/basal polarity,intracellular signal transduction,maintenance of cell polarity,metanephric collecting duct development,midbrain development,negative regulation of T cell proliferation,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of hippo signaling,plasma membrane,polarized epithelial cell differentiation,positive regulation of dendritic spine development,positive regulation of hippo signaling,positive regulation of smoothened signaling pathway,positive regulation of synapse assembly,postsynaptic density,postsynaptic membrane,protein binding,protein complex assembly,protein localization to adherens junction,receptor signaling complex scaffold actDigestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesA=1, G=21 A=0.0455, G=0.9545 0.00001 271.191 22 A=1/0, G=18/3

chr16:1484473 G/G A G SNV CCDC154 CCDC154:exonic:NM_001143980.1 1 100 17 missense NM_001143980.1c.1940T>C p.Leu647Pro -1.71 0.33 98 0 0(COSM4128700)Coiled-coil domain-containing protein 154rs7192331 0.0695 YES 9.984E-1 (pos.1484473) neoplasm early endosome A=0, G=86 A=0.0, G=1.0 0.00001 1410.93 86 A=0/0, G=33/53

chr10:81319354 T/T C T SNV SFTPA2 SFTPA2:intronic:NM_001098668.3 1 100 intronic NM_001098668.3c.-22-92G>Ap.? -2.04 Lectin C-type domainrs4268452 YES Surfactant, pulmonary-associated protein A2carbohydrate binding,cellular protein metabolic process,clathrin-coated endocytic vesicle,collagen trimer,endoplasmic reticulum membrane,extracellular region,extracellular space,lamellar body,proteinaceous extracellular matrix,respiratory gaseous exchange,toll-like receptor signaling pathwayIdiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Pulmonary Fibrosis;Respiratory Tract DiseasesC=0, T=27 C=0.0, T=1.0 0.00001 389.522 27 C=0/0, T=15/12

chr10:82095968 G/G T G SNV DYDC1 DYDC1:intronic:NM_001269053.1 1 100 intronic NM_001269053.1c.505-27A>Cp.? -0.2 Dpy-30 motif rs1340383 0.3485 YES 9.779E-1 (pos.82095968) DPY30 domain-containing protein 1Set1C/COMPASS complex,chromatin silencing at telomere,chromosome, telomeric region,histone H3-K4 methylation,histone methyltransferase activity (H3-K4 specific),protein bindingT=0, G=27 T=0.0, G=1.0 0.00001 389.988 27 T=0/0, G=11/16

chr10:86004736 A/G A G SNV RGR RGR:upstream:NM_002921.3 1 98.41 intronic NM_002921.3c.-111A>G p.? 1.93 rs2279228 YES Ral guanine nucleotide dissociation stimulator-like 4,Retinal G protein coupled receptorG-protein coupled photoreceptor activity,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of visible light,integral component of plasma membrane,phototransduction,protein binding,protein-chromophore linkage,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaA=1, G=62 A=0.0159, G=0.9841 0.00001 925.366 63 A=1/0, G=24/38

chr19:49899076 A/A G A SNV CCDC155 CCDC155:exonic:NM_144688.4 1 100 5 missense NM_144688.4c.386G>A p.Arg129Gln -0.13 1 43 0 0.04(COSM5002021)Coiled-coil region of CCDC155 or KASH,EF-hand domainrs10405154 0.4517 YES 5.847E-1 (pos.49899076) ductal_carcinoma LINC complex,actin filament organization,chromosome localization to nuclear envelope involved in homologous chromosome segregation,chromosome, telomeric region,double-strand break repair via homologous recombination,dynein complex binding,identical protein binding,integral component of membrane,lateral element,meiotic spindle pole,nuclear outer membrane,oogenesis,protein binding,spermatogenesis,spindle assembly,spindle localization,synapsis,telomere localizationG=0, A=35 G=0.0, A=1.0 0.00001 543.902 35 G=0/0, A=13/22

chr19:49901318 C/C T C SNV CCDC155 CCDC155:exonic:NM_144688.4 1 100 7 synonymous NM_144688.4c.547T>C p.(=) 0.3 Coiled-coil region of CCDC155 or KASH,EF-hand domainrs10421748 0.4517 YES 5.161E-1 (pos.49901318) LINC complex,actin filament organization,chromosome localization to nuclear envelope involved in homologous chromosome segregation,chromosome, telomeric region,double-strand break repair via homologous recombination,dynein complex binding,identical protein binding,integral component of membrane,lateral element,meiotic spindle pole,nuclear outer membrane,oogenesis,protein binding,spermatogenesis,spindle assembly,spindle localization,synapsis,telomere localizationT=0, C=21 T=0.0, C=1.0 0.00001 281.234 21 T=0/0, C=5/16

chr10:88220866 T/T C T SNV WAPL WAPL:intronic:NM_015045.3 1 100 intronic NM_015045.3c.2482+67G>Ap.? -0.84 Wings apart-like protein regulation of heterochromatinrs7922658 YES Wings apart-like protein, Drosophila, homolog ofcell division,chromatin,chromosome,chromosome, centromeric region,cohesin complex,cytoplasm,cytosol,meiotic chromosome segregation,mitotic sister chromatid cohesion,negative regulation of DNA replication,negative regulation of chromatin binding,negative regulation of sister chromatid cohesion,nucleoplasm,nucleus,positive regulation of fibroblast proliferation,protein binding,protein localization to chromatin,regulation of chromosome condensation,regulation of cohesin loading,response to toxic substance,sister chromatid cohesion,synaptonemal complex,viral processC=0, T=72 C=0.0, T=1.0 0.00001 1130.95 72 C=0/0, T=47/25

chr22:30771554 G/G T G SNV

CCDC157,KI

AA1656 KIAA1656:exonic_nc:NR_046312.1, CCDC157:exonic:NM_001017437.31
100

10 missense NM_001017437.3, NR_046312.1c.1759T>G p.Ser587Ala 4.14 1 99 0 rs2015035 0.0487 YES 1.0 (pos.30771554) T=0, G=23 T=0.0, G=1.0 0.00001 316.747 23 T=0/0, G=16/7

chr13:103388220 GC/GT AT GT SNV CCDC168 CCDC168:exonic:NM_001146197.2 2 97.8 4 missense NM_001146197.2, NM_001146197.2c.14827T>C, c.14826_14827delATinsGCp.Ser4943Pro, p.Ser4943Pro-0.76, 0.44 74.0, 74.0 0.002, 0.002 Coiled-coil domain-containing protein 168rs9300758 6.00E-04 1.0 (pos.103388220) AT=0, GC=2, GT=89AT=0.0, GC=0.022, GT=0.9780.00001 1502.69 91 AT=0/0, GC=2/0, GT=49/40

chr13:103385015 G/G A G SNV CCDC168 CCDC168:exonic:NM_001146197.2 1 100 4 missense NM_001146197.2c.18032T>Cp.Leu6011Pro -0.05 98 0 Coiled-coil domain-containing protein 168rs6491707 0 1.0 (pos.103385015) A=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=19/10

chr13:103385534 T/T C T SNV CCDC168 CCDC168:exonic:NM_001146197.2 1 100 4 missense NM_001146197.2c.17513G>Ap.Arg5838Gln -1.31 43 0 0(COSM3753563)Coiled-coil domain-containing protein 168rs17592438 0.1587 YES 2.244E-2 (pos.103385534)adenocarcinoma C=0, T=63 C=0.0, T=1.0 0.00001 958.066 63 C=0/0, T=35/28

chr10:88917974 G/G A G SNV FAM35A FAM35A:intronic:NM_019054.2 1 100 intronic NM_019054.2c.1633+62A>Gp.? 1.09 Protein family FAM35, C-terminalrs4933430 YES A=0, G=20 A=0.0, G=1.0 0.00001 263.158 20 A=0/0, G=14/6

chr10:89419873 C/G C G SNV PAPSS2 PAPSS2:intronic:NM_004670.3 1 50 intronic NM_004670.3c.27+108C>Gp.? -3 ATP-sulfurylase,Adenylylsulphate kinase,PUA-like domainrs2255682 YES 3'-phosphoadenosine 5'-phosphosulfate synthase 23'-phosphoadenosine 5'-phosphosulfate biosynthetic process,ATP binding,adenylylsulfate kinase activity,blood coagulation,bone development,cytosol,nucleotidyltransferase activity,phosphorylation,skeletal system development,sulfate adenylyltransferase (ATP) activity,sulfate assimilationBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Opacity;Dwarfism;Endocrine System Diseases;Eye Diseases;Genetic Diseases, Inborn;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;OsteochondrodysplasiasC=11, G=11 C=0.5, G=0.5 0.00001 94.5937 22 C=4/7, G=1/10

chr10:89419910 A/G A G SNV PAPSS2 PAPSS2:intronic:NM_004670.3 1 95.65 intronic NM_004670.3c.27+145A>Gp.? -0.06 ATP-sulfurylase,Adenylylsulphate kinase,PUA-like domainrs2255683 YES 3'-phosphoadenosine 5'-phosphosulfate synthase 23'-phosphoadenosine 5'-phosphosulfate biosynthetic process,ATP binding,adenylylsulfate kinase activity,blood coagulation,bone development,cytosol,nucleotidyltransferase activity,phosphorylation,skeletal system development,sulfate adenylyltransferase (ATP) activity,sulfate assimilationBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Opacity;Dwarfism;Endocrine System Diseases;Eye Diseases;Genetic Diseases, Inborn;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;OsteochondrodysplasiasA=1, G=22 A=0.0435, G=0.9565 0.00001 288.807 23 A=1/0, G=5/17

chr10:90122512 T/T C T SNV RNLS RNLS:intronic:NM_001031709.2 1 100 intronic NM_001031709.2c.527-30G>Ap.? 0.27 Flavin containing amine oxidoreductase,NAD(P)-binding Rossmann-like domainrs3740279 0.1792 YES 3.534E-1 (pos.90122512) Renalase NAD biosynthesis via nicotinamide riboside salvage pathway,NADH binding,epinephrine binding,extracellular region,extracellular space,monoamine oxidase activity,negative regulation of blood pressure,negative regulation of heart rate,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on NAD(P)H,response to epinephrine,response to ischemia,response to saltFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Urologic DiseasesC=0, T=24 C=0.0, T=1.0 0.00001 334.357 24 C=0/0, T=9/15

chr13:103386116 G/G C G SNV CCDC168 CCDC168:exonic:NM_001146197.2 1 100 4 missense NM_001146197.2c.16931G>Cp.Arg5644Thr 0.13 71 0.05 Coiled-coil domain-containing protein 168rs7982465 3.00E-04 YES 1.0 (pos.103386116) C=0, G=45 C=0.0, G=1.0 0.00001 747.384 45 C=0/0, G=18/27

chr13:103394003 A/A G A SNV CCDC168 CCDC168:exonic:NM_001146197.2 1 100 4 missense NM_001146197.2c.9044C>T p.Thr3015Ile 0.03 89 0.046 Coiled-coil domain-containing protein 168rs1449707 0.2003 YES 6.278E-1 (pos.103394003) G=0, A=75 G=0.0, A=1.0 0.00001 1162.57 75 G=0/0, A=56/19

chr13:103394613 G/G T G SNV CCDC168 CCDC168:exonic:NM_001146197.2 1 100 4 missense NM_001146197.2c.8434A>C p.Thr2812Pro 0.11 38 0 Coiled-coil domain-containing protein 168rs9585986 0.2 YES 6.318E-1 (pos.103394613) T=0, G=49 T=0.0, G=1.0 0.00001 829.565 49 T=0/0, G=25/24

chr13:103394716 C/C T C SNV CCDC168 CCDC168:exonic:NM_001146197.2 1 100 4 synonymous NM_001146197.2c.8331A>G p.(=) 0.05 Coiled-coil domain-containing protein 168rs9585987 0.2009 YES 6.343E-1 (pos.103394716) T=0, C=50 T=0.0, C=1.0 0.00001 852.748 50 T=0/0, C=24/26

chr13:103396716 G/G C G SNV CCDC168 CCDC168:exonic:NM_001146197.2 1 100 4 missense NM_001146197.2c.6331G>C p.Glu2111Gln -0.31 29 0.043 Coiled-coil domain-containing protein 168rs6491708 0.2 YES 6.306E-1 (pos.103396716) C=0, G=51 C=0.0, G=1.0 0.00001 754.584 51 C=0/0, G=19/32

chr13:103397583 G/G C G SNV CCDC168 CCDC168:exonic:NM_001146197.2 1 100 4 missense NM_001146197.2c.5464G>C p.Ala1822Pro -0.46 27 0.184 Coiled-coil domain-containing protein 168rs9582626 0.2005 YES 6.306E-1 (pos.103397583) C=0, G=21 C=0.0, G=1.0 0.00001 281.234 21 C=0/0, G=9/12

chr13:103400083 A/A G A SNV CCDC168 CCDC168:exonic:NM_001146197.2 1 100 4 synonymous NM_001146197.2c.2964C>T p.(=) -0.27 Coiled-coil domain-containing protein 168rs1026158 0.3422 YES 5.193E-1 (pos.103400083) G=0, A=34 G=0.0, A=1.0 0.00001 529.622 34 G=0/0, A=13/21

chr10:91528370 C/T C T SNV KIF20B KIF20B:intronic:NM_016195.3 1 45.45 intronic NM_016195.3c.4972-125C>Tp.? -0.48 Kinesin motor domain,Microtubule bindingrs7912458 YES ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,ATPase activity,WW domain binding,axon,cell cycle arrest,cell division,centrosome,contractile ring,cytoplasm,cytosol,growth cone,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,midbody,mitotic spindle midzone,mitotic spindle pole,neural tube closure,neuron projection morphogenesis,nucleolus,nucleoplasm,nucleus,perinuclear region of cytoplasm,positive regulation of cell proliferation,positive regulation of cytokinesis,positive regulation of intracellular protein transport,positive regulation of mitotic cytokinetic process,positive regulation of neuron migration,protein binding,protein homodimerization activity,protein localization to microtubule,regulation of establishment of cell polarity,regulation of mitotic nuclear division,spindle midzoneC=12, T=10 C=0.5455, T=0.4545 0.00001 81.7625 22 C=12/0, T=7/3

chr10:91528384 C/T C T SNV KIF20B KIF20B:intronic:NM_016195.3 1 45.45 intronic NM_016195.3c.4972-111C>Tp.? -0.04 Kinesin motor domain,Microtubule bindingrs7912464 YES ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,ATPase activity,WW domain binding,axon,cell cycle arrest,cell division,centrosome,contractile ring,cytoplasm,cytosol,growth cone,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,midbody,mitotic spindle midzone,mitotic spindle pole,neural tube closure,neuron projection morphogenesis,nucleolus,nucleoplasm,nucleus,perinuclear region of cytoplasm,positive regulation of cell proliferation,positive regulation of cytokinesis,positive regulation of intracellular protein transport,positive regulation of mitotic cytokinetic process,positive regulation of neuron migration,protein binding,protein homodimerization activity,protein localization to microtubule,regulation of establishment of cell polarity,regulation of mitotic nuclear division,spindle midzoneC=12, T=10 C=0.5455, T=0.4545 0.00001 81.6797 22 C=12/0, T=7/3

chr10:93716899 C/C G C SNV BTAF1 BTAF1:intronic:NM_003972.2 1 100 intronic NM_003972.2c.832-83G>Cp.? -3.64 Domain of unknown function (DUF3535),Helicase conserved C-terminal domain,SNF2 family N-terminal domainrs7894570 YES BTAF1 RNA polymerase II, B-TFIID transcription factor-associated, 170kD (Mot1, S. cerevisiae, homolog of)ATP binding,DNA binding,DNA binding transcription factor activity,helicase activity,intracellular membrane-bounded organelle,negative regulation of chromatin binding,negative regulation of transcription, DNA-templated,nucleoplasmG=0, C=49 G=0.0, C=1.0 0.00001 831.615 49 G=0/0, C=38/11

chr13:103402522 T/T C T SNV CCDC168 CCDC168:exonic:NM_001146197.2 1 100 4 synonymous NM_001146197.2c.525G>A p.(=) 0.38 Coiled-coil domain-containing protein 168rs9300760 0.2005 YES 6.286E-1 (pos.103402522) C=0, T=22 C=0.0, T=1.0 0.00001 298.89 22 C=0/0, T=12/10

chr13:103385798 T/C T C SNV CCDC168 CCDC168:exonic:NM_001146197.2 1 97.92 4 missense NM_001146197.2c.17249A>Gp.Asn5750Ser -0.67 46 0 Coiled-coil domain-containing protein 168rs7983175 3.00E-04 YES 1.0 (pos.103385798) T=1, C=47 T=0.0208, C=0.9792 0.00001 776.183 48 T=0/1, C=25/22

chr10:94816807 GA/GA G GA INDEL EXOC6 EXOC6:intronic:NM_019053.5 1 100 intronic NM_019053.5c.2282+14G>GAp.? -0.07 Exocyst complex subunit Sec15-likers60582805 0.104 YES 9.898E-1 (pos.94816807) Exocyst complex component 6Flemming body,cytosol,exocyst,growth cone,perinuclear region of cytoplasm,plasma membrane,protein binding,protein transport,vesicle docking involved in exocytosisG=0, GA=30 G=0.0, GA=1.0 0.00001 364.675 30 G=0/0, GA=26/4

chr10:94821374 G/G A G SNV CYP26C1 CYP26C1:intronic:NM_183374.2 1 100 intronic NM_183374.2c.204+150A>Gp.? -0.26 Cytochrome P450rs2422138 YES Cytochrome P450, subfamily XXVIC, polypeptide 1anterior/posterior pattern specification,central nervous system development,endoplasmic reticulum membrane,heme binding,integral component of membrane,iron ion binding,negative regulation of retinoic acid receptor signaling pathway,neural crest cell development,organelle fusion,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,retinoic acid 4-hydroxylase activity,retinoic acid binding,retinoic acid catabolic process,sterol metabolic process,vitamin metabolic processA=0, G=33 A=0.0, G=1.0 0.00001 504.595 33 A=0/0, G=11/22

chr10:95097537 C/C T C SNV MYOF MYOF:intronic:NM_013451.3 1 100 intronic NM_013451.3c.4437+35A>Gp.? -1.45 C2 domain,FerA (NUC095) domain,FerB (NUC096) domain,FerI (NUC094) domain,Ferlin C-terminusrs1614065 0.2575 YES 9.728E-1;0.0 (pos.95097537) Myoferlin blood circulation,caveola,cellular response to heat,cytoplasmic vesicle,cytoplasmic vesicle membrane,extracellular exosome,integral component of membrane,intracellular membrane-bounded organelle,muscle contraction,myoblast fusion,nuclear envelope,nuclear membrane,phospholipid binding,plasma membrane,plasma membrane repair,protein binding,regulation of vascular endothelial growth factor receptor signaling pathwayT=0, C=23 T=0.0, C=1.0 0.00001 316.746 23 T=0/0, C=17/6

chr10:95162496 T/T A T SNV MYOF MYOF:intronic:NM_013451.3 1 100 intronic NM_013451.3c.874+121T>Ap.? -1.82 C2 domain,FerA (NUC095) domain,FerB (NUC096) domain,FerI (NUC094) domain,Ferlin C-terminusrs701875 YES Myoferlin blood circulation,caveola,cellular response to heat,cytoplasmic vesicle,cytoplasmic vesicle membrane,extracellular exosome,integral component of membrane,intracellular membrane-bounded organelle,muscle contraction,myoblast fusion,nuclear envelope,nuclear membrane,phospholipid binding,plasma membrane,plasma membrane repair,protein binding,regulation of vascular endothelial growth factor receptor signaling pathwayA=0, T=30 A=0.0, T=1.0 0.00001 370.95 30 A=0/0, T=20/10

chr10:95216622 AG/AG A AG INDEL MYOF MYOF:intronic:NM_013451.3 1 100 intronic NM_013451.3c.144+17T>CTp.? 1.6 C2 domain,FerA (NUC095) domain,FerB (NUC096) domain,FerI (NUC094) domain,Ferlin C-terminus Myoferlin blood circulation,caveola,cellular response to heat,cytoplasmic vesicle,cytoplasmic vesicle membrane,extracellular exosome,integral component of membrane,intracellular membrane-bounded organelle,muscle contraction,myoblast fusion,nuclear envelope,nuclear membrane,phospholipid binding,plasma membrane,plasma membrane repair,protein binding,regulation of vascular endothelial growth factor receptor signaling pathwayA=0, AG=21 A=0.0, AG=1.0 0.00001 237.275 21 A=0/0, AG=7/14

chr10:95266683 A/G A G SNV CEP55 CEP55:intronic:NM_001127182.1 1 45.45 intronic NM_001127182.1c.460-62A>Gp.? -0.06 TSG101 and ALIX binding domain of CEP55rs947599 0.4337 YES Centrosomal protein, 55kDFlemming body,cell separation after cytokinesis,centriole,centrosome,cleavage furrow,cranial skeletal system development,establishment of protein localization,intercellular bridge,membrane,microtubule organizing center,midbody,mitotic cytokinesis,mitotic metaphase plate congression,nucleus organization,plasma membrane,protein binding,renal system developmentAdnexal Diseases;Autoimmune Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Nephritis;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Urologic DiseasesA=24, G=20 A=0.5455, G=0.4545 0.00001 211.733 44 A=9/15, G=8/12

chr13:36801415 T/T C T SNV

CCDC169,C

CDC169-

SOHLH2 CCDC169:exonic:NM_001198908.1, CCDC169-SOHLH2:intronic:NM_001198910.11

100

8 missense NM_001198910.1, NM_001198908.1c.279+70G>A, c.649G>Ap.?, p.Gly217Arg 0.3 0 125 0.999 Domain of unknown function (DUF4600),Helix-loop-helix DNA-binding domainrs9546785 0.4755 YES 3.698E-1 (pos.36801415) cell differentiation,core promoter sequence-specific DNA binding,multicellular organism development,nucleus,oogenesis,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=0, T=139 C=0.0, T=1.0 0.00001 2313.84 139 C=0/0, T=60/79

chr10:95360109 C/G C G SNV RBP4 RBP4:intronic:NM_006744.3 1 55.77 intronic NM_006744.3c.355+41G>Cp.? -0.65 Lipocalin / cytosolic fatty-acid binding protein family,Lipocalin-like domainrs57477607 0.0826 YES 1.393E-3 (pos.95360109) Retinol-binding protein-4, interstitialcardiac muscle tissue development,cytosol,embryonic organ morphogenesis,embryonic retina morphogenesis in camera-type eye,embryonic skeletal system development,extracellular exosome,extracellular region,extracellular space,eye development,female genitalia morphogenesis,gluconeogenesis,glucose homeostasis,heart development,heart trabecula formation,lung development,maintenance of gastrointestinal epithelium,negative regulation of cardiac muscle cell proliferation,positive regulation of immunoglobulin secretion,positive regulation of insulin secretion,protein binding,protein complex,protein heterodimerization activity,response to ethanol,response to retinoic acid,retinal binding,retinoid binding,retinoid metabolic process,retinol binding,retinol metabolic process,retinol transport,retinol transporter activity,small molecule binding,transport,transporter activity,urinary bladder development,uterus development,vagina development,visual perceptionAbortion, Spontaneous;Adnexal Diseases;Avitaminosis;Cysts;Deficiency Diseases;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Glucose Metabolism Disorders;Gonadal Disorders;Kidney Diseases;Liver Diseases;Liver Diseases, Alcoholic;Male Urogenital Diseases;Malnutrition;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Metabolic Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nutrition Disorders;Nutritional and Metabolic Diseases;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Pregnancy Complications;Stomach Diseases;Stomach Neoplasms;Urologic Diseases;Vitamin A Deficiency2-({4-2-(trifluoromethyl)phenylpiperidin-1-yl}carbonyl)aminobenzoic acid,Fenretinide,N-Ethyl Retinamide,Vitamin AC=23, G=29 C=0.4423, G=0.5577 0.00001 299.667 52 C=15/8, G=12/17

chr1:46086077 T/T C T SNV CCDC17 CCDC17:exonic:NM_001114938.2 1 100 13 missense NM_001114938.2c.1739G>A p.Ser580Asn -0.3 0.72 46 0.001 0.02(COSM3746981),0.02(COSM3746982),0.04(COSM6366088),0.04(COSM6366089)rs3014246 0.2927 YES 6.771E-1 (pos.46086077) carcinoma,hepatocellular_carcinomaprotein binding C=0, T=49 C=0.0, T=1.0 0.00001 831.632 49 C=0/0, T=22/27

chr10:95405665 C/C CTA C INDEL PDE6C PDE6C:intronic:NM_006204.3 2 100 intronic NM_006204.3c.1848-52CTA>Cp.? 0.01, 0.37, -0.25 3'5'-cyclic nucleotide phosphodiesterase,GAF domainrs201850249,rs3085185,rs3831275,rs763646905,rs8659912580.4773 YES Phosphodiesterase-6C, cGMP-specific, cone, alpha prime3',5'-cyclic-GMP phosphodiesterase activity,cGMP binding,metal ion binding,phototransduction, visible light,plasma membrane,retinal cone cell development,visual perceptionAmphetamine-Related Disorders;Color Vision Defects;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Mental Disorders;Nervous System Diseases;Neurologic Manifestations;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Substance-Related Disorders;Vision DisordersCaffeine,Trapidil CTA=0, C=74CTA=0.0, C=1.0 0.00001 1170.13 74 CTA=0/0, C=41/33

chr10:95444931 G/G T G SNV FRA10AC1 FRA10AC1:intronic:NM_145246.4 1 100 intronic NM_145246.4c.625+72A>Cp.? 0.97 Folate-sensitive fragile site protein Fra10Ac1rs767701 YES Chromosome 10 open reading frame 4nucleus,protein binding T=0, G=40 T=0.0, G=1.0 0.00001 644.271 40 T=0/0, G=17/23

chr6:151894505 T/C T C SNV CCDC170 CCDC170:exonic:NM_025059.3 1 45.83 6 missense NM_025059.3c.971T>C p.Phe324Ser -0.17 1 155 0 0.01(COSM4407030) rs953767 0.1175 YES 9.957E-1;0.0 (pos.151894505)hepatocellular_carcinoma protein bindingBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesT=39, C=33 T=0.5417, C=0.4583 0.00001 323.029 72 T=18/21, C=20/13

chr10:95459698 C/C G C SNV FRA10AC1 FRA10AC1:intronic:NM_145246.4 1 100 intronic NM_145246.4c.77+89C>Gp.? -0.51 Folate-sensitive fragile site protein Fra10Ac1rs2275441 YES Chromosome 10 open reading frame 4nucleus,protein binding G=0, C=54 G=0.0, C=1.0 0.00001 798.121 54 G=0/0, C=31/23

chr18:30804756 T/T C T SNV CCDC178 CCDC178:exonic:NM_001105528.1 1 100 16 missense NM_001105528.1c.1801G>A p.Asp601Asn 0.1 1 23 0.001 rs113589354,rs386802235,rs4661130 1.0 (pos.30804756) C=0, T=48 C=0.0, T=1.0 0.00001 810.416 48 C=0/0, T=27/21

chr18:30846895 T/T A T SNV CCDC178 CCDC178:exonic:NM_001105528.1 1 100 13 missense NM_001105528.1c.1394T>A p.Val465Glu -0.84 1 121 0 rs747171150,rs9965081 0.0718 YES 0.0 (pos.30846894),9.999E-1 (pos.30846895) A=0, T=37 A=0.0, T=1.0 0.00001 583.688 37 A=0/0, T=22/15

chr1:93672723 A/C A C SNV CCDC18 CCDC18:exonic:NM_206886.4 1 96.77 9 missense NM_206886.4c.977A>C p.Asn326Thr 1.75 0.05 65 0.196 rs2815413 0.1779 YES 9.593E-1 (pos.93672723) A=1, C=30 A=0.0323, C=0.9677 0.00001 431.028 31 A=0/1, C=14/16

chr1:169391154 A/G A G SNV CCDC181 CCDC181:exonic:NM_021179.2 1 45.45 3 missense NM_021179.2c.515T>C p.Phe172Ser 0.12 0.41 155 0.001 rs3820059 0.3545 YES 9.284E-1 (pos.169391154) cytoplasm,manchette,microtubule,microtubule binding,sperm flagellumA=12, G=10 A=0.5455, G=0.4545 0.00001 81.7625 22 A=11/1, G=8/2

chr10:96305729 T/C T C SNV HELLS HELLS:intronic:NM_018063.4 1 50 intronic NM_018063.4c.31+20T>Cp.? -0.44 Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs10882474 0.4183 YES 8.086E-1 (pos.96305729) Helicase, lymphoid-specificATP binding,DNA methylation,cell cycle,cell division,cellular response to leukemia inhibitory factor,chromatin binding,chromosome, centromeric region,helicase activity,lymphocyte proliferation,maintenance of DNA methylation,methylation-dependent chromatin silencing,multicellular organism development,negative regulation of intrinsic apoptotic signaling pathway,nucleus,pericentric heterochromatin,pericentric heterochromatin assembly,protein binding,transcription, DNA-templated,urogenital system developmentAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeT=14, C=14 T=0.5, C=0.5 0.00001 131.94 28 T=11/3, C=6/8

chr10:96466824 T/T C T SNV CYP2C18 CYP2C18:intronic:NM_000772.2 1 100 intronic NM_000772.2c.819+107C>Tp.? -1.15 rs7904929 YES Cytochrome P450, subfamily IIC, polypeptide 18arachidonic acid epoxygenase activity,aromatase activity,endoplasmic reticulum membrane,epoxygenase P450 pathway,heme binding,iron ion binding,monooxygenase activity,organelle membrane,oxidation-reduction process,oxygen binding,steroid hydroxylase activity,xenobiotic metabolic processCardiovascular Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Glioma;Gliosarcoma;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms4-METHYL-N-METHYL-N-(2-PHENYL-2H-PYRAZOL-3-YL)BENZENESULFONAMIDE,Aminophenazone,Antipyrine,Buprenorphine,Clobazam,Clotiazepam,Cyclophosphamide,Dapsone,Desipramine,Diazepam,Diclofenac,Diphenhydramine,Etizolam,Ifosfamide,Imipramine,Lansoprazole,Lidocaine,Methadone,Omeprazole,Pegvisomant,Perphenazine,Phenobarbital,Phenytoin,Propofol,Tolbutamide,Tretinoin,Troleandomycin,Valproic Acid,Verapamil,Vilazodone,WarfarinC=0, T=35 C=0.0, T=1.0 0.00001 543.101 35 C=0/0, T=18/17

chr9:139700605 C/C T C SNV

CCDC183,C

CDC183-AS1 CCDC183-AS1:intronic_nc:NR_024580.1, CCDC183:exonic:NM_001039374.41

100

10 missense NM_001039374.4, NR_024580.1c.1024T>C p.Trp342Arg -0.68 0.83 101 0 0.01(COSM4163579) rs2811795,rs770286625 0.1979 YES 0.0 (pos.139700590),8.817E-1 (pos.139700605)neoplasm Coiled-coil domain-containing protein 183axoneme,cilium movement,outer dynein arm assembly T=0, C=34 T=0.0, C=1.0 0.00001 524.173 34 T=0/0, C=16/18

chr10:97023552 A/A G A SNV PDLIM1 PDLIM1:intronic:NM_020992.3 1 100 intronic NM_020992.3c.533+69C>Tp.? -1.73 Domain of unknown function (DUF4749),LIM domain,PDZ domain (Also known as DHR or GLGF)rs4917682 YES PDZ and LIM domain protein 1cadherin binding involved in cell-cell adhesion,cell-cell adherens junction,cell-cell adhesion,cytoplasm,cytoskeleton,focal adhesion,metal ion binding,regulation of transcription, DNA-templated,response to hypoxia,response to oxidative stress,transcription coactivator activity,transcription factor complexG=0, A=73 G=0.0, A=1.0 0.00001 1150.5 73 G=0/0, A=27/46

chr10:97023895 T/T C T SNV PDLIM1 PDLIM1:intronic:NM_020992.3 1 100 intronic NM_020992.3c.334-75G>Ap.? -2.42 Domain of unknown function (DUF4749),LIM domain,PDZ domain (Also known as DHR or GLGF)rs2296962 YES PDZ and LIM domain protein 1cadherin binding involved in cell-cell adhesion,cell-cell adherens junction,cell-cell adhesion,cytoplasm,cytoskeleton,focal adhesion,metal ion binding,regulation of transcription, DNA-templated,response to hypoxia,response to oxidative stress,transcription coactivator activity,transcription factor complexC=0, T=55 C=0.0, T=1.0 0.00001 814.907 55 C=0/0, T=20/35

chr9:139701108 C/C A C SNV

CCDC183,C

CDC183-AS1 CCDC183-AS1:intronic_nc:NR_024580.1, CCDC183:exonic:NM_001039374.41

100

11 missense NM_001039374.4, NR_024580.1c.1262A>C p.Asn421Thr 0.82 0.92 65 0 rs2254143 0.2037 YES 8.721E-1 (pos.139701108) Coiled-coil domain-containing protein 183axoneme,cilium movement,outer dynein arm assembly A=0, C=21 A=0.0, C=1.0 0.00001 281.234 21 A=0/0, C=13/8

chr10:97370843 T/C T C SNV ALDH18A1 ALDH18A1:intronic:NM_002860.3 1 50 intronic NM_002860.3c.2110+170A>Gp.? -1.22 Aldehyde dehydrogenase family,Amino acid kinase familyrs2296689 YES Aldehyde dehydrogenase 18 family, member A1 (1-pyrroline-5-carboxylate synthetase)ATP binding,L-proline biosynthetic process,RNA binding,cellular amino acid biosynthetic process,citrulline biosynthetic process,cytosol,delta1-pyrroline-5-carboxylate synthetase activity,glutamate 5-kinase activity,glutamate metabolic process,glutamate-5-semialdehyde dehydrogenase activity,identical protein binding,mitochondrial inner membrane,mitochondrion,ornithine biosynthetic process,oxidation-reduction process,phosphorylation,proline biosynthetic process,protein bindingCataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Corneal Diseases;Corneal Opacity;Cutis Laxa;Eye Diseases;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Lens Diseases;Mental Disorders;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Spastic Paraplegia, HereditaryGlutamic Acid T=13, C=13 T=0.5, C=0.5 0.00001 119.158 26 T=9/4, C=7/6

chr10:115922774 G/A G A SNV CCDC186 CCDC186:exonic:NM_018017.3 1 57.45 2 missense NM_018017.3c.254C>T p.Thr85Ile -0.82 0.35 89 0 0.01(COSM3751543) rs1061159 0.2353 YES 6.993E-2;0.0 (pos.115922774)adenocarcinoma,rhabdomyosarcoma G=40, A=54 G=0.4255, A=0.5745 0.00001 643.119 94 G=30/10, A=28/26

chr10:97772253 T/T C T SNV

CC2D2B,ENT

PD1-AS1 ENTPD1-AS1:intronic_nc:NR_038444.1, CC2D2B:intronic:NM_001349008.11
100

intronic NR_038444.1, NM_001349008.1c.3229-36C>Tp.? 0.1 rs3748224,rs774130443 0.407 YES 8.254E-1 (pos.97772253) C=0, T=55 C=0.0, T=1.0 0.00001 814.771 55 C=0/0, T=28/27

chr10:97772496 T/A T A SNV

CC2D2B,ENT

PD1-AS1 ENTPD1-AS1:intronic_nc:NR_038444.1, CC2D2B:intronic:NM_001349008.11
98.23

intronic NR_038444.1, NM_001349008.1c.3426+10T>Ap.? -1.76 rs10748652 0.408 YES 8.26E-1 (pos.97772496) T=2, A=111 T=0.0177, A=0.9823 0.00001 1725.78 113 T=1/1, A=51/60

chr10:97779281 A/A G A SNV

CC2D2B,ENT

PD1-AS1 ENTPD1-AS1:intronic_nc:NR_038444.1, CC2D2B:intronic:NM_001349008.11
100

intronic NR_038444.1, NM_001349008.1c.3766-178G>Ap.? 0.17 rs4918984 YES G=0, A=53 G=0.0, A=1.0 0.00001 775.657 53 G=0/0, A=18/35

chr16:30772040 G/G A G SNV

CCDC189,P

HKG2,RNF4

0 CCDC189:intronic:NM_001014979.2, PHKG2:utr_3:NM_001172432.1, RNF40:upstream:NM_014771.31

100

11 utr_3 NM_001172432.1, NM_001014979.2, NM_014771.3c.1684A>G, c.237-51T>C, c.-1827A>Gp.?, p.?, p.? -1.15 Flagellar C1a complex subunit C1a-32,Protein kinase domain,Protein tyrosine kinasers4889505 4.00E-04 YES 1.0 (pos.30772040) Phosphorylase kinase, gamma 2 (testis/liver),Ring finger protein 40ATP binding,HULC complex,axon terminus,calmodulin binding,cellular_component,cytosol,enzyme binding,extrinsic component of membrane,generation of precursor metabolites and energy,glycogen biosynthetic process,glycogen catabolic process,glycogen metabolic process,histone H2B ubiquitination,histone monoubiquitination,intracellular signal transduction,mRNA 3'-UTR binding,membrane,metal ion binding,negative regulation of mRNA polyadenylation,neuron projection,nucleoplasm,nucleus,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,phosphorylase kinase activity,phosphorylase kinase complex,positive regulation of glycogen catabolic process,positive regulation of histone H2B ubiquitination,positive regulation of proteasomal protein catabolic process,positive regulation of protein polyubiquitination,protein binding,protein complex binding,protein homodimerization activity,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,protein ubiquitination,regulation of mitoticCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Glycogen Storage Disease;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesA=0, G=23 A=0.0, G=1.0 0.00001 316.523 23 A=0/0, G=17/6

chr10:98408714 G/G A G SNV PIK3AP1 PIK3AP1:intronic:NM_152309.2 1 100 intronic NM_152309.2c.989-102T>Cp.? 0.46 Dof, BCAP, and BANK (DBB) motif,rs912483 YES Phosphoinositide 3-kinase adaptor protein 1cytosol,identical protein binding,membrane,phosphatidylinositol 3-kinase regulatory subunit binding,phosphatidylinositol phosphorylation,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,plasma membrane,positive regulation of phosphatidylinositol 3-kinase signaling,positive regulation of protein kinase B signaling,regulation of inflammatory response,toll-like receptor 2 signaling pathway,toll-like receptor 4 signaling pathway,toll-like receptor 7 signaling pathway,toll-like receptor 9 signaling pathwayA=0, G=124 A=0.0, G=1.0 0.00001 2013.68 124 A=0/0, G=62/62

chr10:98989454 G/G A G SNV

ARHGAP19,

ARHGAP19-

SLIT1 ARHGAP19-SLIT1:intronic_nc:NR_037909.1, ARHGAP19:intronic:NM_032900.51

100

intronic NR_037909.1, NM_032900.5c.1395+67T>Cp.? -0.66 RhoGAP domainrs2297987 YES RHO GTPase-activating protein 19GTPase activator activity,cytosol,nucleus,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=17/4

chr10:99003613 C/C A C SNV

ARHGAP19,

ARHGAP19-

SLIT1 ARHGAP19-SLIT1:intronic_nc:NR_037909.1, ARHGAP19:intronic:NM_032900.51

100

intronic NR_037909.1, NM_032900.5c.1185+112T>Gp.? -2.86 RhoGAP domainrs793528 YES RHO GTPase-activating protein 19GTPase activator activity,cytosol,nucleus,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionA=0, C=21 A=0.0, C=1.0 0.00001 281.235 21 A=0/0, C=6/15

chr10:99025611 A/A T A SNV

ARHGAP19,

ARHGAP19-

SLIT1 ARHGAP19-SLIT1:intronic_nc:NR_037909.1, ARHGAP19:intronic:NM_032900.51

100

intronic NR_037909.1, NM_032900.5c.322+6A>Tp.? -0.01 0.03(COSM5927573),0.03(COSM5927574)RhoGAP domainrs10882884 0.4087 YES 7.344E-1 (pos.99025611) basal_cell_carcinomaRHO GTPase-activating protein 19GTPase activator activity,cytosol,nucleus,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionT=0, A=42 T=0.0, A=1.0 0.00001 685.22 42 T=0/0, A=25/17

chr10:99145616 G/A G A SNV RRP12 RRP12:intronic:NM_015179.3 1 45.45 intronic NM_015179.3c.1116+36C>Tp.? -1.05 NUC173 domainrs75905387 0.1022 YES 1.376E-3 (pos.99145616) Ribosomal RNA-processing protein 12, S. cerevisiae, homolog ofRNA binding,integral component of membrane,nuclear membrane,nucleolusG=18, A=15 G=0.5455, A=0.4545 0.00001 143.162 33 G=12/6, A=8/7

chr3:113737568 G/A G A SNV CCDC191 CCDC191:exonic:NM_020817.1 1 50 8 missense NM_020817.1c.1120C>T p.Arg374Trp 2.29 0 101 1 rs17603649 0.0421 YES 3.467E-4 (pos.113737568) G=35, A=35 G=0.5, A=0.5 0.00001 355.317 70 G=14/21, A=13/22

chr14:57938260 C/C T C SNV CCDC198 CCDC198:exonic:NM_018168.3 1 100 6 missense NM_018168.3c.704A>G p.Tyr235Cys -0.13 0.12 194 0.043 Domain of unknown function (DUF4619)rs1152530 0.0012 YES 9.999E-1 (pos.57938260) protein binding T=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=16/15

chr10:99517355 G/G A G SNV ZFYVE27 ZFYVE27:intronic:NM_144588.6 1 100 intronic NM_144588.6c.1090-44A>Gp.? -0.77 FYVE zinc fingerrs3750612 0.2126 YES 4.993E-1 (pos.99517355) Zinc finger FYVE domain-containing protein 27axon,dendrite,endoplasmic reticulum,endoplasmic reticulum tubular network,endoplasmic reticulum tubular network formation,growth cone membrane,integral component of endoplasmic reticulum membrane,metal ion binding,neuron projection development,neurotrophin TRK receptor signaling pathway,positive regulation of axon extension,protein binding,protein localization to plasma membrane,protein self-association,recycling endosome membrane,vesicle-mediated transportCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Spastic Paraplegia, HereditaryA=0, G=45 A=0.0, G=1.0 0.00001 747.392 45 A=0/0, G=30/15

chr10:99682981 C/C T C SNV CRTAC1 CRTAC1:intronic:NM_018058.6 1 100 intronic NM_018058.6c.558+40A>Gp.? -0.88 ASPIC and UnbV,Calcium-binding EGF domain,Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars894375 0.2066 YES 9.268E-1 (pos.99682981) axonal fasciculation,calcium ion binding,extracellular exosome,growth cone,negative regulation of receptor binding,olfactory bulb development,protein binding,proteinaceous extracellular matrixT=0, C=25 T=0.0, C=1.0 0.00001 353.003 25 T=0/0, C=19/6

chr8:27593650 C/C T C SNV CCDC25 CCDC25:utr_3:NM_018246.2 1 100 9 utr_3 NM_018246.2c.710A>G p.? 1.26 Domain of unknown function (DUF814)rs10081527 0.0987 YES extracellular exosome,protein binding T=0, C=81 T=0.0, C=1.0 0.00001 1319.05 81 T=0/0, C=48/33

chr11:100211032 G/G T G SNV CNTN5 CNTN5:intronic:NM_001243270.1 1 100 intronic NM_001243270.1c.2731-163T>Gp.? 0.39 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs12289431 YES Contactin 5 C-terminal protein lipidation,anchored component of membrane,cell adhesion,cytosol,extracellular region,plasma membrane,sensory perception of soundT=0, G=42 T=0.0, G=1.0 0.00001 683.191 42 T=0/0, G=21/21

chr11:100812751 C/C T C SNV ARHGAP42 ARHGAP42:intronic:NM_152432.3 1 100 intronic NM_152432.3c.933+136T>Cp.? 0.15 BAR domain of APPL family,PH domain,RhoGAP domain,SH3 domain,Variant SH3 domainrs693760 YES Rho GTPase-activating protein 42GTPase activator activity,activation of GTPase activity,cellular_component,negative regulation of Rho protein signal transduction,negative regulation of systemic arterial blood pressure,negative regulation of vascular smooth muscle contraction,positive regulation of GTPase activity,signal transductionCardiovascular Diseases;Hypertension;Vascular DiseasesT=0, C=25 T=0.0, C=1.0 0.00001 352.936 25 T=0/0, C=14/11

chr11:100814409 A/A G A SNV ARHGAP42 ARHGAP42:intronic:NM_152432.3 1 100 intronic NM_152432.3c.934-81G>Ap.? -1.38 BAR domain of APPL family,PH domain,RhoGAP domain,SH3 domain,Variant SH3 domainrs619066 YES Rho GTPase-activating protein 42GTPase activator activity,activation of GTPase activity,cellular_component,negative regulation of Rho protein signal transduction,negative regulation of systemic arterial blood pressure,negative regulation of vascular smooth muscle contraction,positive regulation of GTPase activity,signal transductionCardiovascular Diseases;Hypertension;Vascular DiseasesG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=5/15

chr11:100814609 T/T G T SNV ARHGAP42 ARHGAP42:intronic:NM_152432.3 1 100 intronic NM_152432.3c.1043+10G>Tp.? -0.5 BAR domain of APPL family,PH domain,RhoGAP domain,SH3 domain,Variant SH3 domainrs618155 0.1417 YES 9.968E-1 (pos.100814609) Rho GTPase-activating protein 42GTPase activator activity,activation of GTPase activity,cellular_component,negative regulation of Rho protein signal transduction,negative regulation of systemic arterial blood pressure,negative regulation of vascular smooth muscle contraction,positive regulation of GTPase activity,signal transductionCardiovascular Diseases;Hypertension;Vascular DiseasesG=0, T=36 G=0.0, T=1.0 0.00001 563.744 36 G=0/0, T=26/10

chr3:49273996 T/T C T SNV CCDC36 CCDC36:exonic:NM_001135197.1 1 100 3 synonymous NM_001135197.1c.72C>T p.(=) 0.54 Interactor of HORMAD1 protein 1rs12631989,rs7474570020.3844 YES 1.269E-4 (pos.49273984),9.548E-1 (pos.49273996) DNA recombination,condensed nuclear chromosome,meiotic DNA double-strand break formation,oogenesis,protein binding,regulation of homologous chromosome segregation,spermatogenesis,synapsisC=0, T=29 C=0.0, T=1.0 0.00001 427.038 29 C=0/0, T=13/16

chr11:101762478 G/A G A SNV ANGPTL5 ANGPTL5:intronic:NM_178127.4 1 50 intronic NM_178127.4c.848-149C>Tp.? -0.43 Fibrinogen beta and gamma chains, C-terminal globular domainrs11225049 YES Angiopoietin-like 5extracellular region,protein binding G=26, A=26 G=0.5, A=0.5 0.00001 256.25 52 G=11/15, A=7/19

chr12:96284650 A/G A G SNV CCDC38 CCDC38:exonic:NM_182496.2 1 47.62 9 synonymous NM_182496.2c.831T>C p.(=) -2.65 0(COSM6350572)Domain of unknown function (DUF4200)rs6538681 0.2981 YES 7.387E-1 (pos.96284650) carcinoma centrosome,cytoplasm A=33, G=30 A=0.5238, G=0.4762 0.00001 289.406 63 A=18/15, G=20/10



chr3:180334623 T/T C T SNV CCDC39 CCDC39:exonic:NM_181426.1 1 100 17 synonymous NM_181426.1c.2397G>A p.(=) 0.4 rs7612917 0.1954 YES 1.659E-3 (pos.180334623) Coiled-coil domain-containing protein 39axonemal dynein complex assembly,axoneme,cilium movement,cilium-dependent cell motility,cytoplasm,determination of digestive tract left/right asymmetry,determination of liver left/right asymmetry,determination of pancreatic left/right asymmetry,epithelial cilium movement involved in determination of left/right asymmetry,flagellated sperm motility,heart looping,inner dynein arm assembly,lung development,motile cilium assembly,regulation of cilium beat frequencyCiliary Motility Disorders;Otorhinolaryngologic Diseases;Respiratory Tract DiseasesBenign/Likely benignC=0, T=44 C=0.0, T=1.0 0.00001 726.569 44 C=0/0, T=24/20

chr3:180365956 A/A G A SNV CCDC39 CCDC39:exonic:NM_181426.1 1 100 10 synonymous NM_181426.1c.1359C>T p.(=) 0.22 rs6769457 0.2199 YES 4.241E-3;4.104E-4 (pos.180365956) Coiled-coil domain-containing protein 39axonemal dynein complex assembly,axoneme,cilium movement,cilium-dependent cell motility,cytoplasm,determination of digestive tract left/right asymmetry,determination of liver left/right asymmetry,determination of pancreatic left/right asymmetry,epithelial cilium movement involved in determination of left/right asymmetry,flagellated sperm motility,heart looping,inner dynein arm assembly,lung development,motile cilium assembly,regulation of cilium beat frequencyCiliary Motility Disorders;Otorhinolaryngologic Diseases;Respiratory Tract DiseasesBenign G=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=12/8

chr11:102398434 C/T C T SNV MMP7 MMP7:intronic:NM_002423.4 1 46.51 intronic NM_002423.4c.336-31G>Ap.? 0 Matrixin,Putative peptidoglycan binding domainrs17884405 YES Matrix metalloproteinase 7 (matrilysin, uterine)aging,cell surface,cellular response to mechanical stimulus,collagen catabolic process,estrous cycle,extracellular exosome,extracellular matrix disassembly,extracellular region,extracellular space,heparin binding,maternal process involved in female pregnancy,metalloendopeptidase activity,metallopeptidase activity,protein binding,proteinaceous extracellular matrix,proteolysis,response to nutrient levels,serine-type endopeptidase activity,zinc ion bindingAbortion, Spontaneous;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Cardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Hypertension;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Injury;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Autoimmune Disease, Experimental;Nervous System Diseases;Pregnancy Complications;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Stomach Diseases;Stomach Neoplasms;Urogenital Neoplasms;Urologic Diseases;Vascular Diseases(1R)-N,6-DIHYDROXY-7-METHOXY-2-(4-METHOXYPHENYL)SULFONYL-1,2,3,4-TETRAHYDROISOQUINOLINE-1-CARBOXAMIDE,5-METHYL-3-(9-OXO-1,8-DIAZA-TRICYCLO10.6.1.013,18NONADECA-12(19),13,15,17-TETRAEN-10-YLCARBAMOYL)-HEXANOIC ACID,Marimastat,N4-HYDROXY-2-ISOBUTYL-N1-(9-OXO-1,8-DIAZA-TRICYCLO10.6.1.013,18NONADECA-12(19),13,15,17-TETRAEN-10-YL)-SUCCINAMIDEC=23, T=20 C=0.5349, T=0.4651 0.00001 212.325 43 C=10/13, T=14/6

chr11:102398436 C/CT C CT INDEL MMP7 MMP7:intronic:NM_002423.4 1 46.51 intronic NM_002423.4c.336-33G>AGp.? -1.06 Matrixin,Putative peptidoglycan binding domainrs17884615,rs398097780,rs789780420.2204 YES 2.497E-1 (pos.102398436) Matrix metalloproteinase 7 (matrilysin, uterine)aging,cell surface,cellular response to mechanical stimulus,collagen catabolic process,estrous cycle,extracellular exosome,extracellular matrix disassembly,extracellular region,extracellular space,heparin binding,maternal process involved in female pregnancy,metalloendopeptidase activity,metallopeptidase activity,protein binding,proteinaceous extracellular matrix,proteolysis,response to nutrient levels,serine-type endopeptidase activity,zinc ion bindingAbortion, Spontaneous;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Cardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Hypertension;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Injury;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Autoimmune Disease, Experimental;Nervous System Diseases;Pregnancy Complications;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Stomach Diseases;Stomach Neoplasms;Urogenital Neoplasms;Urologic Diseases;Vascular Diseases(1R)-N,6-DIHYDROXY-7-METHOXY-2-(4-METHOXYPHENYL)SULFONYL-1,2,3,4-TETRAHYDROISOQUINOLINE-1-CARBOXAMIDE,5-METHYL-3-(9-OXO-1,8-DIAZA-TRICYCLO10.6.1.013,18NONADECA-12(19),13,15,17-TETRAEN-10-YLCARBAMOYL)-HEXANOIC ACID,Marimastat,N4-HYDROXY-2-ISOBUTYL-N1-(9-OXO-1,8-DIAZA-TRICYCLO10.6.1.013,18NONADECA-12(19),13,15,17-TETRAEN-10-YL)-SUCCINAMIDEC=23, CT=20C=0.5349, CT=0.4651 0.00001 178.559 43 C=10/13, CT=14/6

chr11:102449650 A/A T A SNV MMP20 MMP20:intronic:NM_004771.3 1 100 intronic NM_004771.3c.1351+120A>Tp.? -0.28 Hemopexin,Matrixin,Putative peptidoglycan binding domainrs7934921 YES Matrix metalloproteinase-20 (enamelysin)amelogenesis,collagen catabolic process,extracellular matrix disassembly,extracellular region,extracellular space,metalloendopeptidase activity,protein binding,protein catabolic process,proteinaceous extracellular matrix,proteolysis,regulation of enamel mineralization,serine-type endopeptidase activity,zinc ion bindingAmelogenesis Imperfecta;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dental Enamel Hypoplasia;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesMarimastat,N-ISOBUTYL-N-4-METHOXYPHENYLSULFONYLGLYCYL HYDROXAMIC ACIDT=0, A=340 T=0.0, A=1.0 0.00001 5735.88 340 T=0/0, A=181/159

chr17:78055758 G/G T G SNV CCDC40 CCDC40:exonic:NM_017950.3 1 100 12 synonymous NM_017950.3c.1890T>G p.(=) -2.83 0.04(COSM3755976),0.04(COSM3755977)BRE1 E3 ubiquitin ligasers35578653,rs3867997370.4904 YES 2.769E-1 (pos.78055758) adenocarcinoma,carcinoma,neoplasmCoiled-coil domain-containing protein 40axonemal dynein complex assembly,axoneme,cilium,cilium movement,cytoplasm,determination of digestive tract left/right asymmetry,determination of liver left/right asymmetry,determination of pancreatic left/right asymmetry,epithelial cilium movement,epithelial cilium movement involved in determination of left/right asymmetry,flagellated sperm motility,heart looping,inner dynein arm assembly,lung development,molecular_function,motile cilium assembly,regulation of cilium beat frequencyBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign T=0, G=35 T=0.0, G=1.0 0.00001 543.854 35 T=0/0, G=6/29

chr10:61552692 T/T G T SNV CCDC6 CCDC6:exonic:NM_005436.4 1 100 9 missense NM_005436.4c.1408C>A p.Pro470Thr 8.85 0.02 38 0.998 1(COSM146940)Uncharacterized conserved protein H4 (DUF2046)rs1053266 0.4966 YES 6.035E-1;0.0 (pos.61552692)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,haemangioblastoma,neoplasmCoiled-coil domain-containing 6SH3 domain binding,biological_process,cytoskeleton,cytoskeleton organization,cytosol,protein binding,structural constituent of cytoskeletonCarcinoma;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Thyroid Diseases;Thyroid NeoplasmsG=0, T=43 G=0.0, T=1.0 0.00001 687.008 43 G=0/0, T=19/24

chr10:61552774 T/T C T SNV CCDC6 CCDC6:exonic:NM_005436.4 1 100 9 synonymous NM_005436.4c.1326G>A p.(=) -3.15 0.06(COSM1348403)Uncharacterized conserved protein H4 (DUF2046)rs1053265 0.2308 YES 6.541E-1 (pos.61552774) acute_myeloid_leukaemia,neoplasmCoiled-coil domain-containing 6SH3 domain binding,biological_process,cytoskeleton,cytoskeleton organization,cytosol,protein binding,structural constituent of cytoskeletonCarcinoma;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Thyroid Diseases;Thyroid NeoplasmsC=0, T=45 C=0.0, T=1.0 0.00001 747.36 45 C=0/0, T=18/27

chr11:102647310 G/G T G SNV MMP10 MMP10:intronic:NM_002425.2 1 100 intronic NM_002425.2c.787+33A>Cp.? -0.47 Hemopexin,Matrixin,Putative peptidoglycan binding domainrs470154 0.07 YES 8.926E-1 (pos.102647310) Matrix metalloproteinase 10 (stromelysin 2)collagen catabolic process,extracellular matrix,extracellular matrix disassembly,extracellular region,extracellular space,metalloendopeptidase activity,proteinaceous extracellular matrix,proteolysis,regulation of cell migration,serine-type endopeptidase activity,zinc ion bindingArthritis;Arthritis, Rheumatoid;Asthma;Autoimmune Diseases;Bronchial Diseases;Connective Tissue Diseases;Dermatitis;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Joint Diseases;Lung Diseases;Lung Diseases, Obstructive;Lung Neoplasms;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Respiratory Hypersensitivity;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rheumatic Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Thoracic NeoplasmsMarimastat,N-ISOBUTYL-N-4-METHOXYPHENYLSULFONYLGLYCYL HYDROXAMIC ACIDT=0, G=82 T=0.0, G=1.0 0.00001 1329.64 82 T=0/0, G=25/57

chr11:102647536 C/C T C SNV MMP10 MMP10:intronic:NM_002425.2 1 100 intronic NM_002425.2c.623-29A>Gp.? -0.66 Hemopexin,Matrixin,Putative peptidoglycan binding domainrs2276108 0.1455 YES 8.815E-3 (pos.102647536) Matrix metalloproteinase 10 (stromelysin 2)collagen catabolic process,extracellular matrix,extracellular matrix disassembly,extracellular region,extracellular space,metalloendopeptidase activity,proteinaceous extracellular matrix,proteolysis,regulation of cell migration,serine-type endopeptidase activity,zinc ion bindingArthritis;Arthritis, Rheumatoid;Asthma;Autoimmune Diseases;Bronchial Diseases;Connective Tissue Diseases;Dermatitis;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Joint Diseases;Lung Diseases;Lung Diseases, Obstructive;Lung Neoplasms;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Respiratory Hypersensitivity;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rheumatic Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Thoracic NeoplasmsMarimastat,N-ISOBUTYL-N-4-METHOXYPHENYLSULFONYLGLYCYL HYDROXAMIC ACIDT=0, C=25 T=0.0, C=1.0 0.00001 353.018 25 T=0/0, C=12/13

chr11:102647552 T/T C T SNV MMP10 MMP10:intronic:NM_002425.2 1 100 intronic NM_002425.2c.623-45G>Ap.? -1.41 Hemopexin,Matrixin,Putative peptidoglycan binding domainrs3819099 0.1452 YES 8.845E-3 (pos.102647552) Matrix metalloproteinase 10 (stromelysin 2)collagen catabolic process,extracellular matrix,extracellular matrix disassembly,extracellular region,extracellular space,metalloendopeptidase activity,proteinaceous extracellular matrix,proteolysis,regulation of cell migration,serine-type endopeptidase activity,zinc ion bindingArthritis;Arthritis, Rheumatoid;Asthma;Autoimmune Diseases;Bronchial Diseases;Connective Tissue Diseases;Dermatitis;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Joint Diseases;Lung Diseases;Lung Diseases, Obstructive;Lung Neoplasms;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Respiratory Hypersensitivity;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rheumatic Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Thoracic NeoplasmsMarimastat,N-ISOBUTYL-N-4-METHOXYPHENYLSULFONYLGLYCYL HYDROXAMIC ACIDC=0, T=24 C=0.0, T=1.0 0.00001 334.771 24 C=0/0, T=11/13

chr3:56597954 T/T C T SNV CCDC66 CCDC66:exonic:NM_001141947.2 1 100 4 synonymous NM_001141947.2c.345C>T p.(=) -1.4 0.03(COSM4002769),0.03(COSM4002770)Coiled-coil domain-containing protein 66rs6769055 0.1534 YES 5.516E-1 (pos.56597954) acute_myeloid_leukaemia C=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=10/16

chr11:102711338 T/C T C SNV MMP3 MMP3:intronic:NM_002422.4 1 53.49 intronic NM_002422.4c.626-14A>Gp.? -0.43 Hemopexin,Matrixin,Putative peptidoglycan binding domainrs591058 0.4992 YES 6.689E-1 (pos.102711338) Matrix metalloproteinase 3 (stromelysin 1, progelatinase)cellular response to nitric oxide,collagen catabolic process,endopeptidase activity,extracellular matrix disassembly,extracellular region,extracellular space,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,negative regulation of hydrogen peroxide metabolic process,positive regulation of oxidative stress-induced cell death,positive regulation of protein oligomerization,protein binding,proteinaceous extracellular matrix,proteolysis,serine-type endopeptidase activity,zinc ion bindingArterial Occlusive Diseases;Arteriosclerosis;Arthritis;Arthritis, Experimental;Astrocytoma;Brain Diseases;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Hemorrhage;Cerebrovascular Disorders;Connective Tissue Diseases;Coronary Artery Disease;Coronary Disease;Coronary Restenosis;Coronary Stenosis;Digestive System Diseases;Endocrine System Diseases;Gastrointestinal Diseases;Glioma;Heart Diseases;Hyperalgesia;Immune System Diseases;Intestinal Diseases;Intracranial Hemorrhages;Joint Diseases;Liver Cirrhosis;Liver Diseases;Metabolic Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Processes;Nervous System Diseases;Neuroectodermal Tumors;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Disease(1n)-4-N-Butoxyphenylsulfonyl-(2r)-N-Hydroxycarboxamido-(4s)-Methanesulfonylamino-Pyrrolidine,1-Benzyl-3-(4-Methoxy-Benzenesulfonyl)-6-Oxo-Hexahydro-Pyrimidine-4-Carboxylic Acid Hydroxyamide,1-Methyloxy-4-Sulfone-Benzene,2-(2-{2-(BIPHENYL-4-YLMETHYL)-AMINO-3-MERCAPTO-PENTANOYLAMINO}-ACETYLAMINO)-3-METHYL-BUTYRIC ACID METHYL ESTER,2-(5-MERCAPTO-1,3,4THIADIAZOL-2-YLCARBAMOYL)-1-PHENYL-ETHYL-CARBAMIC ACID BENZYL ESTER,2-3-(5-MERCAPTO-1,3,4THIADIAZOL-2-YL)-UREIDO-N-METHYL-3-PHENYL-PROPIONAMIDE,2-3-(5-MERCAPTO-1,3,4THIADIAZOL-2YL)-UREIDO-N-METHYL-3-PENTAFLUOROPHENYL-PROPIONAMIDE,3-(1h-Indol-3-Yl)-2-4-(4-Phenyl-Piperidin-1-Yl)-Benzenesulfonylamino-Propionic Acid,3-(4'-cyanobiphenyl-4-yl)oxy-N-hydroxypropanamide,3-Methylpyridine,4-(4-PHENYL-PIPERIDIN-1-YL)-BENZENESULFONYLAMINO-ACETIC ACID,5-Methyl-5-(4-Phenoxy-Phenyl)-Pyrimidine-2,4,6-Trione,A Disubstituted Succinyl Caprolactam Hydroxymate Mmp3inhibitor,Hydroxyaminovaline,Marimastat,N-2-METHYL-4-HYDROXYCARBAMOYLBUT-4-YL-N-BENZYL-P-PHENYL-P-METHYLPHOSPHINAMID,N-HydroBenign T=20, C=23 T=0.4651, C=0.5349 0.00001 261.019 43 T=10/10, C=11/12

chr3:56627048 G/G A G SNV CCDC66 CCDC66:exonic:NM_001141947.2 1 100 8 synonymous NM_001141947.2c.987A>G p.(=) 0.57 0.03(COSM4002771),0.03(COSM4002772),0.03(COSM4002773)Coiled-coil domain-containing protein 66rs1388256,rs765062250 0.1029 YES 0.0 (pos.56627047),6.603E-1 (pos.56627048)acute_myeloid_leukaemia,adenocarcinoma A=0, G=41 A=0.0, G=1.0 0.00001 664.7 41 A=0/0, G=19/22

chr3:56628031 A/A G A SNV CCDC66 CCDC66:exonic:NM_001141947.2 1 100 10 missense NM_001141947.2c.1379G>A p.Arg460Gln 4.88 0 43 1 0.93(COSM5002968),0.93(COSM5002969),0.93(COSM5002970)Coiled-coil domain-containing protein 66rs7637449 0.4627 YES 3.826E-2 (pos.56628031) ductal_carcinoma G=0, A=26 G=0.0, A=1.0 0.00001 371.418 26 G=0/0, A=11/15

chr11:103182774 C/A C A SNV DYNC2H1 DYNC2H1:intronic:NM_001080463.1 1 53.49 intronic NM_001080463.1c.11670+12C>Ap.? -1.35 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs79978663 0.1459 YES 2.001E-1;0.0 (pos.103182774) Dynein, cytoplasmic-2, heavy chain-1ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,Golgi apparatus,Golgi organization,apical part of cell,axoneme,ciliary tip,cilium,cilium assembly,coronary vasculature development,cytoplasmic dynein complex,determination of left/right symmetry,dorsal/ventral pattern formation,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,embryonic limb morphogenesis,extracellular exosome,forebrain development,intraciliary retrograde transport,intraciliary transport involved in cilium assembly,microtubule,microtubule motor activity,microtubule-based movement,motile cilium,motor activity,non-motile cilium assembly,plasma membrane,positive regulation of smoothened signaling pathway,protein localization to cilium,protein processing,spinal cord motor neuron differentiationAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Polydactyly;Short Rib-Polydactyly Syndrome;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign C=20, A=23 C=0.4651, A=0.5349 0.00001 261.021 43 C=4/16, A=15/8

chr11:103192039 T/C T C SNV DYNC2H1 DYNC2H1:intronic:NM_001080463.1 1 57.14 intronic NM_001080463.1c.11955+73T>Cp.? -0.59 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs313407 YES Dynein, cytoplasmic-2, heavy chain-1ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,Golgi apparatus,Golgi organization,apical part of cell,axoneme,ciliary tip,cilium,cilium assembly,coronary vasculature development,cytoplasmic dynein complex,determination of left/right symmetry,dorsal/ventral pattern formation,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,embryonic limb morphogenesis,extracellular exosome,forebrain development,intraciliary retrograde transport,intraciliary transport involved in cilium assembly,microtubule,microtubule motor activity,microtubule-based movement,motile cilium,motor activity,non-motile cilium assembly,plasma membrane,positive regulation of smoothened signaling pathway,protein localization to cilium,protein processing,spinal cord motor neuron differentiationAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Polydactyly;Short Rib-Polydactyly Syndrome;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesT=12, C=16 T=0.4286, C=0.5714 0.00001 161.767 28 T=9/3, C=2/14

chr11:104758035 A/A G A SNV CASP12 CASP12:intronic:NM_001191016.2 1 100 intronic NM_001191016.2c.822-7C>T p.? 2.23 Caspase domain,Caspase recruitment domainrs484438 YES 1.0 (pos.104758035) Caspase 12, apoptosis-related cysteine proteaseAIM2 inflammasome complex,IPAF inflammasome complex,NLRP3 inflammasome complex,cysteine-type endopeptidase activity involved in apoptotic process,endoplasmic reticulum,endoplasmic reticulum unfolded protein response,execution phase of apoptosis,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,regulation of apoptotic process,regulation of inflammatory response,self proteolysisAutoimmune Diseases;Brain Diseases;Brain Ischemia;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Endocrine System Diseases;Glucose Metabolism Disorders;Heart Diseases;Immune System Diseases;Metabolic Diseases;Myocardial Ischemia;Myocardial Reperfusion Injury;Nervous System Diseases;Nutritional and Metabolic Diseases;Reperfusion Injury;Vascular DiseasesG=0, A=55 G=0.0, A=1.0 0.00001 814.907 55 G=0/0, A=16/39

chr3:49200627 G/G A G SNV CCDC71 CCDC71:exonic:NM_022903.3 1 100 2 missense NM_022903.3c.1015T>C p.Trp339Arg -0.5 101 0.01(COSM4158136)Coiled-coil domain-containing protein 71Lrs4955418,rs773541022 0.384 YES 0.0 (pos.49200613),9.577E-1;0.0 (pos.49200627)acute_lymphoblastic_leukaemia,neoplasm A=0, G=25 A=0.0, G=1.0 0.00001 357.398 25 A=0/0, G=13/12

chr11:104877803 A/G A G SNV CASP5 CASP5:intronic:NM_001136112.1 1 46.88 intronic NM_001136112.1c.472+7T>Cp.? -1.51 0(COSM3998186),0(COSM3998187)Caspase domain,Caspase recruitment domainrs2282657 0.3355 YES 2.496E-1 (pos.104877803)acute_myeloid_leukaemiaCaspase 5, apoptosis-related cysteine proteaseAIM2 inflammasome complex,IPAF inflammasome complex,NLRP1 inflammasome complex,NLRP3 inflammasome complex,apoptotic process,cellular response to mechanical stimulus,cysteine-type endopeptidase activity,cysteine-type endopeptidase activity involved in apoptotic process,cysteine-type endopeptidase activity involved in execution phase of apoptosis,cysteine-type peptidase activity,ectopic germ cell programmed cell death,execution phase of apoptosis,neuron projection,neuronal cell body,positive regulation of interleukin-1 beta secretion,proteolysis,pyroptosis,regulation of apoptotic process,regulation of inflammatory response,scaffold protein binding,substantia nigra developmentA=32, G=30 A=0.5161, G=0.4839 0.00001 317.421 64 A=14/18, G=3/27

chr3:49200692 A/A T A SNV CCDC71 CCDC71:exonic:NM_022903.3 1 100 2 missense NM_022903.3c.950A>T p.Gln317Leu -2.68 113 0.04(COSM4158137)Coiled-coil domain-containing protein 71Lrs4955419,rs768066353 0.3849 YES 0.0 (pos.49200676),9.549E-1 (pos.49200692)acute_lymphoblastic_leukaemia,neoplasm T=0, A=20 T=0.0, A=1.0 0.00001 263.776 20 T=0/0, A=6/14

chr11:104971210 T/T C T SNV CARD17 CARD17:intronic:NM_001007232.1 1 100 intronic NM_001007232.1c.274+30G>Ap.? 1.08 Caspase recruitment domainrs1792771 0.35 YES 4.078E-1 (pos.104971210) caspase binding,cellular response to lipopolysaccharide,cysteine-type endopeptidase inhibitor activity,cytoplasm,identical protein binding,negative regulation of endopeptidase activity,negative regulation of interleukin-1 beta secretion,protein binding,protein complex,regulation of apoptotic processC=0, T=35 C=0.0, T=1.0 0.00001 543.903 35 C=0/0, T=22/13

chr11:104972190 T/T C T SNV CARD17 CARD17:upstream:NM_001007232.1 1 100 intronic NM_001007232.1c.-49G>A p.? -0.99 rs1792773 0.349 YES 4.065E-1 (pos.104972190) caspase binding,cellular response to lipopolysaccharide,cysteine-type endopeptidase inhibitor activity,cytoplasm,identical protein binding,negative regulation of endopeptidase activity,negative regulation of interleukin-1 beta secretion,protein binding,protein complex,regulation of apoptotic processC=0, T=112 C=0.0, T=1.0 0.00001 1776.42 112 C=0/0, T=64/48

chr11:10526060 T/T C T SNV AMPD3 AMPD3:intronic:NM_000480.2 1 100 intronic NM_000480.2c.2044-36C>Tp.? -0.58 Adenosine/AMP deaminasers7943804 0.1061 YES 8.677E-1 (pos.10526060) Adenosine monophosphate deaminase-3, isoform EADP metabolic process,AMP catabolic process,AMP deaminase activity,ATP metabolic process,GTP metabolic process,IMP salvage,cytosol,energy homeostasis,erythrocyte homeostasis,extracellular region,ficolin-1-rich granule lumen,metal ion binding,neutrophil degranulation,protein binding,purine-containing compound salvage,secretory granule lumenCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Purine-Pyrimidine Metabolism, Inborn ErrorsC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=11/10

chr11:105844923 C/A C A SNV GRIA4 GRIA4:intronic:NM_000829.3 1 50 intronic NM_000829.3c.2410-114C>Ap.? -0.13 Bacterial extracellular solute-binding proteins, family 3,Ligand-gated ion channel,Ligated ion channel L-glutamate- and glycine-binding site,Receptor family ligand binding regionrs509512 YES Glutamate receptor, ionotropic, AMPA 4AMPA glutamate receptor activity,AMPA glutamate receptor complex,cell junction,dendritic spine,endocytic vesicle membrane,excitatory extracellular ligand-gated ion channel activity,excitatory postsynaptic potential,extracellular vesicle,extracellularly glutamate-gated ion channel activity,glutamate receptor signaling pathway,integral component of membrane,ion transmembrane transport,ionotropic glutamate receptor activity,ionotropic glutamate receptor signaling pathway,neuronal cell body,plasma membrane,postsynaptic membrane,transportEye Diseases;Mental Disorders;Myopia;Refractive Errors;Substance-Related DisordersCX717,Ethanol,Glutamic Acid,TalampanelC=11, A=11 C=0.5, A=0.5 0.00001 94.6068 22 C=8/3, A=9/2

chr11:10631247 C/T C T SNV MRVI1 MRVI1:intronic:NM_001098579.2 1 46.88 intronic NM_001098579.2c.1547+28G>Ap.? 0.45 MRVI1 proteinrs3741042,rs908697053 0.4984 YES 7.045E-1 (pos.10631247) Murine retrovirus integration site 1, homolog ofendoplasmic reticulum membrane,integral component of membrane,perinuclear region of cytoplasm,platelet dense tubular network membrane,protein binding,sarcoplasmic reticulumBrain Diseases;Central Nervous System Diseases;Headache Disorders;Headache Disorders, Primary;Migraine Disorders;Nervous System DiseasesC=17, T=15 C=0.5313, T=0.4688 0.00001 148.221 32 C=8/9, T=8/7

chr11:10653426 G/G A G SNV MRVI1 MRVI1:intronic:NM_001098579.2 1 100 intronic NM_001098579.2c.373+112T>Cp.? -0.58 MRVI1 proteinrs10840450 YES Murine retrovirus integration site 1, homolog ofendoplasmic reticulum membrane,integral component of membrane,perinuclear region of cytoplasm,platelet dense tubular network membrane,protein binding,sarcoplasmic reticulumBrain Diseases;Central Nervous System Diseases;Headache Disorders;Headache Disorders, Primary;Migraine Disorders;Nervous System DiseasesA=0, G=37 A=0.0, G=1.0 0.00001 577.768 37 A=0/0, G=22/15

chr2:56411816 CT/CT C CT INDEL

CCDC85A,L

OC1001294

34 LOC100129434:intronic_nc:NR_125368.1, CCDC85A:exonic:NM_001080433.11

100

1 frameshiftInsertion NR_125368.1, NM_001080433.1c.57_58insTp.Pro20fs 0.1 CCDC85 familyrs928493595 C=0, CT=75 C=0.0, CT=1.0 0.00001 825.787 75 C=0/0, CT=58/17

chr11:10715124 C/C T C SNV MRVI1 1 100 intronic 1.6 rs10770136 YES 9.03E-1 (pos.10715124) Murine retrovirus integration site 1, homolog ofBrain Diseases;Central Nervous System Diseases;Headache Disorders;Headache Disorders, Primary;Migraine Disorders;Nervous System DiseasesT=0, C=53 T=0.0, C=1.0 0.00001 782.03 53 T=0/0, C=30/23

chr11:107326340 C/A C A SNV CWF19L2 CWF19L2:intronic:NM_152434.2 1 59.09 intronic NM_152434.2c.216+52G>Tp.? 0.1 Protein similar to CwfJ C-terminus 1,Protein similar to CwfJ C-terminus 2rs618078 YES protein binding C=9, A=13 C=0.4091, A=0.5909 0.00001 122.568 22 C=3/6, A=7/6

chr19:4251069 C/C T C SNV CCDC94 CCDC94:exonic:NM_018074.5 1 100 3 synonymous NM_018074.5c.171T>C p.(=) -0.63 0.12(COSM148458)Family of unknown function (DUF572)rs1045750 0.2858 YES 4.668E-1 (pos.4251069) acute_myeloid_leukaemia,adenocarcinomaprotein binding T=0, C=20 T=0.0, C=1.0 0.00001 263.785 20 T=0/0, C=9/11

chr11:107904646 C/T C T SNV CUL5 CUL5:intronic:NM_003478.4 1 47.62 intronic NM_003478.4c.134+9C>Tp.? 0.13 Cullin family,Cullin protein neddylation domainrs10890800 0.3443 YES 9.015E-1 (pos.107904646) Cullin-5 (vasopressin-activated calcium-mobilizing receptor-1)Cul4-RING E3 ubiquitin ligase complex,Cul5-RING ubiquitin ligase complex,ERBB2 signaling pathway,G1/S transition of mitotic cell cycle,calcium channel activity,calcium ion transmembrane transport,cell cycle arrest,cell proliferation,cellular response to DNA damage stimulus,cytosol,intrinsic apoptotic signaling pathway,negative regulation of cell proliferation,post-translational protein modification,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,receptor activity,ubiquitin protein ligase activity,ubiquitin protein ligase binding,ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activity,viral processBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesC=22, T=20 C=0.5238, T=0.4762 0.00001 212.953 42 C=12/10, T=8/12

chr11:107925729 G/A G A SNV CUL5 CUL5:intronic:NM_003478.4 1 51.85 intronic NM_003478.4c.780+47G>Ap.? -0.21 Cullin family,Cullin protein neddylation domainrs7125285 0.1212 YES 3.366E-2 (pos.107925729) Cullin-5 (vasopressin-activated calcium-mobilizing receptor-1)Cul4-RING E3 ubiquitin ligase complex,Cul5-RING ubiquitin ligase complex,ERBB2 signaling pathway,G1/S transition of mitotic cell cycle,calcium channel activity,calcium ion transmembrane transport,cell cycle arrest,cell proliferation,cellular response to DNA damage stimulus,cytosol,intrinsic apoptotic signaling pathway,negative regulation of cell proliferation,post-translational protein modification,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,receptor activity,ubiquitin protein ligase activity,ubiquitin protein ligase binding,ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activity,viral processBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesG=13, A=14 G=0.4815, A=0.5185 0.00001 132.493 27 G=9/4, A=8/6

chr11:107948858 T/A T A SNV CUL5 CUL5:intronic:NM_003478.4 1 50 intronic NM_003478.4c.1114-45T>Ap.? 0.48 Cullin family,Cullin protein neddylation domainrs10890807 0.4051 YES 4.51E-1 (pos.107948858) Cullin-5 (vasopressin-activated calcium-mobilizing receptor-1)Cul4-RING E3 ubiquitin ligase complex,Cul5-RING ubiquitin ligase complex,ERBB2 signaling pathway,G1/S transition of mitotic cell cycle,calcium channel activity,calcium ion transmembrane transport,cell cycle arrest,cell proliferation,cellular response to DNA damage stimulus,cytosol,intrinsic apoptotic signaling pathway,negative regulation of cell proliferation,post-translational protein modification,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,receptor activity,ubiquitin protein ligase activity,ubiquitin protein ligase binding,ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activity,viral processBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesT=16, A=16 T=0.5, A=0.5 0.00001 158.383 32 T=12/4, A=11/5

chr11:108061379 T/T C T SNV NPAT NPAT:intronic:NM_002519.2 1 100 intronic NM_002519.2c.291-152G>Ap.? -0.11 NPAT C terminusrs659584 Nuclear protein, ataxia-telangiectasia locusCajal body,Gemini of coiled bodies,cytoplasm,negative regulation of nucleic acid-templated transcription,nucleoplasm,nucleus,positive regulation of transcription, DNA-templated,protein C-terminus binding,protein N-terminus binding,protein binding,regulation of gene expression,regulation of transcription involved in G1/S transition of mitotic cell cycle,transcription coactivator activity,transcription corepressor activity,transcription, DNA-templatedC=0, T=21 C=0.0, T=1.0 0.00001 281.231 21 C=0/0, T=4/17

chr6:31111180 C/C T C SNV CCHCR1 CCHCR1:exonic:NM_001105563.1 1 100 16 synonymous NM_001105563.1c.2070A>G p.(=) 0.19 0.06(COSM3761824),0.06(COSM3761825)Alpha helical coiled-coil rod protein (HCR)rs130073 0.2905 YES 7.042E-1 (pos.31111180) adenocarcinoma,neoplasmCoiled-coil alpha-helical rod protein 1cell differentiation,centriole,cytosol,identical protein binding,multicellular organism development,nucleus,protein binding,protein export from nucleusAmphetamine-Related Disorders;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Inflammatory Bowel Diseases;Intestinal Diseases;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Substance-Related Disorders;Urogenital NeoplasmsT=0, C=52 T=0.0, C=1.0 0.00001 770.542 52 T=0/0, C=33/19

chr11:108216401 TA/T TA T INDEL ATM ATM:intronic:NM_000051.3 1 100 intronic NM_000051.3c.8419-69TA>Tp.? -0.44, 2.96 Anaphase-promoting complex subunit 5,FAT domain,FATC domain,Phosphatidylinositol 3- and 4-kinase,Telomere-length maintenance and DNA damage repairAtaxia-telangiectasia mutated (includes complementation groups A, C, D, and E)1-phosphatidylinositol-3-kinase activity,ATP binding,DNA binding,DNA damage checkpoint,DNA damage induced protein phosphorylation,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,DNA double-strand break processing,DNA repair,DNA repair complex,DNA replication,DNA synthesis involved in DNA repair,DNA-dependent protein kinase activity,V(D)J recombination,brain development,cell cycle arrest,cellular response to DNA damage stimulus,cellular response to X-ray,cellular response to gamma radiation,cellular response to nitrosative stress,chromosome, telomeric region,cytoplasmic vesicle,determination of adult lifespan,double-strand break repair via homologous recombination,double-strand break repair via nonhomologous end joining,establishment of RNA localization to telomere,establishment of macromolecular complex localization to telomere,female meiotic nuclear division,heart development,histone mRNA catabolic process,histone phosphorylation,immunoglobulin production,intrinsAdenocarcinoma;Ataxia;Ataxia Telangiectasia;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Hepatocellular;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Cataract;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Endocrine Gland Neoplasms;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Lens Diseases;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Leukemia, Prolymphocytic;Leukemia, Prolymphocytic, TCaffeine TA=0, T=25 TA=0.0, T=1.0 0.00001 206.841 25 TA=0/0, T=10/15

chr11:10822202 A/A G A SNV

EIF4G2,SNO

RD97 SNORD97:downstream:NR_004403.1, EIF4G2:intronic:NM_001418.3 1
100

intronic NM_001418.3, NR_004403.1c.1645-8C>Tp.? 0.02 0.4(COSM4416620)MA3 domain,MIF4G domain,eIF4-gamma/eIF5/eIF2-epsilonrs4910190 0.4336 YES 5.686E-1 (pos.10822202) acute_myeloid_leukaemiaEukaryotic translation initiation factor 4G-like 1RNA binding,axon,cadherin binding,cell cycle arrest,cell death,cell-cell adherens junction,cellular macromolecule biosynthetic process,cytosol,eukaryotic translation initiation factor 4F complex,heart development,membrane,negative regulation of autophagy,positive regulation of axon extension,positive regulation of cell growth,positive regulation of dendritic spine development,positive regulation of translation,protein binding,regulation of translational initiation,translation factor activity, RNA binding,translation initiation factor activity,translational initiationG=0, A=35 G=0.0, A=1.0 0.00001 543.904 35 G=0/0, A=20/15

chr6:31113030 G/G A G SNV CCHCR1 CCHCR1:exonic:NM_001105563.1 1 100 13 synonymous NM_001105563.1c.1681T>C p.(=) 2.02 0.01(COSM4160650),0.01(COSM4160651)Alpha helical coiled-coil rod protein (HCR)rs3132539,rs758053234 0.2006 YES 0.0 (pos.31113029),8.147E-1 (pos.31113030)neoplasm Coiled-coil alpha-helical rod protein 1cell differentiation,centriole,cytosol,identical protein binding,multicellular organism development,nucleus,protein binding,protein export from nucleusAmphetamine-Related Disorders;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Inflammatory Bowel Diseases;Intestinal Diseases;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Substance-Related Disorders;Urogenital NeoplasmsA=0, G=77 A=0.0, G=1.0 0.00001 1229.44 77 A=0/0, G=48/29

chr11:10824540 A/A G A SNV EIF4G2 EIF4G2:intronic:NM_001418.3 1 100 intronic NM_001418.3c.996+37C>Tp.? -1.08 MA3 domain,MIF4G domain,eIF4-gamma/eIF5/eIF2-epsilonrs10743150,rs7702458520.0817 YES 0.0 (pos.10824537),9.927E-1;0.0 (pos.10824540)Eukaryotic translation initiation factor 4G-like 1RNA binding,axon,cadherin binding,cell cycle arrest,cell death,cell-cell adherens junction,cellular macromolecule biosynthetic process,cytosol,eukaryotic translation initiation factor 4F complex,heart development,membrane,negative regulation of autophagy,positive regulation of axon extension,positive regulation of cell growth,positive regulation of dendritic spine development,positive regulation of translation,protein binding,regulation of translational initiation,translation factor activity, RNA binding,translation initiation factor activity,translational initiationG=0, A=27 G=0.0, A=1.0 0.00001 389.988 27 G=0/0, A=11/16

chr11:10824731 T/T C T SNV EIF4G2 EIF4G2:intronic:NM_001418.3 1 100 intronic NM_001418.3c.897+27G>Ap.? -0.51 MA3 domain,MIF4G domain,eIF4-gamma/eIF5/eIF2-epsilonrs2270620 0.4014 YES 5.717E-1;0.0 (pos.10824731) Eukaryotic translation initiation factor 4G-like 1RNA binding,axon,cadherin binding,cell cycle arrest,cell death,cell-cell adherens junction,cellular macromolecule biosynthetic process,cytosol,eukaryotic translation initiation factor 4F complex,heart development,membrane,negative regulation of autophagy,positive regulation of axon extension,positive regulation of cell growth,positive regulation of dendritic spine development,positive regulation of translation,protein binding,regulation of translational initiation,translation factor activity, RNA binding,translation initiation factor activity,translational initiationC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=12/11

chr11:10827418 C/C T C SNV EIF4G2 EIF4G2:intronic:NM_001418.3 1 100 intronic NM_001418.3c.248+36A>Gp.? -1.25 MA3 domain,MIF4G domain,eIF4-gamma/eIF5/eIF2-epsilonrs11042964,rs7691385530.4342 YES 1.156E-4 (pos.10827407),5.699E-1 (pos.10827418)Eukaryotic translation initiation factor 4G-like 1RNA binding,axon,cadherin binding,cell cycle arrest,cell death,cell-cell adherens junction,cellular macromolecule biosynthetic process,cytosol,eukaryotic translation initiation factor 4F complex,heart development,membrane,negative regulation of autophagy,positive regulation of axon extension,positive regulation of cell growth,positive regulation of dendritic spine development,positive regulation of translation,protein binding,regulation of translational initiation,translation factor activity, RNA binding,translation initiation factor activity,translational initiationT=0, C=41 T=0.0, C=1.0 0.00001 660.741 41 T=0/0, C=11/30

chr6:31118565 G/G C G SNV CCHCR1 CCHCR1:exonic:NM_001105563.1 1 100 6 synonymous NM_001105563.1c.930G>C p.(=) -0.63 Alpha helical coiled-coil rod protein (HCR)rs130078 0.2518 YES 7.02E-1 (pos.31118565) Coiled-coil alpha-helical rod protein 1cell differentiation,centriole,cytosol,identical protein binding,multicellular organism development,nucleus,protein binding,protein export from nucleusAmphetamine-Related Disorders;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Inflammatory Bowel Diseases;Intestinal Diseases;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Substance-Related Disorders;Urogenital NeoplasmsC=0, G=33 C=0.0, G=1.0 0.00001 504.597 33 C=0/0, G=19/14

chr9:36169494 A/A G A SNV CCIN CCIN:utr_5:NM_005893.2 1 100 1 utr_5 NM_005893.2c.-6G>A p.? 0.27 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs3739610,rs767219771 0.2992 YES 0.0;0.0 (pos.36169487),3.988E-1 (pos.36169494)Calicin Cul3-RING ubiquitin ligase complex,actin binding,actin cytoskeleton,cell differentiation,cytoskeletal calyx,multicellular organism development,nucleus,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,spermatogenesis,ubiquitin-protein transferase activityG=0, A=28 G=0.0, A=1.0 0.00001 408.704 28 G=0/0, A=12/16

chr9:36169598 C/C T C SNV CCIN CCIN:exonic:NM_005893.2 1 100 1 synonymous NM_005893.2c.99T>C p.(=) -1.05 0.05(COSM6350438)BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs3739609 0.447 YES 4.697E-1 (pos.36169598) carcinoma Calicin Cul3-RING ubiquitin ligase complex,actin binding,actin cytoskeleton,cell differentiation,cytoskeletal calyx,multicellular organism development,nucleus,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,spermatogenesis,ubiquitin-protein transferase activityT=0, C=29 T=0.0, C=1.0 0.00001 427.603 29 T=0/0, C=8/21

chr17:34313674 G/A G A SNV

CCL14,CCL1

5-CCL14 CCL14:exonic:NM_032962.4, CCL15-CCL14:exonic_nc:NR_027921.3 1
45.83

1 synonymous NM_032962.4, NR_027921.3c.12C>T p.(=) 0.69 Small cytokines (intecrine/chemokine), interleukin-8 likers113937434 0.0293 YES 2.752E-2 (pos.34313674) Chemokine, C-C motif, ligand 14CCR chemokine receptor binding,G-protein coupled receptor signaling pathway,cell,cell chemotaxis,cellular calcium ion homeostasis,cellular response to interferon-gamma,cellular response to interleukin-1,cellular response to tumor necrosis factor,chemokine activity,chemokine-mediated signaling pathway,extracellular region,extracellular space,immune response,inflammatory response,lymphocyte chemotaxis,monocyte chemotaxis,neutrophil chemotaxis,positive regulation of ERK1 and ERK2 cascade,positive regulation of GTPase activity,positive regulation of cell proliferation,regulation of receptor activityG=39, A=33 G=0.5417, A=0.4583 0.00001 323.033 72 G=20/19, A=15/18

chr11:1103991 G/C G C SNV MUC2 MUC2:intronic:NM_002457.4 1 56 intronic NM_002457.4c.8235-53G>Cp.? -1.48 C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs41437546 YES Mucin 2, intestinal/trachealAdenocarcinoma;Adenoma;Carcinoma;Colitis;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Diseases, Interstitial;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Rectal Diseases;Rectal Neoplasms;Respiratory Tract DiseasesPranlukast G=11, C=14 G=0.44, C=0.56 0.00001 134.313 25 G=7/4, C=11/3

chr11:110453250 C/G C G SNV ARHGAP20 ARHGAP20:intronic:NM_020809.3 1 57.58 intronic NM_020809.3c.1606-91G>Cp.? -0.89 Ras association (RalGDS/AF-6) domain,RhoGAP domainrs4142632 YES GTPase activator activity,cytosol,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesC=14, G=19 C=0.4242, G=0.5758 0.00001 193.573 33 C=5/9, G=7/12

chr11:111228050 T/T C T SNV POU2AF1 POU2AF1:intronic:NM_006235.2 1 100 intronic NM_006235.2c.456+120G>Ap.? -0.8 POU domain, class 2, associating factor 1rs1815950 YES POU domain, class 2, associating factor 1RNA polymerase II core promoter sequence-specific DNA binding,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription factor complex,humoral immune response,positive regulation of transcription from RNA polymerase II promoter,protein binding,transcription coactivator activity,transcription cofactor activity,transcription from RNA polymerase II promoterBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Digestive System Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver DiseasesC=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=18/10

chr17:34328461 A/G A G SNV

CCL15,CCL1

5-CCL14 CCL15-CCL14:exonic_nc:NR_027921.3, CCL15:exonic:NM_032965.5 1
51.85

1 missense NR_027921.3, NM_032965.5c.71T>C p.Ile24Thr -3.3 1 89 0 Small cytokines (intecrine/chemokine), interleukin-8 likers854625 0.0398 YES 6.657E-1;0.0 (pos.34328461) Chemokine, C-C motif, ligand 15CCR chemokine receptor binding,G-protein coupled receptor signaling pathway,cell,cell chemotaxis,cell-cell signaling,cellular calcium ion homeostasis,cellular response to interferon-gamma,cellular response to interleukin-1,cellular response to tumor necrosis factor,chemoattractant activity,chemokine activity,chemokine-mediated signaling pathway,chemotaxis,extracellular space,heparin binding,immune response,inflammatory response,lymphocyte chemotaxis,monocyte chemotaxis,neutrophil chemotaxis,positive chemotaxis,positive regulation of ERK1 and ERK2 cascade,positive regulation of GTPase activity,receptor binding,regulation of receptor activity,signal transductionA=13, G=14 A=0.4815, G=0.5185 0.00001 132.607 27 A=9/4, G=9/5

chr11:111889635 G/G C G SNV DIXDC1 DIXDC1:intronic:NM_033425.4 1 100 intronic NM_033425.4c.1338-45C>Gp.? -0.67 DIX domain rs650461 0.3596 YES 5.839E-1 (pos.111889635) DIX domain-containing protein 1Wnt signaling pathway,actin binding,canonical Wnt signaling pathway,cell cycle,cerebral cortex radially oriented cell migration,cytosol,focal adhesion,forebrain ventricular zone progenitor cell division,gamma-tubulin binding,negative regulation of neuron differentiation,positive regulation of canonical Wnt signaling pathway,protein binding,protein domain specific binding,regulation of actin cytoskeleton organization,regulation of microtubule cytoskeleton organizationC=0, G=34 C=0.0, G=1.0 0.00001 524.183 34 C=0/0, G=18/16

chr11:111889654 T/T C T SNV DIXDC1 DIXDC1:intronic:NM_033425.4 1 100 intronic NM_033425.4c.1338-26C>Tp.? -2.52 DIX domain rs476581 0.2694 YES 8.198E-1 (pos.111889654) DIX domain-containing protein 1Wnt signaling pathway,actin binding,canonical Wnt signaling pathway,cell cycle,cerebral cortex radially oriented cell migration,cytosol,focal adhesion,forebrain ventricular zone progenitor cell division,gamma-tubulin binding,negative regulation of neuron differentiation,positive regulation of canonical Wnt signaling pathway,protein binding,protein domain specific binding,regulation of actin cytoskeleton organization,regulation of microtubule cytoskeleton organizationC=0, T=34 C=0.0, T=1.0 0.00001 524.185 34 C=0/0, T=18/16

chr11:111909819 A/A C A SNV DLAT DLAT:intronic:NM_001931.4 1 100 intronic NM_001931.4c.976-149C>Ap.? 0.97 2-oxoacid dehydrogenases acyltransferase (catalytic domain),Biotin-requiring enzyme,e3 binding domainrs6589260 YES Dihydrolipoamide S-acetyltransferaseacetyl-CoA biosynthetic process from pyruvate,cellular nitrogen compound metabolic process,dihydrolipoyllysine-residue acetyltransferase activity,glucose metabolic process,identical protein binding,mitochondrial matrix,mitochondrial pyruvate dehydrogenase complex,mitochondrion,myelin sheath,protein binding,pyruvate dehydrogenase (NAD+) activity,pyruvate dehydrogenase complex,pyruvate metabolic process,regulation of acetyl-CoA biosynthetic process from pyruvate,sleep,tricarboxylic acid cycleAcid-Base Imbalance;Acidosis;Acidosis, Lactic;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Mental Retardation, X-Linked;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Myocardial Ischemia;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Nutritional and Metabolic Diseases;Pyruvate Dehydrogenase Complex Deficiency Disease;Pyruvate Metabolism, Inborn Errors;Vascular DiseasesDihydrolipoic Acid,NADH,RadicicolC=0, A=35 C=0.0, A=1.0 0.00001 543.903 35 C=0/0, A=30/5

chr11:111916001 A/A AG A INDEL DLAT DLAT:intronic:NM_001931.4 1 100 intronic NM_001931.4c.1290+47AG>Ap.? 0.29, 0.52 2-oxoacid dehydrogenases acyltransferase (catalytic domain),Biotin-requiring enzyme,e3 binding domainrs11335731,rs373885044,rs782812914YES 0.0 (pos.111916002),1.0 (pos.111916001)Dihydrolipoamide S-acetyltransferaseacetyl-CoA biosynthetic process from pyruvate,cellular nitrogen compound metabolic process,dihydrolipoyllysine-residue acetyltransferase activity,glucose metabolic process,identical protein binding,mitochondrial matrix,mitochondrial pyruvate dehydrogenase complex,mitochondrion,myelin sheath,protein binding,pyruvate dehydrogenase (NAD+) activity,pyruvate dehydrogenase complex,pyruvate metabolic process,regulation of acetyl-CoA biosynthetic process from pyruvate,sleep,tricarboxylic acid cycleAcid-Base Imbalance;Acidosis;Acidosis, Lactic;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Mental Retardation, X-Linked;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Myocardial Ischemia;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Nutritional and Metabolic Diseases;Pyruvate Dehydrogenase Complex Deficiency Disease;Pyruvate Metabolism, Inborn Errors;Vascular DiseasesDihydrolipoic Acid,NADH,RadicicolAG=0, A=59 AG=0.0, A=1.0 0.00001 808.404 59 AG=0/0, A=27/32

chr11:111933088 G/G A G SNV DLAT DLAT:intronic:NM_001931.4 1 100 intronic NM_001931.4c.1815-42A>Gp.? -0.33 2-oxoacid dehydrogenases acyltransferase (catalytic domain),Biotin-requiring enzyme,e3 binding domainrs10891315 0.3529 YES 5.843E-1 (pos.111933088) Dihydrolipoamide S-acetyltransferaseacetyl-CoA biosynthetic process from pyruvate,cellular nitrogen compound metabolic process,dihydrolipoyllysine-residue acetyltransferase activity,glucose metabolic process,identical protein binding,mitochondrial matrix,mitochondrial pyruvate dehydrogenase complex,mitochondrion,myelin sheath,protein binding,pyruvate dehydrogenase (NAD+) activity,pyruvate dehydrogenase complex,pyruvate metabolic process,regulation of acetyl-CoA biosynthetic process from pyruvate,sleep,tricarboxylic acid cycleAcid-Base Imbalance;Acidosis;Acidosis, Lactic;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Mental Retardation, X-Linked;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Myocardial Ischemia;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Nutritional and Metabolic Diseases;Pyruvate Dehydrogenase Complex Deficiency Disease;Pyruvate Metabolism, Inborn Errors;Vascular DiseasesDihydrolipoic Acid,NADH,RadicicolA=0, G=45 A=0.0, G=1.0 0.00001 751.808 45 A=0/0, G=15/30

chr11:112064431 C/C T C SNV BCO2 BCO2:intronic:NM_031938.5 1 100 intronic NM_031938.5c.517+11T>Cp.? 0.19 Retinal pigment epithelial membrane proteinrs7105056 0.0172 YES 9.994E-1 (pos.112064431) Beta-carotene dioxygenase 2 T=0, C=60 T=0.0, C=1.0 0.00001 903.519 60 T=0/0, C=35/25

chr17:34398495 C/T C T SNV CCL18 CCL18:utr_3:NM_002988.3 1 50 3 utr_3 NM_002988.3c.364C>T p.? -0.52 Small cytokines (intecrine/chemokine), interleukin-8 likers14304 YES Chemokine, C-C motif, ligand 18CCR chemokine receptor binding,G-protein coupled receptor signaling pathway,cell communication,cell-cell signaling,cellular response to interferon-gamma,cellular response to interleukin-1,cellular response to tumor necrosis factor,chemokine activity,chemokine-mediated signaling pathway,chemotaxis,extracellular space,immune response,inflammatory response,lymphocyte chemotaxis,monocyte chemotaxis,neutrophil chemotaxis,positive regulation of ERK1 and ERK2 cascade,positive regulation of GTPase activity,protein binding,regulation of receptor activity,response to biotic stimulus,signal transductionCarcinogenesis;Cell Transformation, Neoplastic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Neoplastic Processes;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsC=17, T=17 C=0.5, T=0.5 0.00001 172.019 34 C=4/13, T=1/16

chr4:122741807 C/T C T SNV CCNA2 CCNA2:exonic:NM_001237.4 1 46.43 4 synonymous NM_001237.4c.684G>A p.(=) 1.24 0.75(COSM5654011)Cyclin, C-terminal domain,Cyclin, N-terminal domain,N-terminal region of cyclin_Nrs769243 0.0227 YES 2.832E-2 (pos.122741807)diffuse_large_B_cell_lymphomaG2/M transition of mitotic cell cycle,Ras protein signal transduction,animal organ regeneration,cell cycle G1/S phase transition,cell division,cellular response to cocaine,cellular response to estradiol stimulus,cellular response to hypoxia,cellular response to insulin-like growth factor stimulus,cellular response to leptin stimulus,cellular response to luteinizing hormone stimulus,cellular response to nitric oxide,cellular response to platelet-derived growth factor stimulus,cochlea development,cyclin A2-CDK2 complex,cyclin-dependent protein kinase activity,cyclin-dependent protein kinase holoenzyme complex,cytoplasm,cytosol,female pronucleus,histone phosphorylation,male pronucleus,nucleoplasm,nucleus,positive regulation of fibroblast proliferation,positive regulation of transcription, DNA-templated,protein binding,protein deubiquitination,protein domain specific binding,protein kinase binding,regulation of cell cycle,response to glucagon,viral processIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases(2R)-2-({9-(1-methylethyl)-6-(4-pyridin-2-ylbenzyl)amino-9H-purin-2-yl}amino)butan-1-ol,(2R)-2-{4-(benzylamino)-8-(1-methylethyl)pyrazolo1,5-a1,3,5triazin-2-ylamino}butan-1-ol,(2S)-N-(3Z)-5-CYCLOPROPYL-3H-PYRAZOL-3-YLIDENE-2-4-(2-OXOIMIDAZOLIDIN-1-YL)PHENYLPROPANAMIDE,1-(3,5-DICHLOROPHENYL)-5-METHYL-1H-1,2,4-TRIAZOLE-3-CARBOXYLIC ACID,1-4-(AMINOSULFONYL)PHENYL-1,6-DIHYDROPYRAZOLO3,4-EINDAZOLE-3-CARBOXAMIDE,1-methyl-8-(phenylamino)-4,5-dihydro-1H-pyrazolo4,3-hquinazoline-3-carboxylic acid,2-ANILINO-6-CYCLOHEXYLMETHOXYPURINE,3-(6-CYCLOHEXYLMETHOXY-9H-PURIN-2-YLAMINO)-BENZENESULFONAMIDE,3-({2-(4-{6-(CYCLOHEXYLMETHOXY)-9H-PURIN-2-YLAMINO}PHENYL)SULFONYLETHYL}AMINO)PROPAN-1-OL,4-(2,4-Dimethyl-Thiazol-5-Yl)-Pyrimidin-2-Yl-(4-Trifluoromethyl-Phenyl)-Amine,4-(2,4-Dimethyl-Thiazol-5-Yl)-Pyrimidin-2-Ylamine,4-(2-Amino-4-Methyl-Thiazol-5-Yl)-Pyrimidin-2-Yl-(3-Nitro-Phenyl)-Amine,4-(4-methoxy-1H-pyrrolo2,3-bpyridin-3-yl)pyrimidin-2-amine,4-(4-propoxy-1H-pyrrolo2,3-bpyridin-3-yl)pyrimidin-2-amine,4-(6-CYCLOHEXYLMETHOXY-9HC=13, T=13 C=0.5, T=0.5 0.00001 146.553 28 C=10/3, T=4/9

chr11:11348794 C/T C T SNV GALNT18 GALNT18:intronic:NM_198516.2 1 57.45 intronic NM_198516.2c.1417-66G>Ap.? -0.3 Glycosyl transferase family 2,Ricin-type beta-trefoil lectin domainrs75793419 YES UPD-N-acetyl-alpha-D-galactosamine:polypeptide N-acetylgalactosaminyltransferase 18Golgi membrane,carbohydrate binding,cellular_component,integral component of membrane,metal ion binding,polypeptide N-acetylgalactosaminyltransferase activity,protein O-linked glycosylationC=60, T=81 C=0.4255, T=0.5745 0.00001 956.102 141 C=14/46, T=28/53

chr11:113618470 A/A T A SNV ZW10 ZW10:intronic:NM_004724.3 1 100 intronic NM_004724.3c.1090-35A>Tp.? -0.26 Centromere/kinetochore Zw10rs2459977 0.0431 YES 9.574E-1 (pos.113618470) Zeste-white 10, Drosophila, homolog ofDsl1/NZR complex,ER to Golgi vesicle-mediated transport,Golgi organization,RZZ complex,cell division,centromeric DNA binding,chromosome, centromeric region,condensed chromosome kinetochore,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,establishment of mitotic spindle orientation,kinetochore,kinetochore microtubule,meiotic cell cycle,membrane,mitotic cell cycle,mitotic cell cycle checkpoint,mitotic metaphase plate congression,mitotic sister chromatid segregation,mitotic spindle assembly checkpoint,nucleus,protein binding,protein complex assembly,protein localization to kinetochore,protein transport,regulation of exit from mitosis,retrograde vesicle-mediated transport, Golgi to ER,sister chromatid cohesion,spindle poleNeoplasms;Neoplasms by Histologic Type;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Osteosarcoma;SarcomaT=0, A=29 T=0.0, A=1.0 0.00001 402.887 29 T=0/0, A=17/12

chr11:113618968 C/C G C SNV ZW10 ZW10:intronic:NM_004724.3 1 100 intronic NM_004724.3c.1089+11C>Gp.? 1.29 Centromere/kinetochore Zw10rs2513584 0 1.0;0.0 (pos.113618968) Zeste-white 10, Drosophila, homolog ofDsl1/NZR complex,ER to Golgi vesicle-mediated transport,Golgi organization,RZZ complex,cell division,centromeric DNA binding,chromosome, centromeric region,condensed chromosome kinetochore,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,establishment of mitotic spindle orientation,kinetochore,kinetochore microtubule,meiotic cell cycle,membrane,mitotic cell cycle,mitotic cell cycle checkpoint,mitotic metaphase plate congression,mitotic sister chromatid segregation,mitotic spindle assembly checkpoint,nucleus,protein binding,protein complex assembly,protein localization to kinetochore,protein transport,regulation of exit from mitosis,retrograde vesicle-mediated transport, Golgi to ER,sister chromatid cohesion,spindle poleNeoplasms;Neoplasms by Histologic Type;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Osteosarcoma;SarcomaG=0, C=51 G=0.0, C=1.0 0.00001 754.582 51 G=0/0, C=46/5

chr12:4388084 C/G C G SNV CCND2 CCND2:exonic:NM_001759.3 1 47.37 3 synonymous NM_001759.3c.570C>G p.(=) -0.1 0.59(COSM5019156)Cyclin, C-terminal domain,Cyclin, N-terminal domainrs3217805 0.3928 YES 8.397E-2;0.0;0.0 (pos.4388084)haemangioblastomaCyclin D2 adult locomotory behavior,cell cycle,cell division,cellular response to X-ray,chromatin,cyclin D2-CDK4 complex,cyclin-dependent protein kinase holoenzyme complex,cytosol,long-term memory,negative regulation of apoptotic process,nuclear membrane,nucleolus,nucleoplasm,nucleus,positive regulation of G1/S transition of mitotic cell cycle,positive regulation of cell proliferation,positive regulation of cyclin-dependent protein serine/threonine kinase activity,positive regulation of protein phosphorylation,protein binding,protein kinase bindingAdnexal Diseases;Brain Diseases;Cardiomegaly;Cardiovascular Diseases;Central Nervous System Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Glucose Metabolism Disorders;Gonadal Disorders;Heart Diseases;Hydrocephalus;Intestinal Diseases;Intestinal Neoplasms;Limb Deformities, Congenital;Male Urogenital Diseases;Malformations of Cortical Development;Metabolic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Nutritional Benign C=20, G=18 C=0.5263, G=0.4737 0.00001 184.235 38 C=3/17, G=6/12

chr2:135711516 T/T C T SNV CCNT2 CCNT2:exonic:NM_058241.2 1 100 9 synonymous NM_058241.2c.1491C>T p.(=) 0.11 Cyclin, N-terminal domainrs3814355 0.47 YES 8.755E-1 (pos.135711516) Cyclin T2 7SK snRNA binding,RNA polymerase binding,cell cycle,cell division,chromatin binding,cyclin-dependent protein serine/threonine kinase regulator activity,cyclin/CDK positive transcription elongation factor complex,cytosol,early viral transcription,late viral transcription,nucleoplasm,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulation of cyclin-dependent protein serine/threonine kinase activity,positive regulation of phosphorylation of RNA polymerase II C-terminal domain,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of cyclin-dependent protein serine/threonine kinase activity,regulation of muscle cell differentiation,skeletal muscle tissue development,snRNA transcription from RNA polymerase II promoter,transcription coactivator binding,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription, C=0, T=116 C=0.0, T=1.0 0.00001 1858.41 116 C=0/0, T=72/44

chr16:19547747 G/G C G SNV CCP110 CCP110:exonic:NM_001199022.2 1 100 4 missense NM_001199022.2c.756C>G p.Ile252Met -1.05 0.34 10 0.008 0.02(COSM148034)Calcium-dependent calmodulin bindingrs226891 0.0828 YES 7.864E-1 (pos.19547747) adenocarcinoma,carcinomaCentrosomal coiled-coil protein, 110kDG2/M transition of mitotic cell cycle,centriole,centriole replication,centrosome,centrosome duplication,ciliary basal body organization,ciliary basal body-plasma membrane docking,cilium,cytosol,negative regulation of cilium assembly,positive regulation of cilium assembly,protein binding,protein complex,protein deubiquitination,regulation of G2/M transition of mitotic cell cycle,regulation of cytokinesisBenign C=0, G=65 C=0.0, G=1.0 0.00001 996.463 65 C=0/0, G=18/47

chr4:91229430 T/G T G SNV CCSER1 CCSER1:utr_5:NM_001145065.1 1 57.89 2 utr_5 NM_001145065.1c.-6T>G p.? 2.27 rs28592243 0.0066 YES 4.061E-2 (pos.91229430) Cocaine-Related Disorders;Mental Disorders;Substance-Related DisordersT=16, G=22 T=0.4211, G=0.5789 0.00001 249.054 38 T=11/5, G=16/6

chr5:10256161 T/C T C SNV CCT5 CCT5:exonic:NM_012073.4 1 51.85 4 synonymous NM_012073.4c.426T>C p.(=) 0.02 0.44(COSM5513979)TCP-1/cpn60 chaperonin familyrs1042392 0.1376 YES 8.777E-1;0.0 (pos.10256161)carcinoma chaperonin containing TCP1, subunit 5 (epsilon)'de novo' protein folding,ATP binding,G-protein beta-subunit binding,beta-tubulin binding,binding of sperm to zona pellucida,cell body,centrosome,chaperone-mediated protein folding,chaperonin-containing T-complex,cytosol,extracellular exosome,mRNA 3'-UTR binding,mRNA 5'-UTR binding,microtubule,myelin sheath,nucleolus,positive regulation of establishment of protein localization to telomere,positive regulation of protein localization to Cajal body,positive regulation of telomerase RNA localization to Cajal body,positive regulation of telomere maintenance via telomerase,protein binding,protein binding involved in protein folding,protein folding,protein stabilization,response to virus,toxin transport,unfolded protein binding,zona pellucida receptor complexAutoimmune Diseases;Breast Diseases;Breast Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;HIV Infections;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Immunologic Deficiency Syndromes;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nephritis;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Skin Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesBenign T=13, C=14 T=0.4815, C=0.5185 0.00001 132.665 27 T=5/8, C=9/5

chr6:74493432 C/C A C SNV CD109 CD109:exonic:NM_133493.4 1 100 19 missense NM_133493.4c.2108A>C p.Tyr703Ser 0.73 1 144 0 0.12(COSM5001942)A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domainrs10455097 0.489 YES 5.183E-1 (pos.74493432) ductal_carcinomaCD109 antigenC-terminal protein lipidation,anchored component of membrane,cell surface,extracellular region,extracellular space,hair follicle development,negative regulation of endopeptidase activity,negative regulation of keratinocyte proliferation,negative regulation of protein phosphorylation,negative regulation of transforming growth factor beta receptor signaling pathway,negative regulation of wound healing,osteoclast fusion,plasma membrane,platelet alpha granule membrane,platelet degranulation,regulation of keratinocyte differentiation,serine-type endopeptidase inhibitor activity,transforming growth factor beta bindingBreast Diseases;Breast Neoplasms;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Diseases;Skin and Connective Tissue DiseasesA=0, C=44 A=0.0, C=1.0 0.00001 726.561 44 A=0/0, C=18/26

chr11:116732512 T/T G T SNV SIK3 SIK3:intronic:NM_025164.4 1 100 intronic NM_025164.4c.2171+45C>Ap.? -0.7 Kinase-like,Protein kinase domain,Protein tyrosine kinasers2075292 0.1169 YES 4.957E-1 (pos.116732512) Salt-inducible kinase 3ATP binding,cytoplasm,magnesium ion binding,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activityG=0, T=22 G=0.0, T=1.0 0.00001 298.826 22 G=0/0, T=8/14

chr11:117059552 A/A G A SNV SIDT2 SIDT2:intronic:NM_001040455.1 1 100 intronic NM_001040455.1c.1278+10G>Ap.? -3.54 0.04(COSM4418289),0.04(COSM4418290)dsRNA-gated channel SID-1rs474339 0.2421 YES 3.588E-1;0.0 (pos.117059552)acute_myeloid_leukaemiaSID1 transmembrane family, member 2AP-1 adaptor complex binding,AP-2 adaptor complex binding,DNA binding,RNA catabolic process,RNA transmembrane transporter activity,RNA transport,cell morphogenesis,double-stranded RNA binding,dsRNA transport,glucose homeostasis,integral component of membrane,lysosomal membrane,lysosome,nucleic acid transmembrane transporter activity,plasma membrane,regulation of insulin secretion involved in cellular response to glucose stimulus,response to glucose,type B pancreatic cell development,type B pancreatic cell proliferationG=0, A=48 G=0.0, A=1.0 0.00001 810.421 48 G=0/0, A=21/27

chr6:74497009 G/G A G SNV CD109 CD109:exonic:NM_133493.4 1 100 21 missense NM_133493.4c.2390A>G p.Asn797Ser 1.82 0.65 46 0.004 0.92(COSM1445877)A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domainrs2351528 0.3555 YES 3.949E-1 (pos.74497009) acute_myeloid_leukaemia,adenocarcinoma,carcinomaCD109 antigenC-terminal protein lipidation,anchored component of membrane,cell surface,extracellular region,extracellular space,hair follicle development,negative regulation of endopeptidase activity,negative regulation of keratinocyte proliferation,negative regulation of protein phosphorylation,negative regulation of transforming growth factor beta receptor signaling pathway,negative regulation of wound healing,osteoclast fusion,plasma membrane,platelet alpha granule membrane,platelet degranulation,regulation of keratinocyte differentiation,serine-type endopeptidase inhibitor activity,transforming growth factor beta bindingBreast Diseases;Breast Neoplasms;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=20 A=0.0, G=1.0 0.00001 263.333 20 A=0/0, G=12/8

chr11:117332352 G/G A G SNV DSCAML1 DSCAML1:intronic:NM_020693.3 1 100 intronic NM_020693.3c.3446-40T>Cp.? 0.16 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs588048 5.00E-04 9.669E-1 (pos.117332352) Down syndrome cell adhesion molecule-like 1axonogenesis,brain development,cell adhesion,cell fate determination,cell junction,cell surface,central nervous system development,dorsal/ventral pattern formation,embryonic skeletal system morphogenesis,extracellular space,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membrane,protein homodimerization activity,synapseA=0, G=42 A=0.0, G=1.0 0.00001 685.218 42 A=0/0, G=9/33

chr11:117342462 C/C T C SNV DSCAML1 DSCAML1:intronic:NM_020693.3 1 100 intronic NM_020693.3c.3133+122A>Gp.? 0.08 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs540659 YES Down syndrome cell adhesion molecule-like 1axonogenesis,brain development,cell adhesion,cell fate determination,cell junction,cell surface,central nervous system development,dorsal/ventral pattern formation,embryonic skeletal system morphogenesis,extracellular space,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membrane,protein homodimerization activity,synapseT=0, C=24 T=0.0, C=1.0 0.00001 322.643 24 T=0/0, C=18/6

chr11:117774146 C/G C G SNV TMPRSS13 TMPRSS13:intronic:NM_001077263.2 1 57.14 intronic NM_001077263.2c.1677+224G>Cp.? -0.04 Domain of unknown function (DUF1986),Scavenger receptor cysteine-rich domain,Trypsinrs2186627 YES 1.833E-1 (pos.117774146) Transmembrane protein, serine 13 C=21, G=28 C=0.4286, G=0.5714 0.00001 342.312 49 C=4/17, G=20/8

chr12:7649653 C/C T C SNV CD163 CD163:exonic:NM_004244.5 1 100 5 synonymous NM_004244.5c.855A>G p.(=) -1.41 0.18(COSM5653040),0.18(COSM5653041)Scavenger receptor cysteine-rich domainrs4883264 0.2387 YES 3.816E-1 (pos.7649653) diffuse_large_B_cell_lymphomaCD163 antigen (hemoglobin scavenger receptor)acute-phase response,endocytic vesicle membrane,external side of plasma membrane,extracellular region,integral component of membrane,integral component of plasma membrane,membrane,plasma membrane,protein binding,receptor-mediated endocytosis,scavenger receptor activityAbortion, Spontaneous;Autoimmune Diseases;Brain Diseases;Cardiovascular Diseases;Carotid Artery Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nervous System Diseases;Pregnancy Complications;Urologic Diseases;Vascular DiseasesWF10 T=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=24/4

chr11:117965595 T/T C T SNV TMPRSS4 TMPRSS4:intronic:NM_019894.3 1 100 intronic NM_019894.3c.43+25C>Tp.? -0.21 Domain of unknown function (DUF1986),Scavenger receptor cysteine-rich domain,Trypsin,Trypsin-like peptidase domainrs2276123 0.3444 YES 3.239E-1 (pos.117965595) Transmembrane protease, serine 4integral component of membrane,membrane,protein binding,proteolysis,receptor-mediated endocytosis,scavenger receptor activity,serine-type endopeptidase activityC=0, T=43 C=0.0, T=1.0 0.00001 705.84 43 C=0/0, T=22/21

chr11:117965646 A/A G A SNV TMPRSS4 TMPRSS4:intronic:NM_019894.3 1 100 intronic NM_019894.3c.43+76G>Ap.? -0.15 Domain of unknown function (DUF1986),Scavenger receptor cysteine-rich domain,Trypsin,Trypsin-like peptidase domainrs2276125 0.3385 YES Transmembrane protease, serine 4integral component of membrane,membrane,protein binding,proteolysis,receptor-mediated endocytosis,scavenger receptor activity,serine-type endopeptidase activityG=0, A=42 G=0.0, A=1.0 0.00001 685.174 42 G=0/0, A=21/21

chr11:118067426 A/G A G SNV JAML JAML:intronic:NM_001098526.1 1 57.14 intronic NM_001098526.1c.1092+24T>Cp.? -0.29 Immunoglobulin V-set domainrs648947 0.411 YES 5.743E-1 (pos.118067426) Adhesion molecule, interacts with CXADR antigen 1bicellular tight junction,cell adhesion molecule binding,gamma-delta T cell activation,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,integral component of membrane,integrin binding,leukocyte migration,monocyte extravasation,neutrophil chemotaxis,neutrophil extravasation,plasma membrane,positive regulation of epithelial cell proliferation involved in wound healing,protein homodimerization activity,regulation of immune responseA=15, G=20 A=0.4286, G=0.5714 0.00001 218.716 35 A=10/5, G=13/7

chr11:118083664 G/G A G SNV JAML JAML:intronic:NM_001098526.1 1 100 intronic NM_001098526.1c.44-388T>Cp.? -0.62 Immunoglobulin V-set domainrs1715429 0.2416 YES 6.96E-1 (pos.118083664) Adhesion molecule, interacts with CXADR antigen 1bicellular tight junction,cell adhesion molecule binding,gamma-delta T cell activation,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,integral component of membrane,integrin binding,leukocyte migration,monocyte extravasation,neutrophil chemotaxis,neutrophil extravasation,plasma membrane,positive regulation of epithelial cell proliferation involved in wound healing,protein homodimerization activity,regulation of immune responseA=0, G=22 A=0.0, G=1.0 0.00001 298.697 22 A=0/0, G=12/10

chr11:118100699 CAT/C CAT C INDEL MPZL3 MPZL3:intronic:NM_198275.2 2 59.09 intronic NM_198275.2c.682-64ATG>Gp.? -0.81, -0.35, -1.64 Immunoglobulin V-set domain,Immunoglobulin domainrs113464612,rs201093213,rs3062199,rs7548431210.2193 YES Myelin protein zero-like 3cell adhesion,extracellular matrix organization,hair cycle,integral component of membrane,protein bindingCAT=9, C=13CAT=0.4091, C=0.5909 0.00001 126.644 22 CAT=6/3, C=6/7

chr12:7551050 C/C A C SNV CD163L1 CD163L1:exonic:NM_174941.5 1 100 7 synonymous NM_174941.5c.1539T>G p.(=) -1.75 Scavenger receptor cysteine-rich domainrs6488269 1.00E-04 1.0;0.0 (pos.7551050) extracellular region,integral component of membrane,membrane,plasma membrane,receptor-mediated endocytosis,scavenger receptor activityMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasA=0, C=50 A=0.0, C=1.0 0.00001 852.748 50 A=0/0, C=9/41

chr11:118134785 T/G T G SNV MPZL2 MPZL2:intronic:NM_005797.3 1 45.83 intronic NM_005797.3c.58+26A>Cp.? 0.13 Immunoglobulin V-set domain,Immunoglobulin domainrs1624780 0.3888 YES 4.682E-1 (pos.118134785) Myelin protein zero-like 2anatomical structure morphogenesis,cytoskeleton,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,protein bindingT=13, G=11 T=0.5417, G=0.4583 0.00001 93.3764 24 T=8/5, G=5/6

chr11:118210106 C/C G C SNV CD3D CD3D:intronic:NM_000732.4 1 100 intronic NM_000732.4c.450+60C>Gp.? -0.79 Immunoreceptor tyrosine-based activation motif,T-cell surface glycoprotein CD3 delta chainrs2276423 0.2612 YES CD3D antigen, delta polypeptide (TiT3 complex)T cell costimulation,T cell differentiation,T cell receptor complex,T cell receptor signaling pathway,adaptive immune response,alpha-beta T cell receptor complex,cell surface receptor signaling pathway,clathrin-coated vesicle membrane,cytoplasm,integral component of membrane,membrane organization,plasma membrane,positive regulation of transcription from RNA polymerase II promoter,positive thymic T cell selection,protein heterodimerization activity,protein homodimerization activity,protein homooligomerization,regulation of immune response,transcription coactivator activity,transmembrane signaling receptor activityBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Digestive System Diseases;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Immunologic Deficiency Syndromes;Infant, Newborn, Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Metabolic Diseases;Nervous System Diseases;Neurotoxicity Syndromes;Nutritional and Metabolic Diseases;Severe Combined Immunodeficiency;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesBlinatumomab,MuromonabG=0, C=99 G=0.0, C=1.0 0.00001 1680.95 99 G=0/0, C=58/41

chr12:7551022 A/T A T SNV CD163L1 CD163L1:exonic:NM_174941.5 1 98.85 7 missense NM_174941.5c.1567T>A p.Leu523Met -5.32 0.2 15 0.42 Scavenger receptor cysteine-rich domainrs6488268 1.00E-04 1.0 (pos.7551022) extracellular region,integral component of membrane,membrane,plasma membrane,receptor-mediated endocytosis,scavenger receptor activityMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasA=1, T=86 A=0.0115, T=0.9885 0.00001 1395 87 A=0/1, T=34/52

chr11:118920453 C/C T C SNV HYOU1 HYOU1:intronic:NM_001130991.2 1 100 intronic NM_001130991.2c.1726+36A>Gp.? -4.63 Hsp70 protein,MreB/Mbl proteinrs673768 0.1421 YES 9.535E-1 (pos.118920453) Hypoxia-upregulated 1ATP binding,ER to Golgi vesicle-mediated transport,IRE1-mediated unfolded protein response,cellular response to hypoxia,chaperone binding,endocytic vesicle lumen,endoplasmic reticulum,endoplasmic reticulum chaperone complex,endoplasmic reticulum lumen,extracellular exosome,extracellular region,focal adhesion,membrane,negative regulation of endoplasmic reticulum stress-induced neuron intrinsic apoptotic signaling pathway,negative regulation of hypoxia-induced intrinsic apoptotic signaling pathway,receptor-mediated endocytosis,response to endoplasmic reticulum stress,response to ischemia,smooth endoplasmic reticulumAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar DegenerationsT=0, C=31 T=0.0, C=1.0 0.00001 465.816 31 T=0/0, C=15/16

chr6:109689431 A/G A G SNV CD164 CD164:utr_3:NM_006016.5 1 58.33 6 utr_3 NM_006016.5c.1217T>C p.? 2.87 Multi-glycosylated core protein 24 (MGC-24), sialomucinrs974034 YES CD164 antigencell adhesion,endosome,endosome membrane,extracellular region,hemopoiesis,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,immune response,integral component of membrane,integral component of plasma membrane,lysosomal membrane,lysosome,multicellular organism development,muscle organ development,negative regulation of cell adhesion,negative regulation of cell proliferation,plasma membrane,protein binding,signal transductionAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsA=90, G=126A=0.4167, G=0.5833 0.00001 1458.95 216 A=57/33, G=70/56

chr11:118949799 G/A G A SNV VPS11 VPS11:intronic:NM_021729.5 1 47.62 intronic NM_021729.5c.2266-40G>Ap.? -0.3 Region in Clathrin and VPS,Ring finger domain,Vacuolar protein sorting protein 11 C terminal,Zinc finger, C3HC4 type (RING finger)rs1168568 0.4072 YES 1.804E-1 (pos.118949799) Vacuolar protein sorting 11, yeast, homolog ofAP-3 adaptor complex,CORVET complex,HOPS complex,actin filament,autophagosome,autophagy,clathrin-coated vesicle,early endosome,endocytic vesicle,endosomal vesicle fusion,endosome,endosome organization,endosome to lysosome transport,intracellular,intracellular protein transport,late endosome,late endosome membrane,lysosomal membrane,lysosome,lysosome organization,metal ion binding,nucleotide binding,positive regulation of cellular protein catabolic process,positive regulation of early endosome to late endosome transport,positive regulation of protein targeting to mitochondrion,protein binding,protein binding, bridging,protein domain specific binding,regulation of SNARE complex assembly,regulation of organelle assembly,regulation of protein stability,syntaxin binding,toxin transport,vesicle docking involved in exocytosis,vesicle-mediated transportG=22, A=20 G=0.5238, A=0.4762 0.00001 212.952 42 G=17/5, A=4/16

chr5:66480004 C/C T C SNV CD180 CD180:exonic:NM_005582.2 1 100 3 missense NM_005582.2c.667A>G p.Ile223Val -0.78 0.66 29 0 Leucine Rich Repeat,Leucine Rich repeat,Leucine rich repeat,Leucine rich repeat C-terminal domainrs1697144 1.00E-04 9.74E-1 (pos.66480004) CD180 antigenB cell proliferation involved in immune response,cellular response to lipopolysaccharide,inflammatory response,innate immune response,integral component of plasma membrane,positive regulation of lipopolysaccharide-mediated signaling pathway,protein binding,receptor activity,toll-like receptor signaling pathwayT=0, C=35 T=0.0, C=1.0 0.00001 543.892 35 T=0/0, C=15/20

chr11:119181674 C/C G C SNV MCAM MCAM:intronic:NM_006500.2 1 100 intronic NM_006500.2c.1646-61C>Gp.? -0.52 CD80-like C2-set immunoglobulin domain,Immunoglobulin V-set domain,Immunoglobulin domainrs2510146 YES 6.327E-1 (pos.119181674) Melanoma adhesion moleculeanatomical structure morphogenesis,angiogenesis,cell adhesion,external side of plasma membrane,extracellular region,extracellular space,focal adhesion,glomerular filtration,integral component of membrane,nucleus,plasma membrane,positive regulation of cell migration,vascular wound healingAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Neoplasms;Nervous System Diseases;Neurogenic Inflammation;Neurologic ManifestationsG=0, C=129 G=0.0, C=1.0 0.00001 2092.04 129 G=0/0, C=83/46

chr11:119215165 T/T C T SNV

C1QTNF5,M

FRP MFRP:intronic:NM_031433.3, C1QTNF5:intronic:NM_015645.4 1
100

intronic NM_015645.4, NM_031433.3c.-1737-64G>A, c.899-64G>Ap.?, p.? 0.73 CUB domain,Fz domain,Low-density lipoprotein receptor domain class Ars10790289 0.4931 YES C1q- and tumor necrosis factor-related protein 5,Membrane-type frizzled-related proteinapical plasma membrane,bicellular tight junction,cell projection,collagen trimer,embryo development,extracellular exosome,eye photoreceptor cell development,identical protein binding,inner ear development,integral component of membrane,lateral plasma membrane,molecular_function,protein secretion,protein trimerization,retina development in camera-type eye,transport vesicle,visual perceptionCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lens Diseases;Macular Degeneration;Microphthalmos;Nervous System Diseases;Optic Disk Drusen;Optic Nerve Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaC=0, T=163 C=0.0, T=1.0 0.00001 2639.29 163 C=0/0, T=59/104

chr3:112642568 G/G C G SNV CD200R1 CD200R1:exonic:NM_138806.3 1 100 8 missense NM_138806.3c.1003G>C p.Glu335Gln 0.07 1 29 0 0(COSM3759608)CD80-like C2-set immunoglobulin domainrs9865242 0.4672 YES 6.792E-1 (pos.112642568)adenocarcinomaCD200 receptor 1external side of plasma membrane,extracellular region,integral component of membrane,plasma membrane,protein binding,receptor activity,receptor complex,regulation of immune response,viral processC=0, G=34 C=0.0, G=1.0 0.00001 524.186 34 C=0/0, G=22/12

chr11:119252151 C/T C T SNV

USP2,USP2-

AS1 USP2-AS1:upstream:NR_034160.1, USP2:intronic:NM_004205.4 1
57.58

intronic NM_004205.4, NR_034160.1c.-41+32G>Ap.? 0.53 Ubiquitin carboxyl-terminal hydrolasers565296 YES 9.4E-1 (pos.119252151) cell cortex,cell cycle,centrosome,circadian behavior,circadian regulation of gene expression,cyclin binding,cysteine-type endopeptidase activity,entrainment of circadian clock by photoperiod,identical protein binding,locomotor rhythm,membrane,metal ion binding,muscle organ development,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,perinuclear region of cytoplasm,positive regulation of mitotic cell cycle,protein binding,protein deubiquitination,protein stabilization,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin protein ligase binding,ubiquitin-dependent protein catabolic processAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialC=14, T=19 C=0.4242, T=0.5758 0.00001 204.392 33 C=8/6, T=10/9

chr3:112648222 C/C T C SNV CD200R1 CD200R1:exonic:NM_138806.3 1 100 4 missense NM_138806.3c.335A>G p.Lys112Arg -1.32 1 26 0 0(COSM3759612),0(COSM3759613)CD80-like C2-set immunoglobulin domainrs2171509 0.4679 YES 6.792E-1 (pos.112648222)adenocarcinomaCD200 receptor 1external side of plasma membrane,extracellular region,integral component of membrane,plasma membrane,protein binding,receptor activity,receptor complex,regulation of immune response,viral processT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=17/7

chr11:119510644 C/C A C SNV NECTIN1 1 100 intronic 0.07 rs7940667 0.0693 YES 9.487E-1 (pos.119510644) Nectin 1 A=0, C=42 A=0.0, C=1.0 0.00001 685.16 42 A=0/0, C=24/18

chr3:112546473 A/A G A SNV CD200R1L CD200R1L:exonic:NM_001008784.2 1 100 3 synonymous NM_001008784.2c.171C>T p.(=) -0.18 0.02(COSM3759607)CD80-like C2-set immunoglobulin domainrs1997281 0.3992 YES 3.716E-1 (pos.112546473)adenocarcinoma external side of plasma membrane,integral component of membrane,receptor activityG=0, A=47 G=0.0, A=1.0 0.00001 789.324 47 G=0/0, A=31/16

chr2:71062648 G/A G A SNV CD207 CD207:exonic:NM_015717.4 1 59.09 2 missense NM_015717.4c.164C>T p.Ala55Val 2.13 0.45 64 0.267 0.43(COSM148875)Lectin C-type domainrs10489990 0.3489 YES 2.802E-1 (pos.71062648) acute_myeloid_leukaemia,adenocarcinomaCD207 antigenantigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,carbohydrate binding,clathrin-coated endocytic vesicle membrane,defense response to virus,early endosome membrane,endocytic vesicle,integral component of membrane,mannose binding,plasma membrane,protein binding,receptor-mediated endocytosisG=9, A=13 G=0.4091, A=0.5909 0.00001 124.344 22 G=4/5, A=7/6

chr18:67531642 C/C T C SNV CD226 CD226:exonic:NM_006566.3 1 100 7 missense NM_006566.3c.919A>G p.Ser307Gly -0.19 0.39 56 0.001 0.02(COSM1179777)Immunoglobulin V-set domainrs763361 0.4794 YES 6.367E-1;1.157E-4 (pos.67531642)adenoma,basal_cell_carcinoma,carcinoma,ductal_carcinomaDNAX accessory molecule 1cell adhesion,cell adhesion molecule binding,cell recognition,cell surface,cell-cell adherens junction,cytokine production,external side of plasma membrane,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,integrin binding,membrane raft,plasma membrane,positive regulation of Fc receptor mediated stimulatory signaling pathway,positive regulation of T cell receptor signaling pathway,positive regulation of immunoglobulin mediated immune response,positive regulation of interferon-gamma production,positive regulation of mast cell activation,positive regulation of natural killer cell cytokine production,positive regulation of natural killer cell mediated cytotoxicity,positive regulation of natural killer cell mediated cytotoxicity directed against tumor cell target,protein binding,protein homodimerization activity,protein kinase binding,receptor activity,reguAbortion, Spontaneous;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Colonic Diseases;Colorectal Neoplasms;Connective Tissue Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Glucose Metabolism Disorders;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Metabolic Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Pregnancy Complications;Rectal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, C=120 T=0.0, C=1.0 0.00001 1932.33 120 T=0/0, C=81/39

chr11:120319064 C/C A C SNV ARHGEF12 ARHGEF12:intronic:NM_015313.2 1 100 intronic NM_015313.2c.1737+7A>Cp.? -0.49 0.02(COSM4415763)PDZ domain,PDZ domain (Also known as DHR or GLGF),Regulator of G protein signalling-like domain,RhoGEF domainrs2305008 0.3939 YES 3.226E-1 (pos.120319064)acute_myeloid_leukaemia,carcinomaRho guanine nucleotide exchange factor 12, leukemia-associatedG-protein coupled receptor binding,G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,cytoplasm,cytosol,extracellular exosome,guanyl-nucleotide exchange factor activity,intracellular signal transduction,membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,protein binding,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transductionLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeA=0, C=41 A=0.0, C=1.0 0.00001 664.7 41 A=0/0, C=30/11

chr12:6554628 G/A G A SNV

CD27,CD27-

AS1 CD27:exonic:NM_001242.4, CD27-AS1:intronic_nc:NR_015382.2 1
50

2 missense NR_015382.2, NM_001242.4c.175G>A p.Ala59Thr 0.84 0.31 58 0.473 0.08(COSM3736072)TNFR/NGFR cysteine-rich regionrs25680 0.2299 YES 5.916E-2 (pos.6554628) malignant_melanoma,rhabdomyosarcomaCD27 antigencell surface receptor signaling pathway,cysteine-type endopeptidase inhibitor activity involved in apoptotic process,external side of plasma membrane,extracellular exosome,extracellular region,extrinsic apoptotic signaling pathway,immune response,immunoglobulin mediated immune response,inflammatory response,integral component of plasma membrane,intracellular,multicellular organism development,negative regulation of T cell apoptotic process,negative regulation of apoptotic process,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,plasma membrane,positive regulation of B cell differentiation,positive regulation of JNK cascade,positive regulation of T cell differentiation,protein binding,regulation of cell proliferation,release of cytoplasmic sequestered NF-kappaB,response to ethanol,response to lipopolysaccharide,transmembrane signaling receptor activity,tumor necrosis factor-activated receptor activity,tumor necrosis factor-mediated signaling pathwayNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesG=18, A=18 G=0.5, A=0.5 0.00001 185.885 36 G=16/2, A=15/3

chr12:6560473 G/G A G SNV

CD27,CD27-

AS1,TAPBPL CD27:exonic:NM_001242.4, TAPBPL:upstream:NM_018009.4, CD27-AS1:exonic_nc:NR_015382.21

100

6 missense NR_015382.2, NM_001242.4, NM_018009.4c.698A>G, c.-942A>Gp.His233Arg, p.? 0.36 0.84 29 0 0.04(COSM4147392)TNFR/NGFR cysteine-rich regionrs2532502 0.0107 1.0 (pos.6560473) neoplasm CD27 antigenGolgi membrane,cell surface receptor signaling pathway,cysteine-type endopeptidase inhibitor activity involved in apoptotic process,endoplasmic reticulum membrane,external side of plasma membrane,extracellular exosome,extracellular region,extrinsic apoptotic signaling pathway,immune response,immune system process,immunoglobulin mediated immune response,inflammatory response,integral component of membrane,integral component of plasma membrane,intracellular,multicellular organism development,negative regulation of T cell apoptotic process,negative regulation of antigen processing and presentation of peptide antigen via MHC class I,negative regulation of apoptotic process,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,plasma membrane,positive regulation of B cell differentiation,positive regulation of JNK cascade,positive regulation of T cell differentiation,protein binding,protein complex binding,regulation of cell proliferation,release of cytoplasmic sequestered NF-kaNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesBenign A=0, G=36 A=0.0, G=1.0 0.00001 563.744 36 A=0/0, G=14/22

chr12:6560573 T/T G T SNV

CD27,CD27-

AS1,TAPBPL CD27:utr_3:NM_001242.4, TAPBPL:upstream:NM_018009.4, CD27-AS1:exonic_nc:NR_015382.21

100

1 utr_3 NR_015382.2, NM_001242.4, NM_018009.4c.798G>T, c.-842G>Tp.?, p.? 0.05 TNFR/NGFR cysteine-rich regionrs1059501 0.4366 YES 4.366E-1;0.0 (pos.6560573) CD27 antigenGolgi membrane,cell surface receptor signaling pathway,cysteine-type endopeptidase inhibitor activity involved in apoptotic process,endoplasmic reticulum membrane,external side of plasma membrane,extracellular exosome,extracellular region,extrinsic apoptotic signaling pathway,immune response,immune system process,immunoglobulin mediated immune response,inflammatory response,integral component of membrane,integral component of plasma membrane,intracellular,multicellular organism development,negative regulation of T cell apoptotic process,negative regulation of antigen processing and presentation of peptide antigen via MHC class I,negative regulation of apoptotic process,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,plasma membrane,positive regulation of B cell differentiation,positive regulation of JNK cascade,positive regulation of T cell differentiation,protein binding,protein complex binding,regulation of cell proliferation,release of cytoplasmic sequestered NF-kaNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesBenign G=0, T=29 G=0.0, T=1.0 0.00001 427.603 29 G=0/0, T=4/25

chr6:47445927 A/A T A SNV CD2AP CD2AP:utr_5:NM_012120.2 1 100 1 utr_5 NM_012120.2c.-54T>A p.? -0.75 SH3 domain,Variant SH3 domainrs9349406 0.0032 YES CD2-associated proteinSH3 domain binding,actin cytoskeleton,actin filament organization,beta-catenin binding,cadherin binding,cell cycle,cell division,cell-cell adhesion,cell-cell junction,cytoplasm,endocytic vesicle,extracellular exosome,filamentous actin,negative regulation of small GTPase mediated signal transduction,negative regulation of transforming growth factor beta1 production,perinuclear region of cytoplasm,plasma membrane,positive regulation of protein localization to nucleus,proteasome-mediated ubiquitin-dependent protein catabolic process,protein C-terminus binding,protein binding,protein complex assembly,protein complex binding,regulation of actin cytoskeleton reorganization,regulation of receptor-mediated endocytosis,ruffle,signal transduction,structural constituent of cytoskeleton,substrate-dependent cell migration, cell extension,vascular endothelial growth factor receptor binding,vesicle organizationAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephritis;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Tauopathies;Urologic DiseasesBenign T=0, A=22 T=0.0, A=1.0 0.00001 298.891 22 T=0/0, A=13/9

chr11:121414456 A/C A C SNV SORL1 SORL1:intronic:NM_003105.5 1 50 intronic NM_003105.5c.1864+21A>Cp.? 0.82 Fibronectin type III domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class B,Sortilin, neurotensin receptor 3,,Sortilin, neurotensin receptor 3, C-terminalrs2276345 0.0194 YES 2.059E-1 (pos.121414456) Sortilin-related receptor, L(DLR class) A repeats-containingADP-ribosylation factor binding,Golgi apparatus,Golgi cisterna,Golgi membrane,amyloid-beta binding,cellular protein metabolic process,cholesterol metabolic process,early endosome,endoplasmic reticulum,endosome,endosome membrane,extracellular exosome,extracellular space,integral component of membrane,integral component of plasma membrane,lipid transport,low-density lipoprotein particle,low-density lipoprotein particle binding,low-density lipoprotein receptor activity,membrane,negative regulation of MAP kinase activity,negative regulation of amyloid-beta formation,negative regulation of aspartic-type endopeptidase activity involved in amyloid precursor protein catabolic process,negative regulation of metalloendopeptidase activity involved in amyloid precursor protein catabolic process,negative regulation of neurofibrillary tangle assembly,negative regulation of neurogenesis,negative regulation of neuron death,negative regulation of protein binding,negative regulation of protein oligomerization,negative regulatiAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Neoplasm Invasiveness;Neoplasms;Neoplastic Processes;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesA=31, C=31 A=0.5, C=0.5 0.00001 305.358 62 A=19/12, C=18/13

chr11:121437571 G/G A G SNV SORL1 SORL1:intronic:NM_003105.5 1 100 intronic NM_003105.5c.3050-78A>Gp.? -0.41 Fibronectin type III domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class B,Sortilin, neurotensin receptor 3,,Sortilin, neurotensin receptor 3, C-terminalrs1784920 YES Sortilin-related receptor, L(DLR class) A repeats-containingADP-ribosylation factor binding,Golgi apparatus,Golgi cisterna,Golgi membrane,amyloid-beta binding,cellular protein metabolic process,cholesterol metabolic process,early endosome,endoplasmic reticulum,endosome,endosome membrane,extracellular exosome,extracellular space,integral component of membrane,integral component of plasma membrane,lipid transport,low-density lipoprotein particle,low-density lipoprotein particle binding,low-density lipoprotein receptor activity,membrane,negative regulation of MAP kinase activity,negative regulation of amyloid-beta formation,negative regulation of aspartic-type endopeptidase activity involved in amyloid precursor protein catabolic process,negative regulation of metalloendopeptidase activity involved in amyloid precursor protein catabolic process,negative regulation of neurofibrillary tangle assembly,negative regulation of neurogenesis,negative regulation of neuron death,negative regulation of protein binding,negative regulation of protein oligomerization,negative regulatiAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Neoplasm Invasiveness;Neoplasms;Neoplastic Processes;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesA=0, G=21 A=0.0, G=1.0 0.00001 281.215 21 A=0/0, G=5/16

chr6:47563692 T/T C T SNV CD2AP CD2AP:exonic:NM_012120.2 1 100 12 synonymous NM_012120.2c.1204C>T p.(=) -0.29 SH3 domain,Variant SH3 domainrs2039503 1.00E-04 1.0 (pos.47563692) CD2-associated proteinSH3 domain binding,actin cytoskeleton,actin filament organization,beta-catenin binding,cadherin binding,cell cycle,cell division,cell-cell adhesion,cell-cell junction,cytoplasm,endocytic vesicle,extracellular exosome,filamentous actin,negative regulation of small GTPase mediated signal transduction,negative regulation of transforming growth factor beta1 production,perinuclear region of cytoplasm,plasma membrane,positive regulation of protein localization to nucleus,proteasome-mediated ubiquitin-dependent protein catabolic process,protein C-terminus binding,protein binding,protein complex assembly,protein complex binding,regulation of actin cytoskeleton reorganization,regulation of receptor-mediated endocytosis,ruffle,signal transduction,structural constituent of cytoskeleton,substrate-dependent cell migration, cell extension,vascular endothelial growth factor receptor binding,vesicle organizationAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephritis;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Tauopathies;Urologic DiseasesBenign C=0, T=43 C=0.0, T=1.0 0.00001 705.839 43 C=0/0, T=22/21

chr17:72700943 G/G A G SNV CD300LF CD300LF:exonic:NM_139018.4 1 100 2 missense NM_139018.4c.56T>C p.Val19Ala 0.03 1 64 0 Immunoglobulin V-set domain,SHP2-interacting transmembrane adaptor protein, SITrs35489971 0.1863 YES 7.437E-1 (pos.72700943) CD300 antigen-like family, member FTRIF-dependent toll-like receptor signaling pathway,ceramide binding,integral component of membrane,interleukin-13-mediated signaling pathway,interleukin-4 receptor binding,negative regulation of MyD88-dependent toll-like receptor signaling pathway,negative regulation of apoptotic cell clearance,negative regulation of mast cell activation,phosphatidylserine binding,plasma membrane,positive regulation of apoptotic cell clearance,positive regulation of interleukin-4-mediated signaling pathway,regulation of immune responseA=0, G=44 A=0.0, G=1.0 0.00001 726.545 44 A=0/0, G=26/18

chr2:160639970 C/C T C SNV

CD302,LY75-

CD302 CD302:exonic:NM_014880.4, LY75-CD302:exonic:NM_001198759.1 1
100

35 synonymous NM_014880.4, NM_001198759.1c.78A>G, c.5001A>Gp.(=), p.(=) -0.39 0.31(COSM3757705)Fibronectin type II domain,Lectin C-type domainrs2114626 0.3516 YES 3.433E-1 (pos.160639970)acute_myeloid_leukaemia,adenocarcinoma,carcinomaCD302 antigencarbohydrate binding,cell cortex,endocytosis,extracellular exosome,filopodium,immune response,inflammatory response,integral component of membrane,integral component of plasma membrane,membrane,microvillus,phagocytosis,protein binding,receptor activity,signal transduction,transmembrane signaling receptor activityT=0, C=107 T=0.0, C=1.0 0.00001 1681.3 107 T=0/0, C=54/53

chr11:12246204 A/A G A SNV MICAL2 MICAL2:intronic:NM_014632.3 1 100 intronic NM_014632.3c.1541-16G>Ap.? -1.06 CAMSAP CH domain,Calponin homology (CH) domain,FAD binding domain,LIM domainrs78986346 0.1325 YES 5.331E-1 (pos.12246204) Microtubule-associated monooxygenase, calponin and LIM domains-containing 2FAD binding,NADPH:sulfur oxidoreductase activity,actin binding,actin filament depolymerization,cytoskeleton organization,heart development,heart looping,metal ion binding,nucleus,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,positive regulation of transcription via serum response element binding,sulfur oxidationG=0, A=40 G=0.0, A=1.0 0.00001 644.28 40 G=0/0, A=27/13

chr1:160654786 A/A G A SNV CD48 CD48:exonic:NM_001256030.1 1 100 2 synonymous NM_001256030.1c.276C>T p.(=) -4.24 0.01(COSM3750518),0.01(COSM3750519)Immunoglobulin V-set domain,Immunoglobulin domainrs1980606 0.2227 YES 1.438E-1 (pos.160654786)adenocarcinomaCD48 antigen (B-cell membrane protein) G=0, A=34 G=0.0, A=1.0 0.00001 524.183 34 G=0/0, A=14/20

chr1:26646726 G/G A G SNV CD52 CD52:exonic:NM_001803.2 1 100 2 missense NM_001803.2c.119A>G p.Asn40Ser 0.16 1 46 0.009 0.01(COSM1180632)CAMPATH-1 antigenrs1071849 0.2345 YES 4.292E-1 (pos.26646726) carcinoma,neoplasm,squamous_cell_carcinomaCD52 moleculeC-terminal protein lipidation,anchored component of membrane,extracellular region,integral component of plasma membrane,membrane,plasma membrane,positive regulation of cytosolic calcium ion concentration,respiratory burstAlemtuzumab A=0, G=40 A=0.0, G=1.0 0.00001 644.286 40 A=0/0, G=29/11

chr1:26646730 G/G A G SNV CD52 CD52:exonic:NM_001803.2 1 100 2 missense NM_001803.2c.123A>G p.Ile41Met 0.09 0.24 10 0 0(COSM1180633)CAMPATH-1 antigenrs17645 0.2345 YES 4.293E-1 (pos.26646730) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasm,squamous_cell_carcinomaCD52 moleculeC-terminal protein lipidation,anchored component of membrane,extracellular region,integral component of plasma membrane,membrane,plasma membrane,positive regulation of cytosolic calcium ion concentration,respiratory burstAlemtuzumab A=0, G=40 A=0.0, G=1.0 0.00001 644.285 40 A=0/0, G=29/11

chr1:111441829 T/T C T SNV CD53 CD53:utr_3:NM_001040033.1 1 100 9 utr_3 NM_001040033.1c.672C>T p.? -0.45 Tetraspanin familyrs1803259 0.2365 YES 4.83E-1;0.0 (pos.111441829) CD53 antigencell surface,cell surface receptor signaling pathway,cell-cell junction,extracellular exosome,immunological synapse,integral component of plasma membrane,neutrophil degranulation,plasma membrane,positive regulation of myoblast fusion,protein binding,signal transduction,specific granule membrane,tertiary granule membraneAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=97 C=0.0, T=1.0 0.00001 1638.04 97 C=0/0, T=51/46

chr12:9906067 C/C T C SNV CD69 CD69:utr_3:NM_001781.2 1 100 5 utr_3 NM_001781.2c.610A>G p.? -0.91 Lectin C-type domain,UL45 protein, carbohydrate-binding C-type lectin-likers1051065,rs765367618,rs7725218490.2695 YES 0.0 (pos.9906065),0.0 (pos.9906066),9.557E-1;0.0 (pos.9906067)CD69 antigen (p60, early T-cell activation antigen)calcium ion binding,carbohydrate binding,cellular response to drug,external side of plasma membrane,integral component of membrane,integral component of plasma membrane,protein binding,protein complex,protein homodimerization activity,signal transduction,transmembrane signaling receptor activityAbortion, Spontaneous;Arthritis;Arthritis, Experimental;Autoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Female Urogenital Diseases and Pregnancy Complications;Glucose Metabolism Disorders;Immune System Diseases;Joint Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Pregnancy ComplicationsT=0, C=71 T=0.0, C=1.0 0.00001 1099.03 71 T=0/0, C=40/31

chr17:62006497 G/G A G SNV CD79B CD79B:utr_3:NM_001039933.2 1 100 6 utr_3 NM_001039933.2c.782T>C p.? -0.03 Immunoglobulin I-set domain,Immunoglobulin V-set domainrs1051684 YES CD79B antigenB cell differentiation,B cell receptor complex,B cell receptor signaling pathway,Golgi apparatus,adaptive immune response,cytoplasm,cytosol,external side of plasma membrane,extracellular exosome,identical protein binding,immune response,integral component of plasma membrane,nucleoplasm,plasma membrane,protein binding,protein homodimerization activity,protein homooligomerization,signal transduction,transmembrane signaling receptor activityDigestive System Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Liver Diseases;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeA=0, G=110 A=0.0, G=1.0 0.00001 1737.98 110 A=0/0, G=93/17

chr11:12379792 C/C G C SNV MICALCL MICALCL:intronic:NM_032867.2 1 100 intronic NM_032867.2c.1904-50G>Cp.? 0.23 Protein of unknown function (DUF3585)rs10741583 0.1038 YES 9.361E-1;0.0 (pos.12379792) MICAL C terminus-like proteinbiological_process,cell differentiation,cytoplasm,mitogen-activated protein kinase binding,multicellular organism development,spermatogenesisG=0, C=37 G=0.0, C=1.0 0.00001 583.706 37 G=0/0, C=22/15

chr17:62007498 G/G A G SNV CD79B CD79B:exonic:NM_001039933.2 1 100 3 synonymous NM_001039933.2c.369T>C p.(=) 0.73 0(COSM148316)Immunoglobulin I-set domain,Immunoglobulin V-set domainrs2070776 0.3474 YES 4.596E-1 (pos.62007498) adenocarcinoma,carcinoma,haemangioblastomaCD79B antigenB cell differentiation,B cell receptor complex,B cell receptor signaling pathway,Golgi apparatus,adaptive immune response,cytoplasm,cytosol,external side of plasma membrane,extracellular exosome,identical protein binding,immune response,integral component of plasma membrane,nucleoplasm,plasma membrane,protein binding,protein homodimerization activity,protein homooligomerization,signal transduction,transmembrane signaling receptor activityDigestive System Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Liver Diseases;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeBenign A=0, G=40 A=0.0, G=1.0 0.00001 644.285 40 A=0/0, G=16/24

chr3:121825197 A/A G A SNV CD86 CD86:exonic:NM_175862.4 1 100 4 missense NM_175862.4c.553G>A p.Val185Ile -1.16 0.44 29 0.009 0.01(COSM4157177)Immunoglobulin V-set domain,Immunoglobulin domainrs2681417 0.0695 YES 9.983E-1 (pos.121825197)neoplasm CD86 antigen (CD28 antigen ligand 2, B7-2 antigen)B cell activation,T cell activation,T cell costimulation,T cell proliferation involved in immune response,adaptive immune response,aging,cell surface,cell-cell signaling,cellular response to cytokine stimulus,cellular response to lipopolysaccharide,cellular response to metal ion,coreceptor activity,defense response to virus,external side of plasma membrane,extracellular exosome,immune response,integral component of membrane,intracellular membrane-bounded organelle,myeloid dendritic cell differentiation,negative regulation of T cell anergy,phosphatidylinositol phosphorylation,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,plasma membrane,positive regulation of T-helper 2 cell differentiation,positive regulation of activated T cell proliferation,positive regulation of cell proliferation,positive regulation of interleukin-2 biosynthetic process,positive regulation of interleukin-4 biosynthetic process,positive regulation of lymphotoxin A biosynthetic process,positive regulation of protein kinase B signaAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Blood Protein Disorders;Brain Diseases;Bronchial Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Dermatitis;Dermatitis, Contact;Digestive System Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Follicular;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Multiple Myeloma;Multiple Sclerosis;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nervous System Diseases;Paraproteinemias;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Vascular DiseasesAbatacept,Antithymocyte immunoglobulin (rabbit),BelataceptG=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=12/10

chr20:23065209 A/A G A SNV CD93 CD93:exonic:NM_012072.3 1 100 1 missense NM_012072.3c.1621C>T p.Pro541Ser 2.36 0.06 74 0.192 0.25(COSM3758486)Calcium-binding EGF domain,Complement Clr-like EGF-like,EGF-like domain,Human growth factor-like EGF,Lectin C-type domainrs3746731 0.4334 YES 6.466E-1 (pos.23065209) acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinomaComplement component 1, q subcomponent, receptor 1calcium ion binding,carbohydrate binding,cell surface,cell-cell adhesion,complement component C1q binding,extracellular matrix,ficolin-1-rich granule membrane,integral component of membrane,macrophage activation,neutrophil degranulation,phagocytosis,plasma membrane,protein binding,receptor activity,secretory granule membrane,specific granule membrane,tertiary granule membrane,viral processG=0, A=62 G=0.0, A=1.0 0.00001 940.32 62 G=0/0, A=42/20

chr3:111356083 C/C G C SNV CD96 CD96:exonic:NM_005816.4 1 100 11 synonymous NM_005816.4c.1362G>C p.(=) 0.04 rs1533270 0 1.0 (pos.111356083) CD96 antigenadherens junction,cell adhesion,cell-matrix adhesion,cytokine production involved in inflammatory response,cytoplasm,immune response,integral component of membrane,integral component of plasma membrane,negative regulation of interferon-gamma production,negative regulation of natural killer cell cytokine production,plasma membrane,regulation of immune response,response to lipopolysaccharideBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniosynostoses;Dysostoses;Intellectual Disability;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;SynostosisBenign G=0, C=39 G=0.0, C=1.0 0.00001 621.178 39 G=0/0, C=18/21

chr1:43824865 C/T C T SNV CDC20 CDC20:utr_5:NM_001255.2 1 50 2 utr_5 NM_001255.2c.-22C>T p.? 0.37 Anaphase-promoting complex subunit 4 WD40 domain,WD domain, G-beta repeatrs1051097 0.0329 YES 2.271E-2 (pos.43824865) Cell division cycle 20, S. cerevisiae, homolog ofanaphase-promoting complex,anaphase-promoting complex binding,anaphase-promoting complex-dependent catabolic process,cell cycle,cell division,centrosome,cytosol,enzyme binding,histone deacetylase binding,mitotic sister chromatid cohesion,mitotic spindle assembly,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nucleoplasm,perinuclear region of cytoplasm,positive regulation of cell proliferation,positive regulation of synapse maturation,positive regulation of synaptic plasticity,positive regulation of ubiquitin protein ligase activity,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,proteasome-mediated ubiquitin-dependent protein catabolic process,protein C-terminus binding,protein binding,protein complex,protein deubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of dendrite development,regulation of meiotic nuclear division,regulation of ubiquitin-proAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=21, T=21 C=0.5, T=0.5 0.00001 228.883 42 C=14/7, T=17/4

chr5:54410120 C/C A C SNV CDC20B CDC20B:exonic:NM_001170402.1 1 100 12 missense NM_001170402.1c.1486T>G p.Ser496Ala 0.69 1 99 0 WD domain, G-beta repeatrs3104230 0.0174 YES 9.999E-1 (pos.54410120) anaphase-promoting complex binding,positive regulation of ubiquitin protein ligase activity,protein binding,ubiquitin-protein transferase activator activityA=0, C=46 A=0.0, C=1.0 0.00001 772.682 46 A=0/0, C=15/31

chr5:137665323 G/A G A SNV CDC25C CDC25C:exonic:NM_001790.4 1 52.38 3 missense NM_001790.4c.208C>T p.Arg70Cys -0.84 0.37 180 0.003 0.11(COSM3736367)M-phase inducer phosphatase,Rhodanese-like domainrs3734166 0.2777 YES 6.048E-1 (pos.137665323)acute_myeloid_leukaemia,basal_cell_carcinoma,hepatocellular_carcinoma,malignant_melanomaCell division cycle 25CDNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,DNA replication,G2/M transition of mitotic cell cycle,WW domain binding,cell division,cell proliferation,cytosol,intracellular,nuclear speck,nucleoplasm,nucleus,peptidyl-tyrosine dephosphorylation,perinuclear region of cytoplasm,phosphoprotein phosphatase activity,positive regulation of cell cycle G2/M phase transition,protein binding,protein kinase binding,protein tyrosine phosphatase activity,regulation of cell cycle,regulation of cyclin-dependent protein serine/threonine kinase activity,regulation of mitotic nuclear division,spermatogenesis,viral processG=10, A=11 G=0.4762, A=0.5238 0.00001 95.3001 21 G=6/4, A=5/6

chr1:227182575 G/G A G SNV CDC42BPA CDC42BPA:exonic:NM_003607.3 1 100 35 synonymous NM_003607.3c.4977T>C p.(=) -4.61 CNH domain,DMPK coiled coil domain like,KELK-motif containing domain of MRCK Ser/Thr protein kinase,Kinase-like,Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers1045247 0.1897 YES 8.427E-1 (pos.227182575) CDC42-binding protein kinase alphaATP binding,actin cytoskeleton organization,actin cytoskeleton reorganization,actomyosin,actomyosin structure organization,cell leading edge,cell migration,cell-cell junction,cytoplasm,extracellular exosome,identical protein binding,intracellular,intracellular signal transduction,lamellipodium,magnesium ion binding,metal ion binding,protein binding,protein phosphorylation,protein serine/threonine kinase activityA=0, G=49 A=0.0, G=1.0 0.00001 831.501 49 A=0/0, G=32/17



chr1:151028234 T/T G T SNV CDC42SE1 CDC42SE1:utr_5:NM_020239.3 1 100 2 utr_5 NM_020239.3c.-28C>A p.? -0.16 rs11204767 YES 1.0 (pos.151028234) GTPase inhibitor activity,cytoplasm,cytoskeleton,negative regulation of GTPase activity,phagocytosis,plasma membrane,regulation of cell shape,signal transduction,structural molecule activityG=0, T=30 G=0.0, T=1.0 0.00001 446.63 30 G=0/0, T=18/12

chr3:45134822 C/C T C SNV CDCP1 CDCP1:exonic:NM_022842.4 1 100 6 missense NM_022842.4c.1574A>G p.Gln525Arg -0.24 0.88 43 0 rs3749191 0.3593 YES 9.779E-1 (pos.45134822) CUB domain-containing protein 1extracellular region,integral component of membrane,plasma membrane,protein bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephritis;Substance-Related Disorders;Urologic DiseasesT=0, C=20 T=0.0, C=1.0 0.00001 263.781 20 T=0/0, C=12/8

chr1:54607051 G/G A G SNV CDCP2 CDCP2:exonic:NM_201546.4 1 100 4 synonymous NM_201546.4c.483T>C p.(=) 3.96 CUB domain rs671103 0 1.0 (pos.54607051) Cub domain-containing protein 2extracellular region,integral component of membrane A=0, G=34 A=0.0, G=1.0 0.00001 521.726 34 A=0/0, G=8/26

chr16:65016087 C/C A C SNV CDH11 CDH11:exonic:NM_001797.3 1 100 8 missense NM_001797.3c.1117T>G p.Ser373Ala -0.18 0.55 99 0 Cadherin cytoplasmic region,Cadherin domainrs35213 0.1833 YES 9.987E-1;0.0 (pos.65016087) Cadherin-11 (OB-cadherin, osteoblast)adherens junction organization,calcium ion binding,cell adhesion,corticospinal tract morphogenesis,cytoplasm,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,membrane,ossification,plasma membrane,skeletal system developmentA=0, C=37 A=0.0, C=1.0 0.00001 583.705 37 A=0/0, C=17/20

chr11:124856951 T/T C T SNV CCDC15 CCDC15:intronic:NM_025004.2 1 100 intronic NM_025004.2c.901-72C>Tp.? 0 rs4608089 centrosome C=0, T=22 C=0.0, T=1.0 0.00001 301.624 22 C=0/0, T=17/5

chr16:83065664 A/A G A SNV CDH13 CDH13:exonic:NM_001220488.1 1 100 4 synonymous NM_001220488.1c.348G>A p.(=) -0.2 0.16(COSM3755128),0.16(COSM3755129)Cadherin domain,Cadherin prodomain like,Putative metal-binding motifrs6565105 0.4457 YES 4.932E-1;1.425E-4 (pos.83065664)adenocarcinoma,ductal_carcinomaCadherin-13 (H-cadherin, heart)Adenocarcinoma;Amphetamine-Related Disorders;Barrett Esophagus;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Digestive System Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Head and Neck Neoplasms;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Substance-Related Disorders;Thoracic Neoplasms;Urogenital NeoplasmsBenign G=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=11/12

chr11:125298871 G/G A G SNV PKNOX2 PKNOX2:intronic:NM_022062.2 1 100 intronic NM_022062.2c.937-37A>Gp.? -1.71 Homeobox KN domain,Homeobox domain,N-terminal of Homeobox Meis and PKNOX1rs595849 0.0847 YES 9.997E-1 (pos.125298871) PBX/Knotted 1 homeobox 2RNA polymerase II regulatory region sequence-specific DNA binding,actin cytoskeleton,actin filament binding,actin monomer binding,cytoplasm,intercellular bridge,microtubule cytoskeleton,nucleoplasm,nucleus,regulation of transcription from RNA polymerase II promoterAlcohol-Related Disorders;Alcoholism;Breast Diseases;Breast Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue Diseases;Substance-Related DisordersA=0, G=40 A=0.0, G=1.0 0.00001 644.229 40 A=0/0, G=21/19

chr11:12534808 G/G A G SNV PARVA PARVA:intronic:NM_018222.4 1 100 intronic NM_018222.4c.857-38A>Gp.? -0.56 Calponin homology (CH) domainrs2403631 1.00E-04 1.0 (pos.12534808) Parvin, alphaZ disc,actin binding,actin cytoskeleton,actin cytoskeleton reorganization,actin-mediated cell contraction,cadherin binding,cell adhesion,cilium assembly,cytoskeleton,cytosol,establishment or maintenance of cell polarity,focal adhesion,heterotypic cell-cell adhesion,lamellipodium,nucleus,outflow tract septum morphogenesis,plasma membrane,protein binding,regulation of cell shape,smooth muscle cell chemotaxis,sprouting angiogenesis,substrate adhesion-dependent cell spreadingMental Disorders;Substance-Related DisordersA=0, G=34 A=0.0, G=1.0 0.00001 524.186 34 A=0/0, G=16/18

chr8:95143186 G/G C G SNV CDH17 CDH17:exonic:NM_004063.3 1 100 16 missense NM_004063.3c.2202G>C p.Glu734Asp 0.91 0.93 45 0 0(COSM3763457)Cadherin domainrs1051623 0.1729 YES 6.923E-1 (pos.95143186) adenocarcinomaCadherin-17, liver-intestineadherens junction organization,basolateral plasma membrane,calcium ion binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,cell adhesion,cell junction,cell surface,germinal center B cell differentiation,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integrin binding,integrin-mediated signaling pathway,marginal zone B cell differentiation,membrane,nucleus,oligopeptide transmembrane transport,oligopeptide transport,plasma membrane,positive regulation of integrin activation by cell surface receptor linked signal transduction,proton-dependent oligopeptide secondary active transmembrane transporter activity,spleen development,transport,transporter activityAsthma;Asthma, Occupational;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Respiratory Hypersensitivity;Respiratory Tract DiseasesC=0, G=37 C=0.0, G=1.0 0.00001 583.705 37 C=0/0, G=21/16

chr11:125647712 C/C T C SNV PATE2 PATE2:intronic:NM_212555.2 1 100 intronic NM_212555.2c.205+57A>Gp.? -2.16 rs522690 YES extracellular space T=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=9/11

chr11:1257867 C/C T C SNV MUC5B MUC5B:intronic:NM_002458.2 1 100 intronic NM_002458.2c.3057+75T>Cp.? -0.7 C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs2672803 YES Mucin 5, subtype B, tracheobronchialGolgi lumen,O-glycan processing,extracellular exosome,extracellular space,intracellular membrane-bounded organelle,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayBronchial Diseases;Bronchiolitis;Bronchitis;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Neoplasms;Pulmonary Fibrosis;Respiratory Tract Diseases;Respiratory Tract InfectionsT=0, C=105 T=0.0, C=1.0 0.00001 1643.12 105 T=0/0, C=35/70

chr11:1257886 T/T C T SNV MUC5B MUC5B:intronic:NM_002458.2 1 100 intronic NM_002458.2c.3057+94C>Tp.? -5 C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs56139112 YES Mucin 5, subtype B, tracheobronchialGolgi lumen,O-glycan processing,extracellular exosome,extracellular space,intracellular membrane-bounded organelle,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayBronchial Diseases;Bronchiolitis;Bronchitis;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Neoplasms;Pulmonary Fibrosis;Respiratory Tract Diseases;Respiratory Tract InfectionsC=0, T=102 C=0.0, T=1.0 0.00001 1593.36 102 C=0/0, T=32/70

chr8:95188850 T/C T C SNV CDH17 CDH17:exonic:NM_004063.3 1 95.45 5 missense NM_004063.3c.343A>G p.Lys115Glu 0.54 1 56 0 Cadherin domainrs2243518 0.2141 YES 6.203E-1 (pos.95188850) Cadherin-17, liver-intestineadherens junction organization,basolateral plasma membrane,calcium ion binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,cell adhesion,cell junction,cell surface,germinal center B cell differentiation,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integrin binding,integrin-mediated signaling pathway,marginal zone B cell differentiation,membrane,nucleus,oligopeptide transmembrane transport,oligopeptide transport,plasma membrane,positive regulation of integrin activation by cell surface receptor linked signal transduction,proton-dependent oligopeptide secondary active transmembrane transporter activity,spleen development,transport,transporter activityAsthma;Asthma, Occupational;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Respiratory Hypersensitivity;Respiratory Tract DiseasesT=1, C=21 T=0.0455, C=0.9545 0.00001 271.525 22 T=1/0, C=12/9

chr8:95161102 G/A G A SNV CDH17 CDH17:exonic:NM_004063.3 1 57.58 14 synonymous NM_004063.3c.1797C>T p.(=) -1.36 0.02(COSM3982616)Cadherin domainrs35792427 0.1356 YES 1.468E-1 (pos.95161102) acute_myeloid_leukaemiaCadherin-17, liver-intestineadherens junction organization,basolateral plasma membrane,calcium ion binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,cell adhesion,cell junction,cell surface,germinal center B cell differentiation,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integrin binding,integrin-mediated signaling pathway,marginal zone B cell differentiation,membrane,nucleus,oligopeptide transmembrane transport,oligopeptide transport,plasma membrane,positive regulation of integrin activation by cell surface receptor linked signal transduction,proton-dependent oligopeptide secondary active transmembrane transporter activity,spleen development,transport,transporter activityAsthma;Asthma, Occupational;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Respiratory Hypersensitivity;Respiratory Tract DiseasesG=14, A=19 G=0.4242, A=0.5758 0.00001 204.396 33 G=11/3, A=13/6

chr11:125864973 A/A AAC A INDEL CDON CDON:intronic:NM_001243597.1 2 100 intronic NM_001243597.1c.2363-26GTT>Tp.? 0.97, 0.72, -1.09 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs138741332,rs199804584,rs201497441,rs577712867,rs751855328,rs7564294890.0 (pos.125864968),0.0;0.0 (pos.125864975),4.701E-1;1.464E-3;0.0 (pos.125864972)Cell adhesion molecule-related/downregulated by oncogenesanterior/posterior pattern specification,cell adhesion,cell fate specification,cerebral cortex development,embryonic body morphogenesis,embryonic morphogenesis,embryonic retina morphogenesis in camera-type eye,extracellular matrix,integral component of plasma membrane,lens development in camera-type eye,myoblast fusion,plasma membrane,positive regulation of MAPK cascade,positive regulation of muscle cell differentiation,positive regulation of myoblast differentiation,positive regulation of neural precursor cell proliferation,positive regulation of neuron differentiation,positive regulation of skeletal muscle tissue development,positive regulation of small GTPase mediated signal transduction,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of neuron differentiation,regulation of protein heterodimerization activity,skeletal muscle satellite cell differentiation,smoothened signaling pathwayAbnormalities, Multiple;Agenesis of Corpus Callosum;Anodontia;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Holoprosencephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesAAC=0, A=60AAC=0.0, A=1.0 0.00001 730.896 60 AAC=0/0, A=25/35

chr11:126139100 C/C T C SNV

FOXRED1,SR

PRA SRPRA:upstream:NM_003139.3, FOXRED1:utr_5:NM_017547.3 1
100

intronic NM_003139.3, NM_017547.3c.-401A>G, c.-2T>Cp.?, p.? -0.71 FAD dependent oxidoreductasers1786702,rs773990187 0.2401 YES 0.0 (pos.126139099),9.988E-1 (pos.126139100)FAD-dependent oxidoreductase domain-containing protein 1,Signal recognition particle receptor, alpha subunitGTP binding,GTPase activity,IRE1-mediated unfolded protein response,RNA binding,SRP-dependent cotranslational protein targeting to membrane,biological_process,cotranslational protein targeting to membrane,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular exosome,integral component of membrane,membrane,mitochondrial inner membrane,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,mitochondrion,oxidation-reduction process,oxidoreductase activity,signal recognition particle binding,signal recognition particle receptor complexBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Leigh Disease;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Mitochondrial Encephalomyopathies;Mitochondrial Myopathies;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Pyruvate Metabolism, Inborn ErrorsBenign T=0, C=25 T=0.0, C=1.0 0.00001 352.49 25 T=0/0, C=9/16

chr18:64176365 T/T G T SNV CDH19 CDH19:exonic:NM_021153.3 1 100 11 synonymous NM_021153.3c.1695C>A p.(=) -0.36 0.28(COSM4131065)Cadherin cytoplasmic region,Cadherin domainrs1055335 0.3792 YES 2.02E-1 (pos.64176365) neoplasm Cadherin 19,Dachsous, Drosophila, homolog of, 1calcium ion binding,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membraneG=0, T=85 G=0.0, T=1.0 0.00001 1390.52 85 G=0/0, T=23/62

chr18:25543387 A/A G A SNV CDH2 CDH2:exonic:NM_001792.4 1 100 15 synonymous NM_001792.4c.2448C>T p.(=) -2.5 0.1(COSM148413)Cadherin cytoplasmic region,Cadherin domain,Cadherin prodomain likers1041985 0.3128 YES 4.133E-1;0.0 (pos.25543387)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,haemangioblastoma,neoplasmCadherin 2 (cadherin, neuronal type; N-cadherin)adherens junction organization,alpha-catenin binding,apical plasma membrane,basolateral plasma membrane,beta-catenin binding,blood vessel morphogenesis,brain morphogenesis,calcium ion binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,catenin complex,cell adhesion,cell junction,cell migration,cell surface,cell-cell adherens junction,cell-cell adhesion mediated by cadherin,cell-cell junction,cellular protein metabolic process,cerebral cortex development,cortical actin cytoskeleton,cytoplasm,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,fascia adherens,focal adhesion,gamma-catenin binding,glial cell differentiation,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homeostasis of number of cells,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,intercalated disc,lamellipodium,membrane,negative regulation of canonical Wnt signaling pathway,neuroepithelial Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Digestive System Diseases;Digestive System Neoplasms;Epilepsy;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heart Diseases;Myocardial Ischemia;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Nervous System Diseases;Status Epilepticus;Stomach Diseases;Stomach Neoplasms;Vascular DiseasesG=0, A=34 G=0.0, A=1.0 0.00001 523.898 34 G=0/0, A=15/19

chr18:25565082 G/G A G SNV CDH2 CDH2:exonic:NM_001792.4 1 100 13 synonymous NM_001792.4c.2091T>C p.(=) -2.97 Cadherin cytoplasmic region,Cadherin domain,Cadherin prodomain likers1220144 1.00E-04 1.0 (pos.25565082) Cadherin 2 (cadherin, neuronal type; N-cadherin)adherens junction organization,alpha-catenin binding,apical plasma membrane,basolateral plasma membrane,beta-catenin binding,blood vessel morphogenesis,brain morphogenesis,calcium ion binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,catenin complex,cell adhesion,cell junction,cell migration,cell surface,cell-cell adherens junction,cell-cell adhesion mediated by cadherin,cell-cell junction,cellular protein metabolic process,cerebral cortex development,cortical actin cytoskeleton,cytoplasm,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,fascia adherens,focal adhesion,gamma-catenin binding,glial cell differentiation,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homeostasis of number of cells,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,intercalated disc,lamellipodium,membrane,negative regulation of canonical Wnt signaling pathway,neuroepithelial Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Digestive System Diseases;Digestive System Neoplasms;Epilepsy;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heart Diseases;Myocardial Ischemia;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Nervous System Diseases;Status Epilepticus;Stomach Diseases;Stomach Neoplasms;Vascular DiseasesA=0, G=80 A=0.0, G=1.0 0.00001 1289.35 80 A=0/0, G=40/40

chr11:1275592 AA/AA GC AA MNV MUC5B MUC5B:intronic:NM_002458.2 2 100 intronic NM_002458.2c.15477+11GC>AAp.? -2.02, -1.12 C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs386749661,rs56088961,rs563520920.0327 YES 4.092E-3 (pos.1275593),4.094E-3 (pos.1275592)Mucin 5, subtype B, tracheobronchialGolgi lumen,O-glycan processing,extracellular exosome,extracellular space,intracellular membrane-bounded organelle,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayBronchial Diseases;Bronchiolitis;Bronchitis;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Neoplasms;Pulmonary Fibrosis;Respiratory Tract Diseases;Respiratory Tract InfectionsGC=0, AA=34GC=0.0, AA=1.0 0.00001 524.186 34 GC=0/0, AA=11/23

chr11:1279486 G/G A G SNV MUC5B MUC5B:intronic:NM_002458.2 1 100 intronic NM_002458.2c.16555+53A>Gp.? 1.3 C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs2249550,rs747878477 YES 0.0;4.34E-4 (pos.1279480) Mucin 5, subtype B, tracheobronchialGolgi lumen,O-glycan processing,extracellular exosome,extracellular space,intracellular membrane-bounded organelle,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayBronchial Diseases;Bronchiolitis;Bronchitis;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Neoplasms;Pulmonary Fibrosis;Respiratory Tract Diseases;Respiratory Tract InfectionsA=0, G=32 A=0.0, G=1.0 0.00001 481.753 32 A=0/0, G=19/13

chr11:1279527 T/T A T SNV MUC5B MUC5B:intronic:NM_002458.2 1 100 intronic NM_002458.2c.16556-33A>Tp.? -0.34 C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs55954116 0.034 YES 4.149E-3;0.0 (pos.1279527) Mucin 5, subtype B, tracheobronchialGolgi lumen,O-glycan processing,extracellular exosome,extracellular space,intracellular membrane-bounded organelle,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayBronchial Diseases;Bronchiolitis;Bronchitis;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Neoplasms;Pulmonary Fibrosis;Respiratory Tract Diseases;Respiratory Tract InfectionsA=0, T=32 A=0.0, T=1.0 0.00001 489.413 32 A=0/0, T=13/19

chr10:73520632 C/C A C SNV CDH23,VSIR CDH23:intronic:NM_022124.5, VSIR:exonic:NM_022153.1 1
100

3 missense NM_022124.5, NM_022153.1c.4846-16805A>C, c.561T>Gp.?, p.Asp187Glu -0.7 1 45 0 0.09(COSM3751944)Cadherin domain,Immunoglobulin V-set domain,Immunoglobulin domainrs3747869 0.1012 YES 8.084E-1 (pos.73520632) adenocarcinomaCadherin-23 (otocadherin)calcium ion binding,calcium ion transport,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,equilibrioception,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,inner ear receptor stereocilium organization,integral component of membrane,locomotory behavior,membrane,photoreceptor cell maintenance,plasma membrane,protein binding,regulation of cytosolic calcium ion concentration,response to stimulus,sensory perception of light stimulus,sensory perception of sound,stereocilium,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Pneumoconiosis;Respiratory Tract Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersA=0, C=23 A=0.0, C=1.0 0.00001 316.747 23 A=0/0, C=18/5

chr11:1281787 A/A G A SNV MUC5B MUC5B:intronic:NM_002458.2 1 100 intronic NM_002458.2c.16967-69G>Ap.? -0.51 C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs56152756 YES Mucin 5, subtype B, tracheobronchialGolgi lumen,O-glycan processing,extracellular exosome,extracellular space,intracellular membrane-bounded organelle,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayBronchial Diseases;Bronchiolitis;Bronchitis;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Neoplasms;Pulmonary Fibrosis;Respiratory Tract Diseases;Respiratory Tract InfectionsG=0, A=56 G=0.0, A=1.0 0.00001 832.1 56 G=0/0, A=6/50

chr16:68721533 G/C G C SNV CDH3 CDH3:exonic:NM_001793.5 1 50 12 missense NM_001793.5c.1689G>C p.Gln563His -0.05 0.26 24 0.029 0.11(COSM3755004),0.11(COSM3755005)Cadherin cytoplasmic region,Cadherin domainrs1126933 0.4174 YES 4.965E-1 (pos.68721533) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinomaCadherin-15, M-cadherin (myotubule),Cadherin-3 (P-cadherin)adherens junction organization,calcium ion binding,canonical Wnt signaling pathway,cell adhesion,cell-cell adherens junction,cytoplasm,hair cycle process,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,membrane,molecular_function,negative regulation of timing of catagen,negative regulation of transforming growth factor beta2 production,plasma membrane,positive regulation of gene expression,positive regulation of insulin-like growth factor receptor signaling pathway,positive regulation of keratinocyte proliferation,positive regulation of melanin biosynthetic process,positive regulation of melanosome transport,positive regulation of monophenol monooxygenase activity,regulation of hair cycle by canonical Wnt signaling pathway,response to drug,retina homeostasis,visual perception,wound healingAbnormalities, Multiple;Adnexal Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Digestive System Diseases;Ectodermal Dysplasia;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Hair Diseases;Hand Deformities;Hand Deformities, Congenital;Hypotrichosis;Inflammatory Bowel Diseases;Intestinal Diseases;Limb Deformities, Congenital;Macular Degeneration;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Ovarian Cysts;Ovarian Diseases;Retinal Degeneration;Retinal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Upper Extremity Deformities, CongenitalBenign G=40, C=40 G=0.5, C=0.5 0.00001 422.27 80 G=22/18, C=14/26

chr20:60485626 AT/AT A AT INDEL CDH4 CDH4:exonic:NM_001794.4 1 100 9 frameshiftInsertion NM_001794.4c.1337_1338insTp.Val448fs 8.7 Cadherin cytoplasmic region,Cadherin domain,Cadherin prodomain like adenocarcinomaCadherin 4 adherens junction organization,axon guidance,calcium ion binding,cell adhesion,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,plasma membrane,positive regulation of axon extensionNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, AT=24 A=0.0, AT=1.0 0.00001 297.768 24 A=0/0, AT=11/13

chr20:60512028 G/C G C SNV CDH4 CDH4:utr_3:NM_001794.4 1 45.83 16 utr_3 NM_001794.4c.2778G>C p.? -0.81 Cadherin cytoplasmic region,Cadherin domain,Cadherin prodomain likers1056914665,rs37612220.2169 YES 4.572E-1 (pos.60512028) Cadherin 4 adherens junction organization,axon guidance,calcium ion binding,cell adhesion,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,plasma membrane,positive regulation of axon extensionNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=13, C=11 G=0.5417, C=0.4583 0.00001 93.4399 24 G=6/7, C=4/7

chr11:128782214 A/A G A SNV KCNJ5 KCNJ5:intronic:NM_000890.3 1 100 intronic NM_000890.3c.937+109G>Ap.? -1.41 Inward rectifier potassium channelrs1317470 YES Potassium inwardly-rectifying channel, subfamily J, member 5G-protein activated inward rectifier potassium channel activity,T-tubule,external side of plasma membrane,inward rectifier potassium channel activity,membrane repolarization during atrial cardiac muscle cell action potential,membrane repolarization during ventricular cardiac muscle cell action potential,plasma membrane,potassium ion import,potassium ion import across plasma membrane,potassium ion transport,protein binding,regulation of heart rate by cardiac conduction,regulation of ion transmembrane transport,ventricular cardiac muscle cell membrane repolarization,voltage-gated potassium channel activity involved in atrial cardiac muscle cell action potential repolarization,voltage-gated potassium channel activity involved in ventricular cardiac muscle cell action potential repolarization,voltage-gated potassium channel complexAdenoma;Andersen Syndrome;Arrhythmias, Cardiac;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Romano-Ward SyndromeEthanol,Glyburide G=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=5/18

chr11:129743012 A/G A G SNV NFRKB NFRKB:intronic:NM_006165.3 1 50 intronic NM_006165.3c.2626-21T>Cp.? -0.27 NFRKB Winged Helix-likers1650826 0.2851 YES 6.644E-1 (pos.129743012) Nuclear factor related to kappa B-binding proteinDNA binding,DNA recombination,DNA repair,Ino80 complex,inflammatory response,nucleoplasm,nucleus,protease binding,protein binding,protein deubiquitination,regulation of transcription, DNA-templated,transcription from RNA polymerase II promoterA=17, G=17 A=0.5, G=0.5 0.00001 172.009 34 A=12/5, G=12/5

chr11:130064223 G/G A G SNV ST14 ST14:intronic:NM_021978.3 1 100 intronic NM_021978.3c.1015+40A>Gp.? -0.56 CUB domain,CUB-like domain,Low-density lipoprotein receptor domain class A,SEA domain,Trypsinrs610005 0.112 YES 9.459E-1 (pos.130064223) Suppression of tumorigenicity 14basolateral plasma membrane,cornification,endopeptidase activity,epithelial cell morphogenesis involved in placental branching,extracellular exosome,extrinsic component of plasma membrane,integral component of plasma membrane,keratinocyte differentiation,neural tube closure,plasma membrane,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hair Diseases;Hypotrichosis;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Infant, Newborn, Diseases;Keratosis;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Netherton Syndrome;Prostatic Diseases;Prostatic Neoplasms;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urogenital NeoplasmsBenzamidine,Urokinase A=0, G=35 A=0.0, G=1.0 0.00001 543.883 35 A=0/0, G=10/25

chr11:130064705 G/G A G SNV ST14 ST14:intronic:NM_021978.3 1 100 intronic NM_021978.3c.1113+73A>Gp.? -0.57 CUB domain,CUB-like domain,Low-density lipoprotein receptor domain class A,SEA domain,Trypsinrs597576,rs949030858,rs999227470YES Suppression of tumorigenicity 14basolateral plasma membrane,cornification,endopeptidase activity,epithelial cell morphogenesis involved in placental branching,extracellular exosome,extrinsic component of plasma membrane,integral component of plasma membrane,keratinocyte differentiation,neural tube closure,plasma membrane,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hair Diseases;Hypotrichosis;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Infant, Newborn, Diseases;Keratosis;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Netherton Syndrome;Prostatic Diseases;Prostatic Neoplasms;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urogenital NeoplasmsBenzamidine,Urokinase A=0, G=44 A=0.0, G=1.0 0.00001 726.547 44 A=0/0, G=19/25

chr20:60503350 A/G A G SNV CDH4 CDH4:exonic:NM_001794.4 1 45.45 12 missense NM_001794.4c.1874A>G p.Lys625Arg 0.4 0.84 26 0 0.21(COSM3758683)Cadherin cytoplasmic region,Cadherin domain,Cadherin prodomain likers6142884 0.4844 YES 8.548E-1 (pos.60503350) acute_myeloid_leukaemia,adenocarcinoma,lymphoid_neoplasmCadherin 4 adherens junction organization,axon guidance,calcium ion binding,cell adhesion,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,plasma membrane,positive regulation of axon extensionNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=12, G=10 A=0.5455, G=0.4545 0.00001 81.6398 22 A=3/9, G=4/6

chr11:13399791 G/G A G SNV ARNTL ARNTL:intronic:NM_001178.5 1 100 intronic NM_001178.5c.1412-93A>Gp.? 0.01 Helix-loop-helix DNA-binding domain,PAS domain,PAS foldrs10832030 YES Aryl hydrocarbon receptor nuclear translocator-likeDNA binding,DNA binding transcription factor activity,E-box binding,Hsp90 protein binding,PML body,aryl hydrocarbon receptor binding,bHLH transcription factor binding,chromatoid body,circadian regulation of gene expression,circadian rhythm,core promoter binding,core promoter sequence-specific DNA binding,cytoplasm,intracellular membrane-bounded organelle,maternal process involved in parturition,negative regulation of TOR signaling,negative regulation of fat cell differentiation,negative regulation of glucocorticoid receptor signaling pathway,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,oxidative stress-induced premature senescence,positive regulation of canonical Wnt signaling pathway,positive regulation of circadian rhythm,positive regulation of skeletal muscle cell differentiation,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,Bone Marrow Diseases;Cardiovascular Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Infertility;Infertility, Female;Leukemia;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Myeloproliferative Disorders;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Vascular DiseasesA=0, G=25 A=0.0, G=1.0 0.00001 352.966 25 A=0/0, G=14/11

chr16:66420885 T/T C T SNV CDH5 CDH5:exonic:NM_001795.4 1 100 3 synonymous NM_001795.4c.384C>T p.(=) 0.14 0.11(COSM5019127)Cadherin cytoplasmic region,Cadherin domainrs1130844 0.4708 YES 8.029E-1 (pos.66420885) haemangioblastomaCadherin-5 adherens junction organization,beta-catenin binding,bicellular tight junction,blood vessel maturation,calcium ion binding,cell adhesion,cell junction,cell surface,cell-cell adherens junction,cell-cell junction,cell-cell junction assembly,external side of plasma membrane,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,ion channel binding,membrane,negative regulation of cell proliferation,plasma membrane,positive regulation of establishment of endothelial barrier,protein binding,protein phosphatase binding,receptor binding,regulation of establishment of cell polarity,transforming growth factor beta receptor signaling pathwayBile Duct Diseases;Biliary Tract Diseases;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Cholestasis;Cholestasis, Intrahepatic;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Myocardial Infarction;Myocardial Ischemia;Neoplasms;Neoplasms by Site;No-Reflow Phenomenon;Rectal Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesFX06,Lenalidomide C=0, T=206 C=0.0, T=1.0 0.00001 3340.5 206 C=0/0, T=84/122

chr5:31302288 T/T C T SNV CDH6 CDH6:exonic:NM_004932.3 1 100 6 synonymous NM_004932.3c.882C>T p.(=) -0.49 Cadherin cytoplasmic region,Cadherin domainrs2287582 0.4715 YES 5.541E-1 (pos.31302288) Cadherin 6 Notch signaling pathway,adherens junction organization,calcium ion binding,cell adhesion,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membraneC=0, T=25 C=0.0, T=1.0 0.00001 353.017 25 C=0/0, T=10/15

chr11:13716530 A/G A G SNV FAR1 FAR1:intronic:NM_032228.5 1 57.63 intronic NM_032228.5c.189+29A>Gp.? 0.03 Male sterility protein,NAD dependent epimerase/dehydratase familyrs7130943 0.4195 YES 2.487E-1 (pos.13716530) Fatty acyl CoA reductase 1alcohol-forming fatty acyl-CoA reductase activity,ether lipid biosynthetic process,fatty-acyl-CoA reductase (alcohol-forming) activity,glycerophospholipid biosynthetic process,integral component of membrane,integral component of peroxisomal membrane,lipid metabolic process,long-chain fatty-acyl-CoA metabolic process,oxidation-reduction process,oxidoreductase activity,peroxisomal matrix,peroxisomal membrane,peroxisome,wax biosynthetic processA=25, G=34 A=0.4237, G=0.5763 0.00001 356.566 59 A=13/12, G=11/23

chr11:14501296 C/T C T SNV COPB1 COPB1:intronic:NM_001144062.1 1 50 intronic NM_001144062.1c.1213-36G>Ap.? -0.39 Adaptin N terminal region,Coatomer beta C-terminal region,Coatomer beta subunit appendage platformrs2575857 0.3805 YES 6.765E-1 (pos.14501296) Coatomer protein complex, subunit beta 1COPI vesicle coat,ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi-associated vesicle,cytosol,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,ficolin-1-rich granule membrane,intra-Golgi vesicle-mediated transport,intracellular membrane-bounded organelle,intracellular protein transport,membrane,membrane coat,neutrophil degranulation,plasma membrane,protein binding,retrograde vesicle-mediated transport, Golgi to ER,secretory granule membrane,structural molecule activity,tertiary granule membrane,transport vesicle,vesicle-mediated transport,viral processC=18, T=18 C=0.5, T=0.5 0.00001 188.078 36 C=6/12, T=4/14

chr5:31317494 T/T C T SNV CDH6 CDH6:exonic:NM_004932.3 1 100 10 synonymous NM_004932.3c.1525C>T p.(=) 1.23 Cadherin cytoplasmic region,Cadherin domainrs2302904 0.454 YES 5.264E-1 (pos.31317494) Cadherin 6 Notch signaling pathway,adherens junction organization,calcium ion binding,cell adhesion,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membraneC=0, T=41 C=0.0, T=1.0 0.00001 664.698 41 C=0/0, T=17/24

chr11:15198772 T/T G T SNV INSC INSC:intronic:NM_001031853.4 1 100 intronic NM_001031853.4c.596+63G>Tp.? 1.54 Inscuteable LGN-binding domainrs1624731 0.4833 YES Inscuteable, Drosophila, homolog ofcell cortex,cell differentiation,nervous system development,plasma membrane,protein binding,protein binding, bridging,protein complex,protein domain specific binding,regulation of protein stabilityG=0, T=32 G=0.0, T=1.0 0.00001 485.102 32 G=0/0, T=23/9

chr5:31317529 G/G A G SNV CDH6 CDH6:exonic:NM_004932.3 1 100 10 synonymous NM_004932.3c.1560A>G p.(=) 0.03 Cadherin cytoplasmic region,Cadherin domainrs2302903 0.463 YES 5.522E-1 (pos.31317529) Cadherin 6 Notch signaling pathway,adherens junction organization,calcium ion binding,cell adhesion,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membraneA=0, G=41 A=0.0, G=1.0 0.00001 658.792 41 A=0/0, G=17/24

chr11:16823059 C/C T C SNV PLEKHA7 PLEKHA7:intronic:NM_175058.4 1 100 intronic NM_175058.4c.2307+156A>Gp.? -0.1 PH domain,Pleckstrin homology domainrs216488 YES Pleckstrin homology domain-containing protein, family A, member 7cell junction,centrosome,cytosol,delta-catenin binding,epithelial cell-cell adhesion,extracellular exosome,nucleus,zonula adherens,zonula adherens maintenanceEye Diseases;Glaucoma;Glaucoma, Angle-Closure;Ocular HypertensionT=0, C=54 T=0.0, C=1.0 0.00001 798.146 54 T=0/0, C=33/21

chr5:31317952 C/C T C SNV CDH6 CDH6:exonic:NM_004932.3 1 100 11 synonymous NM_004932.3c.1803T>C p.(=) -0.09 Cadherin cytoplasmic region,Cadherin domainrs2229575 0.4624 YES 5.279E-1 (pos.31317952) Cadherin 6 Notch signaling pathway,adherens junction organization,calcium ion binding,cell adhesion,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membraneT=0, C=59 T=0.0, C=1.0 0.00001 885.367 59 T=0/0, C=18/41

chr5:176005477 T/T C T SNV CDHR2 CDHR2:exonic:NM_017675.4 1 100 16 synonymous NM_017675.4c.1686C>T p.(=) -3.32 0.24(COSM3761123)Cadherin domainrs2358747 0.221 YES 5.357E-1 (pos.176005477)adenocarcinoma apical plasma membrane,brush border,brush border membrane,calcium ion binding,cell adhesion molecule binding,cell junction,cell-cell adhesion mediated by cadherin,epithelial cell differentiation,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,intermicrovillar adhesion,membrane,microvillus membrane,negative regulation of cell growth involved in contact inhibition,protein binding,regulation of microvillus length,spanning component of plasma membraneC=0, T=45 C=0.0, T=1.0 0.00001 747.374 45 C=0/0, T=23/22

chr11:17415190 C/G C G SNV ABCC8 ABCC8:intronic:NM_000352.4 1 59.09 intronic NM_000352.4c.4608+54G>Cp.? -0.06 ABC transporter,ABC transporter transmembrane regionrs4148646 0.3545 YES ATP-binding cassette, subfamily C, member 8 (sulfonylurea receptor)ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATP-activated inward rectifier potassium channel activity,ATP-sensitive potassium channel complex,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,cellular glucose homeostasis,cellular response to organic substance,female pregnancy,integral component of membrane,ion channel binding,memory,mitochondrion,negative regulation of angiogenesis,negative regulation of glial cell proliferation,negative regulation of insulin secretion,negative regulation of low-density lipoprotein particle clearance,negative regulation of maintenance of permeability of blood-brain barrier,negative regulation of neuroblast migration,negative regulation of wound healing,plasma membrane,positive regulation of occluding junction disassembly,positive regulation of tumor necrosis factor production,positive regulation of uterine smooth muscle relaxation,positive regulation of voltage-gated potassium channel Autoimmune Diseases;Brain Diseases;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Hyperinsulinism;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 1;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glucose Metabolism Disorders;Hyperinsulinism;Hypoglycemia;Immune System Diseases;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Pancreatic Diseases;Rectal DiseasesATP,Chlorpropamide,Gliclazide,Glimepiride,Glipizide,Gliquidone,Glyburide,Glycodiazine,Mitiglinide,Nateglinide,Repaglinide,Tolazamide,TolbutamideC=9, G=13 C=0.4091, G=0.5909 0.00001 122.568 22 C=0/9, G=5/8

chr11:17436936 G/G A G SNV ABCC8 ABCC8:intronic:NM_000352.4 1 100 intronic NM_000352.4c.2256-50T>Cp.? -0.25 ABC transporter,ABC transporter transmembrane regionrs4148626 0.1428 YES 9.098E-1 (pos.17436936) ATP-binding cassette, subfamily C, member 8 (sulfonylurea receptor)ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATP-activated inward rectifier potassium channel activity,ATP-sensitive potassium channel complex,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,cellular glucose homeostasis,cellular response to organic substance,female pregnancy,integral component of membrane,ion channel binding,memory,mitochondrion,negative regulation of angiogenesis,negative regulation of glial cell proliferation,negative regulation of insulin secretion,negative regulation of low-density lipoprotein particle clearance,negative regulation of maintenance of permeability of blood-brain barrier,negative regulation of neuroblast migration,negative regulation of wound healing,plasma membrane,positive regulation of occluding junction disassembly,positive regulation of tumor necrosis factor production,positive regulation of uterine smooth muscle relaxation,positive regulation of voltage-gated potassium channel Autoimmune Diseases;Brain Diseases;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Hyperinsulinism;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 1;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glucose Metabolism Disorders;Hyperinsulinism;Hypoglycemia;Immune System Diseases;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Pancreatic Diseases;Rectal DiseasesATP,Chlorpropamide,Gliclazide,Glimepiride,Glipizide,Gliquidone,Glyburide,Glycodiazine,Mitiglinide,Nateglinide,Repaglinide,Tolazamide,TolbutamideA=0, G=42 A=0.0, G=1.0 0.00001 685.203 42 A=0/0, G=19/23

chr5:176011889 A/A G A SNV CDHR2 CDHR2:exonic:NM_017675.4 1 100 19 synonymous NM_017675.4c.2607G>A p.(=) -0.6 0.04(COSM5654053)Cadherin domainrs4868660 0.4273 YES 2.628E-2 (pos.176011889)diffuse_large_B_cell_lymphomaapical plasma membrane,brush border,brush border membrane,calcium ion binding,cell adhesion molecule binding,cell junction,cell-cell adhesion mediated by cadherin,epithelial cell differentiation,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,intermicrovillar adhesion,membrane,microvillus membrane,negative regulation of cell growth involved in contact inhibition,protein binding,regulation of microvillus length,spanning component of plasma membraneG=0, A=30 G=0.0, A=1.0 0.00001 446.639 30 G=0/0, A=14/16

chr11:17742681 C/C G C SNV MYOD1 MYOD1:intronic:NM_002478.4 1 100 intronic NM_002478.4c.710-121G>Cp.? -1.32 Helix-loop-helix DNA-binding domain,Myogenic Basic domain,Myogenic determination factor 5rs10832853 YES Myogenic factor-3E-box binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,cellular response to estradiol stimulus,cellular response to glucocorticoid stimulus,cellular response to oxygen levels,cellular response to starvation,chromatin DNA binding,chromatin binding,core promoter binding,cytosol,histone H3 acetylation,histone H4 acetylation,muscle cell fate commitment,muscle organ development,myoblast fate determination,myoblast fusion,myofibril,myotube cell development,myotube differentiation involved in skeletal muscle regeneration,negative regulation of myoblast proliferation,nuclear body,nuclear chromatin,nuclear hormone receptor binding,nucleoplasm,nucleus,positive regulation of muscle cell differentiation,positive regulation of myoblast differentiation,positive regulation of myoblast fusion,positive regulation of skeletal muscle fiber development,positive regulation of skeletal muscle tissue regeneration,positive regulatiCardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases and Pregnancy Complications;Hernias, Diaphragmatic, Congenital;Myosarcoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective and Soft Tissue;Neoplasms, Muscle Tissue;Pregnancy Complications;Prenatal Exposure Delayed Effects;Prenatal Injuries;Rhabdomyosarcoma;Rhabdomyosarcoma, Embryonal;SarcomaG=0, C=23 G=0.0, C=1.0 0.00001 316.432 23 G=0/0, C=13/10

chr11:1776024 T/T TC T INDEL CTSD CTSD:intronic:NM_001909.4 1 100 intronic NM_001909.4c.827+112GA>Ap.? 0.05, 0.0 A1 Propeptide,Eukaryotic aspartyl protease,Xylanase inhibitor C-terminal,Xylanase inhibitor N-terminalrs200465973,rs398015183,rs55725229YES Cathepsin D (lysosomal aspartyl protease)antigen processing and presentation of exogenous peptide antigen via MHC class II,aspartic-type endopeptidase activity,autophagy,collagen catabolic process,cysteine-type endopeptidase activity,extracellular exosome,extracellular matrix,extracellular region,extracellular space,ficolin-1-rich granule lumen,lysosomal lumen,lysosome,melanosome,membrane raft,neutrophil degranulation,protein binding,protein catabolic process,proteolysis,serine-type endopeptidase activity,specific granule lumen,tertiary granule lumenAdenocarcinoma;Amyotrophic Lateral Sclerosis;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Carcinoma;Carcinoma, Hepatocellular;Carcinoma, Renal Cell;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Joint Diseases;Kidney Diseases;Kidney Neoplasms;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Liver Diseases;Liver Neoplasms;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Motor Neuron Disease;Musculoskeletal Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseas1h-Benoximidazole-2-Carboxylic Acid,5-AMINO-6-CYCLOHEXYL-4-HYDROXY-2-ISOBUTYL-HEXANOIC ACID,CYCLOHEXYLMETHYL-2,3-DIHYDROXY-5-METHYL-HEXYLAMIDE,Insulin Human,Insulin Pork,N-Aminoethylmorpholine,S-MethylcysteineTC=0, T=123TC=0.0, T=1.0 0.00001 1816.34 123 TC=0/0, T=64/59

chr7:105658451 G/A G A SNV CDHR3 CDHR3:exonic:NM_152750.4 1 47.62 12 missense NM_152750.4c.1586G>A p.Cys529Tyr 3.35 1 194 0 Cadherin domainrs6967330 0.1694 YES 7.081E-2 (pos.105658451) Cadherin-related family, member 3calcium ion binding,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,membrane,plasma membrane,viral entry into host cell,virus receptor activityAsthma;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Respiratory Hypersensitivity;Respiratory Tract DiseasesG=11, A=10 G=0.5238, A=0.4762 0.00001 82.2864 21 G=2/9, A=3/7

chr1:1650845 G/A G A SNV

CDK11A,CD

K11B CDK11A:exonic:NM_001313896.1, CDK11B:exonic:NM_033486.2 1
96.77

4 missense NM_033486.2, NM_001313896.1c.277C>T, c.277C>Tp.Arg93Trp, p.Arg93Trp 6.45 0.0, 0.0 101.0, 101.00.999, 1.0 0.97(COSM4142969),0.97(COSM4142970)Protein kinase domain,Protein tyrosine kinasers1059831 0.488 YES 4.649E-1 (pos.1650845) neoplasm Cyclin-dependent kinase 11A,Cyclin-dependent kinase 11BATP binding,apoptotic process,cyclin-dependent protein serine/threonine kinase activity,cytoplasm,mitotic cell cycle,nucleus,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of cell growth,regulation of mRNA processing,regulation of mitotic cell cycle,regulation of transcription, DNA-templatedG=1, A=30 G=0.0323, A=0.9677 0.00001 435.387 31 G=0/1, A=4/26

chr12:56360876 G/A G A SNV CDK2 CDK2:exonic:NM_001798.4 1 47.37 1 synonymous NM_001798.4c.84G>A p.(=) 1.11 0.45(COSM5019698)Protein kinase domain,Protein tyrosine kinasers2069398 0.0773 YES 6.74E-3 (pos.56360876) ductal_carcinoma,haemangioblastomaCyclin-dependent kinase 2ATP binding,Cajal body,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,DNA repair,DNA replication,G1/S transition of mitotic cell cycle,G2/M transition of mitotic cell cycle,Ras protein signal transduction,X chromosome,Y chromosome,cell division,cellular response to nitric oxide,centriole replication,centrosome,centrosome duplication,chromosome, telomeric region,condensed chromosome,cyclin A1-CDK2 complex,cyclin A2-CDK2 complex,cyclin E1-CDK2 complex,cyclin E2-CDK2 complex,cyclin binding,cyclin-dependent protein kinase activity,cyclin-dependent protein kinase holoenzyme complex,cyclin-dependent protein serine/threonine kinase activity,cytoplasm,cytosol,endosome,histone kinase activity,histone phosphorylation,kinase activity,meiotic cell cycle,metal ion binding,mitotic G1 DNA damage checkpoint,multicellular organism development,negative regulation of transcription from RNA polymerase II promoter,negative regulation of ubiquitin-protein ligase activity involved in mAsthma;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Respiratory Hypersensitivity;Respiratory Tract Diseases(13R,15S)-13-METHYL-16-OXA-8,9,12,22,24-PENTAAZAHEXACYCLO15.6.2.16,9.1,12,15.0,2,7.0,21,25HEPTACOSA-1(24),2,4,6,17(25),18,20-HEPTAENE-23,26-DIONE,(2R)-1-(DIMETHYLAMINO)-3-{4-(6-{2-FLUORO-5-(TRIFLUOROMETHYL)PHENYLAMINO}PYRIMIDIN-4-YL)AMINOPHENOXY}PROPAN-2-OL,(2R)-1-4-({4-(2,5-dichlorophenyl)aminopyrimidin-2-yl}amino)phenoxy-3-(dimethylamino)propan-2-ol,(2R)-1-4-({6-(2,6-difluorophenyl)aminopyrimidin-4-yl}amino)phenoxy-3-(dimethylamino)propan-2-ol,(2R)-1-{4-(4-anilino-5-bromopyrimidin-2-yl)aminophenoxy}-3-(dimethylamino)propan-2-ol,(2R)-2-({9-(1-methylethyl)-6-(4-pyridin-2-ylbenzyl)amino-9H-purin-2-yl}amino)butan-1-ol,(2R)-2-{4-(benzylamino)-8-(1-methylethyl)pyrazolo1,5-a1,3,5triazin-2-ylamino}butan-1-ol,(2S)-1-4-({4-(2,5-dichlorophenyl)aminopyrimidin-2-yl}amino)phenoxy-3-(dimethylamino)propan-2-ol,(2S)-1-4-({6-(2,6-difluorophenyl)aminopyrimidin-4-yl}amino)phenoxy-3-(dimethylamino)propan-2-ol,(2S)-1-{4-(4-anilino-5-bromopyrimidin-2-yl)aminophenoxy}-3-(dimethylamino)propan-2-ol,(2S)-N-(3Z)-5-CYCLOPROPYL-3H-PYRAZG=20, A=18 G=0.5263, A=0.4737 0.00001 184.534 38 G=13/7, A=7/11

chr4:184367558 T/T TCTG T INDEL CDKN2AIP CDKN2AIP:exonic:NM_017632.3 3 100 3 nonframeshiftDeletion NM_017632.3c.723_725delTGCp.Ala242del -0.26, 4.25, 0.05, 0.83 XRN-Two Binding Domain, XTBDrs10533201,rs147291711,rs201501817,rs764522552,rs7764512670.2653 YES 2.543E-1 (pos.184367558)astrocytoma_Grade_IVCyclin-dependent kinase inhibitor 2A-interacting proteinRNA binding,cellular response to DNA damage stimulus,granular component,negative regulation of cell growth,nucleolus,nucleoplasm,p53 binding,positive regulation of cell growth,positive regulation of signal transduction,protein binding,regulation of protein stabilityTCTG=0, T=51TCTG=0.0, T=1.0 0.00001 754.584 51 TCTG=0/0, T=17/34

chr19:10679240 G/G C G SNV CDKN2D CDKN2D:exonic:NM_001800.3 1 100 1 synonymous NM_001800.3c.90G>C p.(=) 0.93 0.27(COSM3749455)Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs1968445 0.0451 YES 9.974E-1 (pos.10679240) adenocarcinomaCyclin-dependent kinase inhibitor 2D (p19, inhibits CDK4)DNA synthesis involved in DNA repair,G1/S transition of mitotic cell cycle,autophagic cell death,cell cycle arrest,cyclin D2-CDK4 complex,cyclin-dependent protein serine/threonine kinase inhibitor activity,cytoplasm,cytosol,negative regulation of cell cycle G1/S phase transition,negative regulation of cell growth,negative regulation of cell proliferation,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of intrinsic apoptotic signaling pathway in response to DNA damage,negative regulation of phosphorylation,negative regulation of protein serine/threonine kinase activity,nucleoplasm,nucleus,protein binding,protein kinase binding,regulation of cyclin-dependent protein serine/threonine kinase activity,response to UV,response to retinoic acid,response to vitamin D,sensory perception of soundDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsC=0, G=28 C=0.0, G=1.0 0.00001 408.718 28 C=0/0, G=10/18

chr19:10676423 A/A G A SNV

CDKN2D,KRI

1 CDKN2D:downstream:NM_001800.3, KRI1:exonic:NM_023008.3 1
100

2 synonymous NM_023008.3, NM_001800.3c.156C>T, c.*1311C>Tp.(=), p.? 0.76 KRI1-like family,KRI1-like family C-terminalrs3745245 0.2541 YES 4.731E-1 (pos.10676423) Cyclin-dependent kinase inhibitor 2D (p19, inhibits CDK4)90S preribosome,DNA synthesis involved in DNA repair,G1/S transition of mitotic cell cycle,RNA binding,autophagic cell death,cell cycle arrest,cyclin D2-CDK4 complex,cyclin-dependent protein serine/threonine kinase inhibitor activity,cytoplasm,cytosol,endonucleolytic cleavage in ITS1 to separate SSU-rRNA from 5.8S rRNA and LSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),negative regulation of cell cycle G1/S phase transition,negative regulation of cell growth,negative regulation of cell proliferation,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of intrinsic apoptotic signaling pathway in response to DNA damage,negative regulation of phosphorylation,negative regulation of protein serine/threonine kinase activity,nucleolus,nucleoplasm,nucleus,protein binding,protein kinase binding,regulation of cyclin-dependent protein serine/threonine kinase activity,response to UV,response to retinoic acid,response to vitamin D,sensoryDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsG=0, A=82 G=0.0, A=1.0 0.00001 1329.65 82 G=0/0, A=7/75

chr11:18267027 T/T C T SNV

SAA2,SAA2-

SAA4 SAA2:intronic:NM_001127380.2, SAA2-SAA4:intronic:NM_001199744.11
100

intronic NM_001199744.1, NM_001127380.2c.230+430G>A, c.230+430G>Ap.?, p.? -1.21 Serum amyloid A proteinrs2468844 0.1402 YES 9.345E-1 (pos.18267027) Serum amyloid A2acute-phase response,cell chemotaxis,chemoattractant activity,extracellular exosome,extracellular space,high-density lipoprotein particle,positive chemotaxisC=0, T=105 C=0.0, T=1.0 0.00001 1644.53 105 C=0/0, T=52/53

chr11:18267353 G/G A G SNV

SAA2,SAA2-

SAA4 SAA2:intronic:NM_001127380.2, SAA2-SAA4:intronic:NM_001199744.11
100

intronic NM_001199744.1, NM_001127380.2c.230+104T>C, c.230+104T>Cp.?, p.? -2.76 Serum amyloid A proteinrs2445172 YES Serum amyloid A2acute-phase response,cell chemotaxis,chemoattractant activity,extracellular exosome,extracellular space,high-density lipoprotein particle,positive chemotaxisA=0, G=24 A=0.0, G=1.0 0.00001 334.125 24 A=0/0, G=17/7

chr11:18267356 G/G A G SNV

SAA2,SAA2-

SAA4 SAA2:intronic:NM_001127380.2, SAA2-SAA4:intronic:NM_001199744.11
100

intronic NM_001199744.1, NM_001127380.2c.230+101T>C, c.230+101T>Cp.?, p.? -3.27 Serum amyloid A proteinrs2445171 YES Serum amyloid A2acute-phase response,cell chemotaxis,chemoattractant activity,extracellular exosome,extracellular space,high-density lipoprotein particle,positive chemotaxisA=0, G=24 A=0.0, G=1.0 0.00001 334.774 24 A=0/0, G=17/7

chr11:18267373 T/T C T SNV

SAA2,SAA2-

SAA4 SAA2:intronic:NM_001127380.2, SAA2-SAA4:intronic:NM_001199744.11
100

intronic NM_001199744.1, NM_001127380.2c.230+84G>A, c.230+84G>Ap.?, p.? -3.39 Serum amyloid A proteinrs1671927 Serum amyloid A2acute-phase response,cell chemotaxis,chemoattractant activity,extracellular exosome,extracellular space,high-density lipoprotein particle,positive chemotaxisC=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=17/7

chr11:18290902 CC/CC TT CC MNV SAA1 SAA1:intronic:NM_199161.4 2 100 intronic NM_199161.4c.228+24TT>CCp.? -0.08, -0.67 Serum amyloid A proteinrs34068567,rs35179000,rs71454429,rs770436381,rs796689651YES 0.0;0.0;0.0 (pos.18290900),5.267E-1 (pos.18290903),5.275E-1;0.0 (pos.18290902)Serum amyloid A1G-protein coupled receptor binding,G-protein coupled receptor signaling pathway,activation of MAPK activity,acute-phase response,cellular protein metabolic process,chemoattractant activity,cytoplasmic microtubule,endocytic vesicle lumen,extracellular exosome,extracellular region,extracellular space,heparin binding,high-density lipoprotein particle,innate immune response,lymphocyte chemotaxis,macrophage chemotaxis,negative regulation of inflammatory response,neutrophil chemotaxis,platelet activation,positive chemotaxis,positive regulation of cell adhesion,positive regulation of cytokine secretion,positive regulation of cytosolic calcium ion concentration,positive regulation of interleukin-1 secretion,receptor-mediated endocytosis,regulation of protein secretionArthritis;Arthritis, Experimental;Dermatitis;Dermatitis, Contact;Joint Diseases;Musculoskeletal Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesHuman Serum Albumin TT=0, CC=24TT=0.0, CC=1.0 0.00001 334.186 24 TT=0/0, CC=19/5

chr11:18290906 A/A G A SNV SAA1 SAA1:intronic:NM_199161.4 1 100 intronic NM_199161.4c.228+28G>Ap.? -0.07 Serum amyloid A proteinrs35474820,rs763502668,rs770436381YES 0.0;0.0;0.0 (pos.18290900),5.269E-1;0.0 (pos.18290906)Serum amyloid A1G-protein coupled receptor binding,G-protein coupled receptor signaling pathway,activation of MAPK activity,acute-phase response,cellular protein metabolic process,chemoattractant activity,cytoplasmic microtubule,endocytic vesicle lumen,extracellular exosome,extracellular region,extracellular space,heparin binding,high-density lipoprotein particle,innate immune response,lymphocyte chemotaxis,macrophage chemotaxis,negative regulation of inflammatory response,neutrophil chemotaxis,platelet activation,positive chemotaxis,positive regulation of cell adhesion,positive regulation of cytokine secretion,positive regulation of cytosolic calcium ion concentration,positive regulation of interleukin-1 secretion,receptor-mediated endocytosis,regulation of protein secretionArthritis;Arthritis, Experimental;Dermatitis;Dermatitis, Contact;Joint Diseases;Musculoskeletal Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesHuman Serum Albumin G=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=19/5

chr11:18303404 T/T C T SNV HPS5 HPS5:intronic:NM_181507.1 1 100 intronic NM_181507.1c.3329+93G>Ap.? -1.72 rs2271997 YES HPS gene 5 (ruby-eye 2, mouse, homolog of)BLOC-2 complex,blood coagulation,organelle organization,pigmentation,protein bindingAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hermanski-Pudlak Syndrome;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Platelet Storage Pool Deficiency;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesC=0, T=42 C=0.0, T=1.0 0.00001 681.332 42 C=0/0, T=27/15

chr19:10676681 C/C T C SNV

CDKN2D,KRI

1 CDKN2D:downstream:NM_001800.3, KRI1:exonic:NM_023008.3 1
100

1 missense NM_023008.3, NM_001800.3c.13A>G, c.*1053A>Gp.Thr5Ala, p.? 0.89 1 58 0 0(COSM3749454)KRI1-like family,KRI1-like family C-terminalrs3218222 0.2003 YES 4.091E-1 (pos.10676681) adenocarcinomaCyclin-dependent kinase inhibitor 2D (p19, inhibits CDK4)90S preribosome,DNA synthesis involved in DNA repair,G1/S transition of mitotic cell cycle,RNA binding,autophagic cell death,cell cycle arrest,cyclin D2-CDK4 complex,cyclin-dependent protein serine/threonine kinase inhibitor activity,cytoplasm,cytosol,endonucleolytic cleavage in ITS1 to separate SSU-rRNA from 5.8S rRNA and LSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),negative regulation of cell cycle G1/S phase transition,negative regulation of cell growth,negative regulation of cell proliferation,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of intrinsic apoptotic signaling pathway in response to DNA damage,negative regulation of phosphorylation,negative regulation of protein serine/threonine kinase activity,nucleolus,nucleoplasm,nucleus,protein binding,protein kinase binding,regulation of cyclin-dependent protein serine/threonine kinase activity,response to UV,response to retinoic acid,response to vitamin D,sensoryDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=19/15

chr11:18456181 G/G A G SNV LDHC LDHC:intronic:NM_002301.4 1 100 intronic NM_002301.4c.419-106A>Gp.? -1.31 lactate/malate dehydrogenase, NAD binding domain,lactate/malate dehydrogenase, alpha/beta C-terminal domainrs2721126 YES Lactate dehydrogenase CATP biosynthetic process,L-lactate dehydrogenase activity,carbohydrate metabolic process,carboxylic acid metabolic process,cytoplasm,cytosol,extracellular exosome,flagellated sperm motility,integral component of membrane,lactate biosynthetic process from pyruvate,lactate oxidation,motile cilium,nucleus,oxidation-reduction process,oxidoreductase activity, acting on the CH-OH group of donors, NAD or NADP as acceptor,pyruvate metabolic processGenital Diseases, Male;Infertility;Infertility, Male;Lung Diseases;Male Urogenital Diseases;Respiratory Tract DiseasesNADH A=0, G=28 A=0.0, G=1.0 0.00001 408.717 28 A=0/0, G=14/14

chr11:1855854 C/C G C SNV SYT8 SYT8:intronic:NM_138567.4 1 100 intronic NM_138567.4c.30+23G>Cp.? -0.64 C2 domain rs2063551 0.1997 YES 6.668E-1 (pos.1855854) Synaptotagmin 8acrosomal vesicle,acrosome reaction,calcium ion binding,calcium ion-regulated exocytosis of neurotransmitter,calcium-dependent phospholipid binding,calcium-dependent protein binding,clathrin binding,exocytosis,integral component of membrane,plasma membrane,regulation of calcium ion-dependent exocytosis,synaptic vesicle endocytosis,synaptic vesicle membrane,syntaxin binding,vesicle fusionG=0, C=38 G=0.0, C=1.0 0.00001 603.689 38 G=0/0, C=3/35

chr11:125830970 T/T A T SNV CDON CDON:exonic:NM_001243597.1 1 100 20 missense NM_001243597.1c.3731T>A p.Ile1244Asn 0.44 1 149 0 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs684535,rs779045630 0.319 YES 9.191E-1;0.0 (pos.125830970) Cell adhesion molecule-related/downregulated by oncogenesanterior/posterior pattern specification,cell adhesion,cell fate specification,cerebral cortex development,embryonic body morphogenesis,embryonic morphogenesis,embryonic retina morphogenesis in camera-type eye,extracellular matrix,integral component of plasma membrane,lens development in camera-type eye,myoblast fusion,plasma membrane,positive regulation of MAPK cascade,positive regulation of muscle cell differentiation,positive regulation of myoblast differentiation,positive regulation of neural precursor cell proliferation,positive regulation of neuron differentiation,positive regulation of skeletal muscle tissue development,positive regulation of small GTPase mediated signal transduction,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of neuron differentiation,regulation of protein heterodimerization activity,skeletal muscle satellite cell differentiation,smoothened signaling pathwayAbnormalities, Multiple;Agenesis of Corpus Callosum;Anodontia;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Holoprosencephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesBenign A=0, T=30 A=0.0, T=1.0 0.00001 446.638 30 A=0/0, T=17/13

chr11:125831701 G/A G A SNV CDON CDON:exonic:NM_001243597.1 1 53.13 19 synonymous NM_001243597.1c.3549C>T p.(=) -0.08 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs2276061 0.3148 YES 2.741E-1;0.0 (pos.125831701) Cell adhesion molecule-related/downregulated by oncogenesanterior/posterior pattern specification,cell adhesion,cell fate specification,cerebral cortex development,embryonic body morphogenesis,embryonic morphogenesis,embryonic retina morphogenesis in camera-type eye,extracellular matrix,integral component of plasma membrane,lens development in camera-type eye,myoblast fusion,plasma membrane,positive regulation of MAPK cascade,positive regulation of muscle cell differentiation,positive regulation of myoblast differentiation,positive regulation of neural precursor cell proliferation,positive regulation of neuron differentiation,positive regulation of skeletal muscle tissue development,positive regulation of small GTPase mediated signal transduction,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of neuron differentiation,regulation of protein heterodimerization activity,skeletal muscle satellite cell differentiation,smoothened signaling pathwayAbnormalities, Multiple;Agenesis of Corpus Callosum;Anodontia;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Holoprosencephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesBenign G=15, A=17 G=0.4688, A=0.5313 0.00001 173.536 32 G=13/2, A=4/13

chr11:18735321 C/C A C SNV IGSF22 IGSF22:intronic:NM_173588.3 1 100 intronic NM_173588.3c.2095+78T>Gp.? -0.01 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs10766493 YES M band,Z disc,actin filament binding,actin filament organization,muscle alpha-actinin binding,muscle myosin complex,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityA=0, C=49 A=0.0, C=1.0 0.00001 831.625 49 A=0/0, C=32/17

chr11:18735396 T/T G T SNV IGSF22 IGSF22:intronic:NM_173588.3 1 100 intronic NM_173588.3c.2095+3C>Ap.? 0.23 0.14(COSM5428218),0.14(COSM5428219)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs10741752,rs7593900410.2464 YES 0.0;0.0 (pos.18735391),8.225E-1 (pos.18735396)acute_myeloid_leukaemia,carcinomaM band,Z disc,actin filament binding,actin filament organization,muscle alpha-actinin binding,muscle myosin complex,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityG=0, T=34 G=0.0, T=1.0 0.00001 524.186 34 G=0/0, T=15/19

chr11:18735753 A/A G A SNV IGSF22 IGSF22:intronic:NM_173588.3 1 100 intronic NM_173588.3c.1799-58C>Tp.? -1.66 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs7106673 YES M band,Z disc,actin filament binding,actin filament organization,muscle alpha-actinin binding,muscle myosin complex,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityG=0, A=61 G=0.0, A=1.0 0.00001 936.335 61 G=0/0, A=22/39

chr11:1902635 T/T G T SNV LSP1 LSP1:intronic:NM_001242932.1 1 100 intronic NM_001242932.1c.576-27G>Tp.? -1.35 Caldesmon rs536462 0.0348 YES 9.994E-1 (pos.1902635) Lymphocyte-specific protein pp52actin binding,actin cytoskeleton,cellular defense response,chemotaxis,extracellular exosome,membrane,movement of cell or subcellular component,plasma membrane,signal transducer activity,signal transductionBreast Diseases;Breast Neoplasms;Calcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Heart Diseases;Heart Valve Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Male Urogenital Diseases;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, T=38 G=0.0, T=1.0 0.00001 603.786 38 G=0/0, T=29/9

chr6:31084964 C/C T C SNV

CDSN,PSORS

1C1 CDSN:exonic:NM_001264.4, PSORS1C1:intronic:NM_014068.2 1
100

2 missense NM_014068.2, NM_001264.4c.-228+2296T>C, c.428A>Gp.?, p.Asn143Ser -1.16 1 46 0 0(COSM4006312)Psoriasis susceptibility 1 candidate 1rs3130984,rs750143082 0.2675 YES 8.886E-1;0.0 (pos.31084964)carcinoma Corneodesmosin,SEEK1 genecell adhesion,cell-cell adhesion,cell-cell junction,corneocyte desquamation,cornification,cornified envelope,desmosome,epidermis development,extracellular exosome,extracellular space,keratinocyte differentiation,negative regulation of cornification,plasma membrane,protein homodimerization activity,skin morphogenesisAutoimmune Diseases;Behcet Syndrome;Blood Protein Disorders;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Hair Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hereditary Autoinflammatory Diseases;Hypotrichosis;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Lung Diseases;Lung Diseases, Obstructive;Lymphoproliferative Disorders;Male Urogenital Diseases;Mouth Diseases;Multiple Myeloma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nephritis;Panuveitis;Paraproteinemias;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Scleroderma, Systemic;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Urologic DiseasT=0, C=110 T=0.0, C=1.0 0.00001 1715.1 110 T=0/0, C=52/58

chr11:19256250 T/T C T SNV E2F8 E2F8:intronic:NM_001256371.1 1 100 intronic NM_001256371.1c.766+41G>Ap.? -0.5 E2F/DP family winged-helix DNA-binding domainrs793269 2.00E-04 1.0;0.0 (pos.19256250) E2F transcription factor 8DNA binding transcription factor activity,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cell cycle comprising mitosis without cytokinesis,cell proliferation,chorionic trophoblast cell differentiation,core promoter binding,cytosol,hepatocyte differentiation,negative regulation of cytokinesis,negative regulation of transcription from RNA polymerase II promoter,nucleolus,nucleoplasm,nucleus,placenta development,positive regulation of DNA endoreduplication,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein homodimerization activity,sprouting angiogenesis,transcription corepressor activity,transcription factor complex,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific binding,trophoblast giant cell differentiationC=0, T=25 C=0.0, T=1.0 0.00001 353.013 25 C=0/0, T=7/18

chr11:19853992 A/T A T SNV NAV2 NAV2:intronic:NM_001244963.1 1 59.09 intronic NM_001244963.1c.268-38A>Tp.? 0.09 Calponin homology (CH) domainrs12364204 0.2043 YES 1.432E-1 (pos.19853992) Neuron navigator 2ATP binding,glossopharyngeal nerve development,helicase activity,heparin binding,interstitial matrix,locomotory behavior,nucleoplasm,optic nerve development,protein binding,regulation of systemic arterial blood pressure by baroreceptor feedback,sensory perception of smell,sensory perception of sound,vagus nerve developmentDigestive System Diseases;Hepatitis;Liver DiseasesA=9, T=13 A=0.4091, T=0.5909 0.00001 122.568 22 A=3/6, T=4/9

chr11:20072779 T/T C T SNV NAV2 NAV2:intronic:NM_001244963.1 1 100 intronic NM_001244963.1c.4506-56C>Tp.? -0.67 Calponin homology (CH) domainrs6483635 0 Neuron navigator 2ATP binding,glossopharyngeal nerve development,helicase activity,heparin binding,interstitial matrix,locomotory behavior,nucleoplasm,optic nerve development,protein binding,regulation of systemic arterial blood pressure by baroreceptor feedback,sensory perception of smell,sensory perception of sound,vagus nerve developmentDigestive System Diseases;Hepatitis;Liver DiseasesC=0, T=40 C=0.0, T=1.0 0.00001 639.129 40 C=0/0, T=26/14

chr6:31085200 G/G A G SNV

CDSN,PSORS

1C1 CDSN:exonic:NM_001264.4, PSORS1C1:intronic:NM_014068.2 1
100

2 synonymous NM_014068.2, NM_001264.4c.-228+2532A>G, c.192T>Cp.?, p.(=) 0.1 Psoriasis susceptibility 1 candidate 1rs3132553 0.2556 YES 8.702E-1 (pos.31085200) Corneodesmosin,SEEK1 genecell adhesion,cell-cell adhesion,cell-cell junction,corneocyte desquamation,cornification,cornified envelope,desmosome,epidermis development,extracellular exosome,extracellular space,keratinocyte differentiation,negative regulation of cornification,plasma membrane,protein homodimerization activity,skin morphogenesisAutoimmune Diseases;Behcet Syndrome;Blood Protein Disorders;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Hair Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hereditary Autoinflammatory Diseases;Hypotrichosis;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Lung Diseases;Lung Diseases, Obstructive;Lymphoproliferative Disorders;Male Urogenital Diseases;Mouth Diseases;Multiple Myeloma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nephritis;Panuveitis;Paraproteinemias;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Scleroderma, Systemic;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Urologic DiseasA=0, G=75 A=0.0, G=1.0 0.00001 1189.82 75 A=0/0, G=48/27

chr6:31084943 CTTC/C CTTC C INDEL

CDSN,PSORS

1C1 CDSN:exonic:NM_001264.4, PSORS1C1:intronic:NM_014068.2 3
50

2 nonframeshiftDeletion NM_014068.2, NM_001264.4c.-228+2275CTTC>C, c.446_448delGAAp.?, p.Ser150del 0.09, -0.06, -0.68, 2.33 Psoriasis susceptibility 1 candidate 1rs34182778,rs36043365,rs57244323,rs761631638,rs8692603870.2194 YES 0.0 (pos.31084943),0.0 (pos.31084945),1.814E-1 (pos.31084942)Corneodesmosin,SEEK1 genecell adhesion,cell-cell adhesion,cell-cell junction,corneocyte desquamation,cornification,cornified envelope,desmosome,epidermis development,extracellular exosome,extracellular space,keratinocyte differentiation,negative regulation of cornification,plasma membrane,protein homodimerization activity,skin morphogenesisAutoimmune Diseases;Behcet Syndrome;Blood Protein Disorders;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Hair Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hereditary Autoinflammatory Diseases;Hypotrichosis;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Lung Diseases;Lung Diseases, Obstructive;Lymphoproliferative Disorders;Male Urogenital Diseases;Mouth Diseases;Multiple Myeloma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nephritis;Panuveitis;Paraproteinemias;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Scleroderma, Systemic;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Urologic DiseasCTTC=55, C=55CTTC=0.5, C=0.5 0.00001 563.295 110 CTTC=19/36, C=33/22

chr11:20101924 G/G T G SNV NAV2 NAV2:intronic:NM_001244963.1 1 100 intronic NM_001244963.1c.5497+165T>Gp.? -0.47 Calponin homology (CH) domainrs1867116 YES Neuron navigator 2ATP binding,glossopharyngeal nerve development,helicase activity,heparin binding,interstitial matrix,locomotory behavior,nucleoplasm,optic nerve development,protein binding,regulation of systemic arterial blood pressure by baroreceptor feedback,sensory perception of smell,sensory perception of sound,vagus nerve developmentDigestive System Diseases;Hepatitis;Liver DiseasesT=0, G=36 T=0.0, G=1.0 0.00001 563.738 36 T=0/0, G=18/18

chr16:88872145 C/C T C SNV CDT1 CDT1:exonic:NM_030928.3 1 100 5 missense NM_030928.3c.700T>C p.Cys234Arg 1.02 1 180 0.001 DNA replication factor CDT1 like,DNA replication factor Cdt1 C-terminal domainrs507329 6.00E-04 1.0 (pos.88872145) Chromatin licensing and DNA replication factor 1DNA binding,DNA replication checkpoint,DNA replication preinitiation complex assembly,G1/S transition of mitotic cell cycle,attachment of mitotic spindle microtubules to kinetochore,cell division,chromatin binding,chromosome segregation,condensed chromosome kinetochore,cytoplasm,cytosol,deactivation of mitotic spindle assembly checkpoint,kinetochore,kinetochore organization,mitotic cell cycle,negative regulation of protein localization to kinetochore,nuclear body,nucleoplasm,nucleus,positive regulation of DNA-dependent DNA replication,positive regulation of chromatin binding,positive regulation of mediator complex assembly,positive regulation of protein complex assembly,positive regulation of protein localization to kinetochore,protein binding,regulation of DNA replication origin binding,regulation of DNA-dependent DNA replication initiation,regulation of chromosome organization,regulation of nuclear cell cycle DNA replication,regulation of transcription involved in G1/S transition of mitotic cell cycle,respoCongenital Abnormalities;Congenital Microtia;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Ear Diseases;Jaw Abnormalities;Jaw Diseases;Maxillofacial Abnormalities;Micrognathism;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Otorhinolaryngologic Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign/Likely benignT=0, C=30 T=0.0, C=1.0 0.00001 446.377 30 T=0/0, C=14/16

chr19:45016990 C/C CT C INDEL CEACAM20 CEACAM20:splicesite_3:NM_001102600.2 1 100 9 splicesite NM_001102600.2 0.27, -0.77 Immunoglobulin I-set domain,Immunoglobulin domainrs142489623,rs398034748,rs58282000 YES 1.0 (pos.45016990) astrocytoma_Grade_IV apical plasma membrane,immune system process,integral component of membrane,microvillus membrane,positive regulation of cytokine production,response to bacteriumCT=0, C=48 CT=0.0, C=1.0 0.00001 808.783 48 CT=0/0, C=36/12

chr2:37438993 A/A G A SNV

CEBPZ,CEBP

ZOS CEBPZOS:intronic_nc:NR_136316.1, CEBPZ:exonic:NM_005760.2 1
100

12 synonymous NR_136316.1, NM_005760.2c.2793C>T p.(=) 1.01 CBF/Mak21 familyrs1137437 0.4017 YES 4.107E-1 (pos.37438993) CCAAT/enhancer-binding protein, zetaDNA binding,RNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,nucleus,positive regulation of transcription from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=15/8

chr11:20127046 A/A C A SNV NAV2 NAV2:intronic:NM_001244963.1 1 100 intronic NM_001244963.1c.6822-31C>Ap.? -0.37 Calponin homology (CH) domainrs11025385 0.172 YES 5.209E-1;0.0 (pos.20127046) Neuron navigator 2ATP binding,glossopharyngeal nerve development,helicase activity,heparin binding,interstitial matrix,locomotory behavior,nucleoplasm,optic nerve development,protein binding,regulation of systemic arterial blood pressure by baroreceptor feedback,sensory perception of smell,sensory perception of sound,vagus nerve developmentDigestive System Diseases;Hepatitis;Liver DiseasesC=0, A=25 C=0.0, A=1.0 0.00001 353.019 25 C=0/0, A=11/14

chr11:20403825 T/T A T SNV HTATIP2 HTATIP2:intronic:NM_001098520.1 1 100 intronic NM_001098520.1c.605+40A>Tp.? -0.21 NAD(P)H-bindingrs1033208876,rs79269677.00E-04 1.0 (pos.20403825) HIV-1 TAT-interacting protein 2, 30kDangiogenesis,apoptotic process,cell differentiation,cytoplasm,cytosol,membrane,negative regulation of apoptotic process,nuclear envelope,nuclear import,nucleus,oxidation-reduction process,oxidoreductase activity,protein binding,regulation of angiogenesis,regulation of transcription from RNA polymerase II promoter,transcription coactivator activity,viral processAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialA=0, T=32 A=0.0, T=1.0 0.00001 485.139 32 A=0/0, T=21/11

chr2:37458711 A/A G A SNV

CEBPZ,NDUF

AF7 NDUFAF7:upstream:NM_144736.4, CEBPZ:utr_5:NM_005760.2 1
100

1 utr_5 NM_005760.2, NM_144736.4c.-1C>T, c.-138G>Ap.?, p.? -1.93 CBF/Mak21 familyrs3213745 0.3981 YES 4.267E-1 (pos.37458711) CCAAT/enhancer-binding protein, zeta,NADH dehydrogenase (ubiquinone) complex I, assembly factor 7ATP metabolic process,DNA binding,RNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,enzyme binding,extracellular space,methylation,methyltransferase activity,mitochondrial matrix,mitochondrial respiratory chain complex I assembly,mitochondrion,nucleus,peptidyl-arginine methylation, to symmetrical-dimethyl arginine,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein-arginine omega-N symmetric methyltransferase activity,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingG=0, A=50 G=0.0, A=1.0 0.00001 852.711 50 G=0/0, A=24/26

chr1:15789297 C/C A C SNV CELA2A CELA2A:exonic:NM_033440.2 1 100 4 synonymous NM_033440.2c.297A>C p.(=) -3.51 0.01(COSM301916)Trypsin,Trypsin-like peptidase domainrs3815787 0.3315 YES 2.393E-1;0.0 (pos.15789297)carcinoma,primitive_neuroectodermal_tumour-medulloblastomaChymotrypsin-like elastase family, member 2Acornification,cytosol,endopeptidase activity,extracellular region,extracellular space,keratohyalin granule,proteolysis,serine hydrolase activity,serine-type endopeptidase activityCardiovascular Diseases;Hypertension;Vascular Diseases2-(2-HYDROXY-CYCLOPENTYL)-PENT-4-ENALA=0, C=119 A=0.0, C=1.0 0.00001 1913.78 119 A=0/0, C=53/66

chr11:20448531 A/A G A SNV PRMT3 PRMT3:intronic:NM_005788.3 1 100 intronic NM_005788.3c.993+120G>Ap.? -0.9 C2H2 type zinc-finger (2 copies),Methyltransferase domain,Methyltransferase small domain,Protein of unknown function (DUF1698),Ribosomal protein L11 methyltransferase (PrmA)rs12797994 YES cytoplasm,cytosol,histone arginine methylation,histone-arginine N-methyltransferase activity,integral component of membrane,metal ion binding,methyltransferase activity,negative regulation of protein ubiquitination,nucleic acid binding,peptidyl-arginine methylation, to asymmetrical-dimethyl arginine,protein binding,protein methylation,protein-arginine N-methyltransferase activity,protein-arginine omega-N asymmetric methyltransferase activity,regulation of transcription, DNA-templated,ribosomeS-adenosyl-L-homocysteineG=0, A=21 G=0.0, A=1.0 0.00001 281.234 21 G=0/0, A=10/11

chr11:20483748 C/C T C SNV PRMT3 PRMT3:intronic:NM_005788.3 1 100 intronic NM_005788.3c.1260+35T>Cp.? -0.8 C2H2 type zinc-finger (2 copies),Methyltransferase domain,Methyltransferase small domain,Protein of unknown function (DUF1698),Ribosomal protein L11 methyltransferase (PrmA)rs3758803 0.4365 YES 2.297E-1 (pos.20483748) cytoplasm,cytosol,histone arginine methylation,histone-arginine N-methyltransferase activity,integral component of membrane,metal ion binding,methyltransferase activity,negative regulation of protein ubiquitination,nucleic acid binding,peptidyl-arginine methylation, to asymmetrical-dimethyl arginine,protein binding,protein methylation,protein-arginine N-methyltransferase activity,protein-arginine omega-N asymmetric methyltransferase activity,regulation of transcription, DNA-templated,ribosomeS-adenosyl-L-homocysteineT=0, C=21 T=0.0, C=1.0 0.00001 281.231 21 T=0/0, C=9/12

chr11:20515555 A/A G A SNV PRMT3 PRMT3:intronic:NM_005788.3 1 100 intronic NM_005788.3c.1398+40G>Ap.? -0.29 C2H2 type zinc-finger (2 copies),Methyltransferase domain,Methyltransferase small domain,Protein of unknown function (DUF1698),Ribosomal protein L11 methyltransferase (PrmA)rs6483697 YES 1.0 (pos.20515555) cytoplasm,cytosol,histone arginine methylation,histone-arginine N-methyltransferase activity,integral component of membrane,metal ion binding,methyltransferase activity,negative regulation of protein ubiquitination,nucleic acid binding,peptidyl-arginine methylation, to asymmetrical-dimethyl arginine,protein binding,protein methylation,protein-arginine N-methyltransferase activity,protein-arginine omega-N asymmetric methyltransferase activity,regulation of transcription, DNA-templated,ribosomeS-adenosyl-L-homocysteineG=0, A=37 G=0.0, A=1.0 0.00001 583.706 37 G=0/0, A=17/20

chr1:15812432 G/G A G SNV CELA2B CELA2B:exonic:NM_015849.2 1 100 6 missense NM_015849.2c.530A>G p.Gln177Arg -2.05 0.15 43 0 Trypsin,Trypsin-like peptidase domainrs6429745,rs7624759522.00E-04 0.0;0.0 (pos.15812431),9.995E-1 (pos.15812432)Chymotrypsin-like elastase family, member 2Bextracellular region,extracellular space,proteolysis,serine-type endopeptidase activityA=0, G=63 A=0.0, G=1.0 0.00001 958.88 63 A=0/0, G=26/37

chr11:205757 AACTCTG/A AACTCTG A INDEL BET1L BET1L:intronic:NM_001098787.1 6 47.37 intronic NM_001098787.1c.112-90CAGAGTT>Tp.? -0.36, -0.14, -0.59, -0.69, 0.35, -0.0, 0.79 rs1001870999,rs201916787,rs3837432,rs754245941YES BET1-like proteinER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,SNAP receptor activity,SNARE complex,cytosol,endosome,integral component of membrane,membrane,membrane fusion,protein transport,regulation of retrograde vesicle-mediated transport, Golgi to ER,retrograde transport, endosome to GolgiLeiomyoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective and Soft Tissue;Neoplasms, Muscle TissueAACTCTG=30, A=27AACTCTG=0.5263, A=0.4737 0.00001 256 57 AACTCTG=9/21, A=12/15

chr1:22310824 C/C T C SNV CELA3B CELA3B:exonic:NM_007352.3 1 100 6 synonymous NM_007352.3c.642T>C p.(=) -3.36 0.01(COSM5765439)Trypsin rs1803531 0.008 YES 7.487E-1 (pos.22310824) adenocarcinoma cholesterol metabolic process,extracellular space,peptidase activity,proteolysis,serine-type endopeptidase activityDigestive System Diseases;Exocrine Pancreatic Insufficiency;Pancreatic DiseasesT=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=8/17

chr11:20639479 A/A G A SNV SLC6A5 SLC6A5:intronic:NM_004211.4 1 100 intronic NM_004211.4c.1260+49G>Ap.? 2.46 Sodium:neurotransmitter symporter familyrs11827415 0.3833 YES 3.111E-1;0.0 (pos.20639479) Solute carrier family 6 (neurotransmitter transporter, glycine), member 5chemical synaptic transmission,glycine import,glycine:sodium symporter activity,integral component of membrane,integral component of plasma membrane,metal ion binding,neurotransmitter transport,neurotransmitter:sodium symporter activity,plasma membrane,synaptic transmission, glycinergic,transmembrane transport,transportApnea;Brain Diseases;Central Nervous System Diseases;Muscle Hypertonia;Muscle Rigidity;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Manifestations;Respiration Disorders;Respiratory Tract DiseasesGlycine G=0, A=79 G=0.0, A=1.0 0.00001 1269.3 79 G=0/0, A=32/47

chr11:2182360 C/C T C SNV INS,INS-IGF2 INS-IGF2:intronic:NM_001042376.2, INS:intronic:NM_000207.2 1
100

intronic NM_001042376.2, NM_000207.2c.-17+38A>G, c.-17+38A>Gp.?, p.? -1.02 Insulin/IGF/Relaxin familyrs3842741 YES Insulin ER to Golgi vesicle-mediated transport,G-protein coupled receptor signaling pathway,Golgi lumen,Golgi membrane,MAPK cascade,activation of protein kinase B activity,acute-phase response,alpha-beta T cell activation,cell-cell signaling,cellular protein metabolic process,cognition,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment membrane,endosome lumen,extracellular region,extracellular space,fatty acid homeostasis,glucose homeostasis,glucose metabolic process,glucose transport,hormone activity,identical protein binding,insulin receptor binding,insulin receptor signaling pathway,insulin-like growth factor receptor binding,negative regulation of NAD(P)H oxidase activity,negative regulation of acute inflammatory response,negative regulation of blood vessel diameter,negative regulation of fatty acid metabolic process,negative regulation of feeding behavior,negative regulation of gluconeogenesis,negative regulation of glycogen catabolic process,negative regulation of lipid catabolic pAcid-Base Imbalance;Acidosis;Acute Kidney Injury;Adnexal Diseases;Albuminuria;Alzheimer Disease;Anxiety Disorders;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Arrhythmias, Cardiac;Autoimmune Diseases;Basal Ganglia Diseases;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Central Nervous System Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Dementia;Diabetes Complications;Diabetes Mellitus;Diabetes Mellitus, Type 1;Diabetes Mellitus, Type 2;Diabetic Cardiomyopathies;Diabetic Ketoacidosis;Diabetic Nephropathies;Digestive System Diseases;Dyslipidemias;Endocrine System Diseases;Epilepsy;Fatty Liver;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Intolerance;Glucose Metabolism Disorders;Gonadal Disorders;Heart ArrM-Cresol,MYRISTIC ACID T=0, C=28 T=0.0, C=1.0 0.00001 408.716 28 T=0/0, C=5/23

chr11:2189184 CA/CA C CA INDEL TH TH:intronic:NM_199292.2 1 100 intronic NM_199292.2c.670-21G>TGp.? -1.99 Biopterin-dependent aromatic amino acid hydroxylase,Tyrosine hydroxylase N terminalrs761484700 0.0 (pos.2189184) Tyrosine hydroxylaseaminergic neurotransmitter loading into synaptic vesicle,amino acid binding,anatomical structure morphogenesis,animal organ morphogenesis,aromatic amino acid family metabolic process,catecholamine biosynthetic process,cellular response to alkaloid,cellular response to drug,cellular response to glucose stimulus,cellular response to growth factor stimulus,cellular response to manganese ion,cellular response to nicotine,cerebral cortex development,circadian sleep/wake cycle,cytoplasm,cytoplasmic side of plasma membrane,cytoplasmic vesicle,cytosol,dendrite,dopamine binding,dopamine biosynthetic process,dopamine biosynthetic process from tyrosine,eating behavior,embryonic camera-type eye morphogenesis,enzyme binding,epinephrine biosynthetic process,eye photoreceptor cell development,fatty acid metabolic process,ferric iron binding,ferrous iron binding,glycoside metabolic process,heart development,heart morphogenesis,iron ion binding,isoquinoline alkaloid metabolic process,learning,locomotory behavior,mating behaviAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Brain Ischemia;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Catalepsy;Central Nervous System Diseases;Cerebrovascular Disorders;Communication Disorders;Digestive System Diseases;Digestive System Neoplasms;Dyskinesia, Drug-Induced;Dyskinesias;Dystonia;Dystonic Disorders;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glucose Metabolism Disorders;Heart Diseases;Hyperkinesis;Intellectual Disability;Learning Disorders;Liver Diseases;Liver Neoplasms;Mental Disorders;Metabolic Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neurobehavioral Manifestations;Neuroblastoma;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primiti3-Tyrosine,L-Phenylalanine,L-Tyrosine,L-erythro-7,8-dihydrobiopterin,Metyrosine,SapropterinC=0, CA=47 C=0.0, CA=1.0 0.00001 682.603 47 C=0/0, CA=18/29

chr11:2192798 C/T C T SNV TH TH:intronic:NM_199292.2 1 50 intronic NM_199292.2c.102+117G>Ap.? -2.81 Biopterin-dependent aromatic amino acid hydroxylase,Tyrosine hydroxylase N terminalrs10840489 YES Tyrosine hydroxylaseaminergic neurotransmitter loading into synaptic vesicle,amino acid binding,anatomical structure morphogenesis,animal organ morphogenesis,aromatic amino acid family metabolic process,catecholamine biosynthetic process,cellular response to alkaloid,cellular response to drug,cellular response to glucose stimulus,cellular response to growth factor stimulus,cellular response to manganese ion,cellular response to nicotine,cerebral cortex development,circadian sleep/wake cycle,cytoplasm,cytoplasmic side of plasma membrane,cytoplasmic vesicle,cytosol,dendrite,dopamine binding,dopamine biosynthetic process,dopamine biosynthetic process from tyrosine,eating behavior,embryonic camera-type eye morphogenesis,enzyme binding,epinephrine biosynthetic process,eye photoreceptor cell development,fatty acid metabolic process,ferric iron binding,ferrous iron binding,glycoside metabolic process,heart development,heart morphogenesis,iron ion binding,isoquinoline alkaloid metabolic process,learning,locomotory behavior,mating behaviAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Brain Ischemia;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Catalepsy;Central Nervous System Diseases;Cerebrovascular Disorders;Communication Disorders;Digestive System Diseases;Digestive System Neoplasms;Dyskinesia, Drug-Induced;Dyskinesias;Dystonia;Dystonic Disorders;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glucose Metabolism Disorders;Heart Diseases;Hyperkinesis;Intellectual Disability;Learning Disorders;Liver Diseases;Liver Neoplasms;Mental Disorders;Metabolic Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neurobehavioral Manifestations;Neuroblastoma;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primiti3-Tyrosine,L-Phenylalanine,L-Tyrosine,L-erythro-7,8-dihydrobiopterin,Metyrosine,SapropterinC=14, T=14 C=0.5, T=0.5 0.00001 131.941 28 C=8/6, T=9/5

chr1:22313161 C/C T C SNV CELA3B CELA3B:exonic:NM_007352.3 1 100 7 synonymous NM_007352.3c.780T>C p.(=) -1.89 Trypsin rs1803530 0.0093 YES 7.505E-1 (pos.22313161) cholesterol metabolic process,extracellular space,peptidase activity,proteolysis,serine-type endopeptidase activityDigestive System Diseases;Exocrine Pancreatic Insufficiency;Pancreatic DiseasesT=0, C=33 T=0.0, C=1.0 0.00001 504.595 33 T=0/0, C=10/23

chr11:22759168 A/G A G SNV GAS2 GAS2:intronic:NM_005256.3 1 56 intronic NM_005256.3c.410-83A>Gp.? -0.17 Calponin homology (CH) domain,Growth-Arrest-Specific Protein 2 Domainrs7934119 YES Growth arrest-specific 2actin binding,actin cytoskeleton organization,actin filament,apoptotic process,cell cycle arrest,cytoskeleton,cytosol,membrane,microtubule binding,microtubule cytoskeleton organization,regulation of cell shapeAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Head and Neck Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesA=10, G=14 A=0.4167, G=0.5833 0.00001 148.321 25 A=6/4, G=8/6

chr22:46929692 G/G A G SNV CELSR1 CELSR1:exonic:NM_014246.1 1 100 1 missense NM_014246.1c.3376T>C p.Cys1126Arg 2.06 1 180 0 0.44(COSM3766728)7 transmembrane receptor (Secretin family),Cadherin domain,EGF-like domain,GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Hormone receptor domain,Human growth factor-like EGF,Laminin EGF domain,Laminin G domain,Slime mold cyclic AMP receptorrs4823561 0.0665 YES 9.861E-1 (pos.46929692) hepatocellular_carcinoma,neoplasm,osteosarcomaCadherin EGF LAG seven-pass G-type receptor 1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Rho protein signal transduction,Wnt signaling pathway, planar cell polarity pathway,anterior/posterior pattern specification,apical protein localization,calcium ion binding,central nervous system development,establishment of body hair planar orientation,establishment of planar polarity,establishment of planar polarity of embryonic epithelium,hair follicle development,homophilic cell adhesion via plasma membrane adhesion molecules,inner ear morphogenesis,integral component of membrane,integral component of plasma membrane,lateral sprouting involved in lung morphogenesis,locomotory behavior,neural tube closure,neuron migration,nucleoplasm,orthogonal dichotomous subdivision of terminal units involved in lung branching morphogenesis,planar cell polarity pathway involved in neural tube closure,planar dichotomous subdivision of terminal units involved in lung branching morphogenesis,plasma membrane,protein dimerization activity,proteinA=0, G=77 A=0.0, G=1.0 0.00001 1228.41 77 A=0/0, G=45/32

chr11:2436733 G/A G A SNV TRPM5 TRPM5:intronic:NM_014555.3 1 50 intronic NM_014555.3c.1129-32C>Tp.? 0.13 Ion transport proteinrs11605072 0.2245 YES 2.651E-1;0.0 (pos.2436733) Transient receptor potential cation channel, subfamily M, member 5 (MLSN1- and TRP-related gene 1)calcium activated cation channel activity,calcium ion transmembrane transport,cation transmembrane transport,dendrite,integral component of membrane,ion channel activity,neuronal cell body,plasma membrane,potassium channel activity,potassium ion transmembrane transport,regulation of ion transmembrane transport,sensory perception of taste,sodium channel activity,sodium ion transmembrane transport,voltage-gated ion channel activityG=12, A=13 G=0.48, A=0.52 0.00001 126.429 26 G=5/7, A=5/8

chr22:46931077 C/C G C SNV CELSR1 CELSR1:exonic:NM_014246.1 1 100 1 missense NM_014246.1c.1991C>G p.Ser664Trp 0.62 0.16 177 0.999 0.2(COSM3759278)7 transmembrane receptor (Secretin family),Cadherin domain,EGF-like domain,GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Hormone receptor domain,Human growth factor-like EGF,Laminin EGF domain,Laminin G domain,Slime mold cyclic AMP receptorrs4823850 0.0646 YES 9.852E-1 (pos.46931077) adenocarcinoma,neoplasmCadherin EGF LAG seven-pass G-type receptor 1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Rho protein signal transduction,Wnt signaling pathway, planar cell polarity pathway,anterior/posterior pattern specification,apical protein localization,calcium ion binding,central nervous system development,establishment of body hair planar orientation,establishment of planar polarity,establishment of planar polarity of embryonic epithelium,hair follicle development,homophilic cell adhesion via plasma membrane adhesion molecules,inner ear morphogenesis,integral component of membrane,integral component of plasma membrane,lateral sprouting involved in lung morphogenesis,locomotory behavior,neural tube closure,neuron migration,nucleoplasm,orthogonal dichotomous subdivision of terminal units involved in lung branching morphogenesis,planar cell polarity pathway involved in neural tube closure,planar dichotomous subdivision of terminal units involved in lung branching morphogenesis,plasma membrane,protein dimerization activity,proteinG=0, C=70 G=0.0, C=1.0 0.00001 1092.09 70 G=0/0, C=19/51

chr1:109794252 C/C T C SNV CELSR2 CELSR2:exonic:NM_001408.2 1 100 1 synonymous NM_001408.2c.1551T>C p.(=) -0.14 7 transmembrane receptor (Secretin family),Cadherin domain,EGF-like domain,GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Human growth factor-like EGF,Laminin EGF domain,Laminin G domainrs454107 0.0373 YES 9.993E-1 (pos.109794252) Cadherin EGF LAG seven-pass G-type receptor 3 (epidermal growth factor-like 2)G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Wnt signaling pathway,Wnt signaling pathway, planar cell polarity pathway,calcium ion binding,cytoplasm,dendrite morphogenesis,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,neural plate anterior/posterior regionalization,plasma membrane,regulation of cell-cell adhesion,regulation of transcription, DNA-templatedArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Endometrial Hyperplasia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Heart Diseases;Myocardial Infarction;Myocardial Ischemia;Uterine Diseases;Vascular DiseasesT=0, C=43 T=0.0, C=1.0 0.00001 705.791 43 T=0/0, C=23/20

chr1:109795026 C/C T C SNV CELSR2 CELSR2:exonic:NM_001408.2 1 100 1 synonymous NM_001408.2c.2325T>C p.(=) -4.01 7 transmembrane receptor (Secretin family),Cadherin domain,EGF-like domain,GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Human growth factor-like EGF,Laminin EGF domain,Laminin G domainrs413380 0.0373 YES 9.993E-1 (pos.109795026) Cadherin EGF LAG seven-pass G-type receptor 3 (epidermal growth factor-like 2)G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Wnt signaling pathway,Wnt signaling pathway, planar cell polarity pathway,calcium ion binding,cytoplasm,dendrite morphogenesis,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,neural plate anterior/posterior regionalization,plasma membrane,regulation of cell-cell adhesion,regulation of transcription, DNA-templatedArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Endometrial Hyperplasia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Heart Diseases;Myocardial Infarction;Myocardial Ischemia;Uterine Diseases;Vascular DiseasesT=0, C=89 T=0.0, C=1.0 0.00001 1472.48 89 T=0/0, C=41/48

chr1:109795608 C/C T C SNV CELSR2 CELSR2:exonic:NM_001408.2 1 100 1 synonymous NM_001408.2c.2907T>C p.(=) 0.44 7 transmembrane receptor (Secretin family),Cadherin domain,EGF-like domain,GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Human growth factor-like EGF,Laminin EGF domain,Laminin G domainrs437444 0.0374 YES 9.993E-1 (pos.109795608) Cadherin EGF LAG seven-pass G-type receptor 3 (epidermal growth factor-like 2)G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Wnt signaling pathway,Wnt signaling pathway, planar cell polarity pathway,calcium ion binding,cytoplasm,dendrite morphogenesis,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,neural plate anterior/posterior regionalization,plasma membrane,regulation of cell-cell adhesion,regulation of transcription, DNA-templatedArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Endometrial Hyperplasia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Heart Diseases;Myocardial Infarction;Myocardial Ischemia;Uterine Diseases;Vascular DiseasesT=0, C=41 T=0.0, C=1.0 0.00001 653.541 41 T=0/0, C=20/21

chr4:68338199 C/C G C SNV CENPC CENPC:utr_3:NM_001812.2 1 100 19 utr_3 NM_001812.2c.2956C>G p.? -0.45 Centromere assembly component CENP-C middle DNMT3B-binding region,Kinetochore assembly subunit CENP-C N-terminal,Mif2/CENP-C likers7662513 YES Centromere autoantigen C1CENP-A containing nucleosome assembly,DNA binding,attachment of mitotic spindle microtubules to kinetochore,attachment of spindle microtubules to kinetochore involved in homologous chromosome segregation,cell division,centromeric DNA binding,chromosome segregation,condensed nuclear chromosome kinetochore,condensed nuclear chromosome, centromeric region,cytosol,kinetochore,kinetochore assembly,mitotic cell cycle,nuclear body,nuclear pericentric heterochromatin,nucleoplasm,pericentric heterochromatin,sister chromatid cohesionG=0, C=67 G=0.0, C=1.0 0.00001 1034.43 67 G=0/0, C=36/31

chr4:104062223 T/T C T SNV CENPE CENPE:exonic:NM_001813.2 1 100 36 synonymous NM_001813.2c.5502G>A p.(=) -0.52 0.03(COSM4158728),0.03(COSM4158729)Kinesin motor domain,Microtubule bindingrs1381658 0.179 YES 1.377E-1 (pos.104062223)acute_myeloid_leukaemia,neoplasmCentromere autoantigen E, 312kDATP binding,ATPase activity,antigen processing and presentation of exogenous peptide antigen via MHC class II,attachment of mitotic spindle microtubules to kinetochore,cell division,chromosome,chromosome segregation,chromosome, centromeric region,condensed chromosome outer kinetochore,condensed chromosome, centromeric region,cytosol,kinesin complex,kinetochore,kinetochore assembly,kinetochore binding,kinetochore microtubule,lateral attachment of mitotic spindle microtubules to kinetochore,membrane,metaphase plate congression,microtubule,microtubule binding,microtubule cytoskeleton,microtubule motor activity,microtubule plus-end directed mitotic chromosome migration,microtubule-based movement,midbody,mitotic cell cycle,mitotic chromosome movement towards spindle pole,mitotic metaphase plate congression,mitotic spindle midzone,mitotic spindle organization,multicellular organism development,nucleus,positive regulation of protein kinase activity,protein binding,regulation of mitotic metaphase/anaphase transition,Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine Gland Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Nervous System Diseases;Nervous System Malformations;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsGSK-923295 C=0, T=32 C=0.0, T=1.0 0.00001 485.141 32 C=0/0, T=17/15

chr4:104082349 T/T C T SNV CENPE CENPE:exonic:NM_001813.2 1 100 20 synonymous NM_001813.2c.2025G>A p.(=) -1.43 0.03(COSM4416648),0.03(COSM4416649)Kinesin motor domain,Microtubule bindingrs2251634 0.3927 YES 2.856E-1 (pos.104082349)acute_myeloid_leukaemiaCentromere autoantigen E, 312kDATP binding,ATPase activity,antigen processing and presentation of exogenous peptide antigen via MHC class II,attachment of mitotic spindle microtubules to kinetochore,cell division,chromosome,chromosome segregation,chromosome, centromeric region,condensed chromosome outer kinetochore,condensed chromosome, centromeric region,cytosol,kinesin complex,kinetochore,kinetochore assembly,kinetochore binding,kinetochore microtubule,lateral attachment of mitotic spindle microtubules to kinetochore,membrane,metaphase plate congression,microtubule,microtubule binding,microtubule cytoskeleton,microtubule motor activity,microtubule plus-end directed mitotic chromosome migration,microtubule-based movement,midbody,mitotic cell cycle,mitotic chromosome movement towards spindle pole,mitotic metaphase plate congression,mitotic spindle midzone,mitotic spindle organization,multicellular organism development,nucleus,positive regulation of protein kinase activity,protein binding,regulation of mitotic metaphase/anaphase transition,Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine Gland Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Nervous System Diseases;Nervous System Malformations;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsGSK-923295 C=0, T=67 C=0.0, T=1.0 0.00001 1034.43 67 C=0/0, T=27/40

chrX:100395663 T/T G T SNV CENPI CENPI:exonic:NM_006733.3 1 100 15 synonymous NM_006733.3c.1479G>T p.(=) 2.19 0.02(COSM1464375)Mis6 rs2273380 0.2466 YES 2.974E-1;0.0 (pos.100395663)adenocarcinoma CENP-A containing nucleosome assembly,centromere complex assembly,cytosol,kinetochore,nuclear body,nucleoplasm,protein binding,sex differentiation,sister chromatid cohesionG=0, T=157 G=0.0, T=1.0 0.00001 2512.3 157 G=0/0, T=81/76

chr11:244414 T/T C T SNV PSMD13 PSMD13:intronic:NM_175932.2 1 100 intronic NM_175932.2c.272-12C>Tp.? 0.68 PCI domain rs2272565 0.2579 YES 8.16E-1 (pos.244414) Proteasome 26S subunit, non-ATPase, 13Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,meiosis I,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome accessory complex,proteasome assembly,proteasome complex,proteasome regulHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesC=0, T=102 C=0.0, T=1.0 0.00001 1593.22 102 C=0/0, T=49/53

chr11:244552 G/G A G SNV PSMD13 PSMD13:intronic:NM_175932.2 1 100 intronic NM_175932.2c.315+83A>Gp.? -0.61 PCI domain rs2272566 YES Proteasome 26S subunit, non-ATPase, 13Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,meiosis I,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome accessory complex,proteasome assembly,proteasome complex,proteasome regulHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesA=0, G=108 A=0.0, G=1.0 0.00001 1691.22 108 A=0/0, G=48/60

chr11:24759855 A/A G A SNV LUZP2 LUZP2:intronic:NM_001009909.3 1 100 intronic NM_001009909.3c.333+7G>Ap.? 0.63 0.65(COSM5926223) rs1564992 0.3127 YES 5.974E-1;0.0 (pos.24759855)basal_cell_carcinomaLeucine zipper protein 2extracellular regionAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=0, A=22 G=0.0, A=1.0 0.00001 298.89 22 G=0/0, A=7/15

chr13:25466955 C/C T C SNV CENPJ CENPJ:exonic:NM_018451.4 1 100 10 synonymous NM_018451.4c.3042A>G p.(=) 0.18 0.58(COSM4147658)T-complex protein 10 C-terminusrs3742165 0.4628 YES 7.101E-1 (pos.25466955) carcinoma,neoplasmCentromeric protein JDNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,G2/M transition of mitotic cell cycle,cell division,centriole,centriole elongation,centriole replication,centrosome,ciliary basal body-plasma membrane docking,cytosol,gamma-tubulin small complex,identical protein binding,microtubule,microtubule nucleation,microtubule polymerization,nucleoplasm,plasma membrane,protein binding,protein domain specific binding,protein kinase binding,regulation of G2/M transition of mitotic cell cycle,regulation of centriole replication,tubulin bindingBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System MalformationsBenign T=0, C=43 T=0.0, C=1.0 0.00001 705.844 43 T=0/0, C=32/11

chr5:64814175 T/G T G SNV CENPK CENPK:utr_3:NM_001267038.1 1 50 11 utr_3 NM_001267038.1c.937A>C p.? 0.34 Centromere-associated protein Krs11952932 YES CENP-A containing nucleosome assembly,condensed chromosome kinetochore,cytosol,nucleoplasm,nucleus,protein binding,sister chromatid cohesionT=10, G=10 T=0.5, G=0.5 0.00001 82.8861 20 T=4/6, G=6/4

chr11:26645894 T/T A T SNV ANO3 ANO3:intronic:NM_031418.3 1 100 intronic NM_031418.3c.1837-115A>Tp.? -0.16 Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs1012552 YES Anoctamin 3calcium activated galactosylceramide scrambling,calcium activated phosphatidylcholine scrambling,calcium activated phospholipid scrambling,chloride transmembrane transport,detection of mechanical stimulus,detection of temperature stimulus,integral component of membrane,intracellular calcium activated chloride channel activity,ion transmembrane transport,lipid transport,phospholipid scramblase activity,plasma membrane,protein dimerization activityBrain Diseases;Central Nervous System Diseases;Epilepsy;Nervous System Diseases;Seizures, FebrileA=0, T=54 A=0.0, T=1.0 0.00001 798.145 54 A=0/0, T=35/19

chr16:81050965 T/T A T SNV CENPN CENPN:exonic:NM_001100625.2 1 100 4 missense NM_001100625.2c.252A>T p.Glu84Asp 1.45 1 45 0 Kinetochore protein CHL4 likers935939 0 1.0 (pos.81050965) Centromere protein NCENP-A containing nucleosome assembly,centromere complex assembly,chromosome segregation,condensed chromosome kinetochore,cytosol,nucleoplasm,nucleus,sister chromatid cohesionAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, T=20 A=0.0, T=1.0 0.00001 263.784 20 A=0/0, T=8/12

chr16:81061827 A/A G A SNV CENPN CENPN:exonic:NM_001100625.2 1 100 10 missense NM_001100625.2c.862G>A p.Glu288Lys 0.12 0.66 56 0.001 0.34(COSM3999942),0.34(COSM3999943),0.34(COSM3999944)Kinetochore protein CHL4 likers2549887 0.2094 YES 5.617E-1 (pos.81061827) acute_myeloid_leukaemiaCentromere protein NCENP-A containing nucleosome assembly,centromere complex assembly,chromosome segregation,condensed chromosome kinetochore,cytosol,nucleoplasm,nucleus,sister chromatid cohesionAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, A=75 G=0.0, A=1.0 0.00001 1188.07 75 G=0/0, A=27/48

chr9:95279985 C/A C A SNV

CENPP,ECM

2 ECM2:exonic:NM_001393.3, CENPP:intronic:NM_001012267.2 1
52.38

3 synonymous NM_001012267.2, NM_001393.3c.565-93611C>A, c.465G>Tp.?, p.(=) -3.47 0.01(COSM6351606),0.01(COSM6351607)CENP-A-nucleosome distal (CAD) centromere subunit, CENP-P,Leucine Rich repeat,Leucine rich repeat,Leucine rich repeats (6 copies),von Willebrand factor type C domainrs968040 0.2902 YES 8.643E-2;0.0 (pos.95279985)carcinoma Centromeric protein P,Extracellular matrix protein-2CENP-A containing nucleosome assembly,axonogenesis,cell-matrix adhesion,chromosome, centromeric region,collagen V binding,cytosol,extracellular matrix organization,extracellular space,heparin binding,integrin binding,interstitial matrix,nucleolus,nucleoplasm,nucleus,positive regulation of cell-substrate adhesion,protein binding,proteinaceous extracellular matrix,sister chromatid cohesionAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsC=10, A=11 C=0.4762, A=0.5238 0.00001 95.3002 21 C=3/7, A=8/3

chr6:126661502 T/T G T SNV CENPW CENPW:exonic:NM_001012507.3 1 100 1 missense NM_001012507.3c.83G>T p.Arg28Leu -0.2 0.01 102 0.001 0.01(COSM6259085)CENP-W proteinrs41285260 0.0886 YES 4.623E-4;1.156E-4 (pos.126661502)neoplasm CENP-A containing nucleosome assembly,DNA binding,cell division,chromosome organization,chromosome segregation,chromosome, centromeric region,condensed chromosome kinetochore,kinetochore,kinetochore assembly,mitotic cell cycle,nuclear matrix,nucleolus,nucleoplasm,protein binding,protein heterodimerization activityAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesG=0, T=34 G=0.0, T=1.0 0.00001 524.186 34 G=0/0, T=10/24

chr17:64023624 T/C T C SNV CEP112 CEP112:exonic:NM_001199165.3 1 50 16 missense NM_001199165.3c.1651A>G p.Lys551Glu 3.24 0.04 56 0.003 Domain of unknown function (DUF4485)rs17704679 0.4357 YES 2.15E-1 (pos.64023624) centrosome,cytoplasm,inhibitory synapse,plasma membrane,receptor localization to synapseAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Mental Disorders;Neurodevelopmental DisordersT=21, C=21 T=0.5, C=0.5 0.00001 223.639 42 T=13/8, C=11/10

chr5:122682348 G/G A G SNV CEP120 CEP120:exonic:NM_153223.3 1 100 21 synonymous NM_153223.3c.2826T>C p.(=) 0.34 0.74(COSM1432712)C2 domain,Cep120 proteinrs1047438 0.2876 YES 5.782E-1 (pos.122682348)adenocarcinoma,carcinoma,ductal_carcinomaCentrosomal protein, 120kDastral microtubule organization,centriole,centrosome,centrosome cycle,cerebral cortex development,interkinetic nuclear migration,neurogenesis,positive regulation of centrosome duplication,positive regulation of cilium assembly,protein C-terminus binding,protein binding,regulation of protein localizationAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Genetic Diseases, Inborn;Musculoskeletal Diseases;Osteochondrodysplasias;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesA=0, G=49 A=0.0, G=1.0 0.00001 831.621 49 A=0/0, G=34/15

chr11:101833644 T/T C T SNV CEP126 CEP126:exonic:NM_020802.3 1 100 6 synonymous NM_020802.3c.1878C>T p.(=) -0.72 Susceptibility to monomelic amyotrophyrs7109233,rs762228587 0.0271 YES 1.171E-4 (pos.101833643),9.999E-1 (pos.101833644) centrosome,ciliary base,cilium assembly,cytoplasm,cytoplasmic microtubule organization,midbody,mitotic spindle organization,non-motile cilium assembly,protein bindingC=0, T=38 C=0.0, T=1.0 0.00001 603.781 38 C=0/0, T=16/22



chr11:28104605 T/T C T SNV KIF18A KIF18A:intronic:NM_031217.3 1 100 intronic NM_031217.3c.1150-90G>Ap.? -0.72 Kinesin motor domain,Microtubule bindingrs7937778 YES Kinesin family member 18AATP binding,ATP-dependent microtubule motor activity, plus-end-directed,actin binding,antigen processing and presentation of exogenous peptide antigen via MHC class II,caveola,cellular response to estradiol stimulus,cytoplasm,cytosol,kinesin complex,kinetochore,kinetochore microtubule,male meiotic nuclear division,microtubule binding,microtubule cytoskeleton,microtubule depolymerization,microtubule organizing center,microtubule plus-end binding,microtubule-based movement,mitotic metaphase plate congression,mitotic spindle midzone,nucleus,protein binding,protein transport,regulation of microtubule cytoskeleton organization,retrograde vesicle-mediated transport, Golgi to ER,ruffle,seminiferous tubule development,sister chromatid cohesion,tubulin-dependent ATPase activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=24 C=0.0, T=1.0 0.00001 334.788 24 C=0/0, T=6/18

chr11:101857758 A/A G A SNV CEP126 CEP126:exonic:NM_020802.3 1 100 9 missense NM_020802.3c.3230G>A p.Ser1077Asn 3.11 1 46 0 Susceptibility to monomelic amyotrophyrs6590942 0.0269 YES 9.995E-1 (pos.101857758) centrosome,ciliary base,cilium assembly,cytoplasm,cytoplasmic microtubule organization,midbody,mitotic spindle organization,non-motile cilium assembly,protein bindingG=0, A=53 G=0.0, A=1.0 0.00001 777.994 53 G=0/0, A=22/31

chr14:81297635 A/G A G SNV CEP128 CEP128:exonic:NM_152446.3 1 50 12 missense NM_152446.3c.1061T>C p.Val354Ala 0.39 0.32 64 0.07 rs116610923 0.0116 4.627E-4 (pos.81297635) centriolar subdistal appendage,centriole,protein localization,spindle poleA=20, G=20 A=0.5, G=0.5 0.00001 214.326 40 A=2/18, G=8/12

chr17:79171967 G/G A G SNV CEP131 CEP131:exonic:NM_014984.3 1 100 12 missense NM_014984.3c.1418T>C p.Val473Ala 0.61 0.52 64 0 0.02(COSM4130802),0.02(COSM4130803)rs2659016 8.00E-04 YES 9.997E-1 (pos.79171967) neoplasm G2/M transition of mitotic cell cycle,acrosomal vesicle,cell differentiation,centriolar satellite,centrosome,ciliary basal body-plasma membrane docking,ciliary transition zone,cilium,cytosol,intercellular bridge,intracellular membrane-bounded organelle,intraciliary transport involved in cilium assembly,microtubule cytoskeleton,microtubule organizing center,molecular_function,multicellular organism development,positive regulation of cell proliferation,positive regulation of intracellular protein transport,protein binding,protein complex binding,protein homodimerization activity,protein localization to centrosome,regulation of G2/M transition of mitotic cell cycle,regulation of centrosome duplication,spermatogenesisA=0, G=23 A=0.0, G=1.0 0.00001 316.702 23 A=0/0, G=8/15

chr11:3026692 G/G T G SNV CARS CARS:intronic:NM_001014437.2 1 100 intronic NM_001014437.2c.2150-29A>Cp.? -1.25 tRNA synthetases class I (C) catalytic domainrs4758458 0.2148 YES 8.645E-1;1.156E-4 (pos.3026692) Cysteinyl-tRNA synthetaseATP binding,cysteine-tRNA ligase activity,cysteinyl-tRNA aminoacylation,cytoplasm,cytosol,ligase activity,metal ion binding,protein binding,protein homodimerization activity,tRNA aminoacylation for protein translation,tRNA bindingL-Cysteine T=0, G=118 T=0.0, G=1.0 0.00001 1897.74 118 T=0/0, G=73/45

chr11:31653956 A/A C A SNV ELP4 ELP4:intronic:NM_019040.4 1 100 intronic NM_019040.4c.927+4C>Ap.? 0.43 PAXNEB proteinrs4922872 4.00E-04 1.0 (pos.31653956) Elongation protein 4, S. cerevisiae, homolog ofElongator holoenzyme complex,RNA polymerase II core binding,cytoplasm,histone H3 acetylation,histone H4 acetylation,histone acetyltransferase activity,histone acetyltransferase complex,nucleoplasm,phosphorylase kinase regulator activity,protein binding,regulation of protein kinase activity,regulation of transcription from RNA polymerase II promoter,tRNA wobble uridine modification,transcription elongation factor complex,transcription elongation from RNA polymerase II promoterAniridia;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Glaucoma;Iris Diseases;Ocular Hypertension;Uveal DiseasesC=0, A=27 C=0.0, A=1.0 0.00001 389.988 27 C=0/0, A=8/19

chr11:33054754 C/G C G SNV DEPDC7 DEPDC7:intronic:NM_001077242.1 1 57.14 intronic NM_001077242.1c.1343-54C>Gp.? -0.81 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP)rs2273539 YES DEP domain-containing protein 7GTPase activator activity,biological_process,cellular_component,cytosol,intracellular signal transduction,molecular_function,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionC=21, G=28 C=0.4286, G=0.5714 0.00001 342.312 49 C=11/10, G=17/11

chr11:33773161 C/C G C SNV FBXO3 FBXO3:intronic:NM_012175.3 1 100 intronic NM_012175.3c.725-8C>Gp.? -0.25 ApaG domain,F-box domain,F-box-like,SMI1 / KNR4 family (SUKH-1)rs7479064 9.00E-04 YES 9.999E-1;0.0 (pos.33773161) F-box only protein 3cytosol,nucleoplasm,protein binding,protein ubiquitination,proteolysis,ubiquitin-protein transferase activityG=0, C=37 G=0.0, C=1.0 0.00001 577.047 37 G=0/0, C=14/23

chr11:3382069 G/G C G SNV ZNF195 ZNF195:intronic:NM_001130520.2 1 100 intronic NM_001130520.2c.374-51G>Cp.? 0.13 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers6578335 0.0101 YES Zinc finger protein-195DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingC=0, G=29 C=0.0, G=1.0 0.00001 439.051 29 C=0/0, G=18/11

chr11:33886547 T/T C T SNV LMO2 LMO2:intronic:NM_005574.3 1 100 intronic NM_005574.3c.249-184G>Ap.? -2.06 LIM domain rs3824848 YES LIM domain only 2 (rhombotin-like 1)E-box binding,RNA polymerase II activating transcription factor binding,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,bHLH transcription factor binding,cellular response to thyroid hormone stimulus,cofactor binding,mRNA transcription from RNA polymerase II promoter,metal ion binding,multicellular organism development,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of hematopoietic stem cell differentiation,transcription factor complex,transcriptional activator activity, RNA polymerase II transcription factor binding,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Leukemia, T-Cell;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Precursor Cell Lymphoblastic Leukemia-Lymphoma;Precursor T-Cell Lymphoblastic Leukemia-LymphomaC=0, T=96 C=0.0, T=1.0 0.00001 1618.01 96 C=0/0, T=29/67

chr11:34158411 G/G A G SNV NAT10 NAT10:intronic:NM_024662.2 1 100 intronic NM_024662.2c.2162+89A>Gp.? 0.54 Domain of unknown function (DUF1726),GNAT acetyltransferase 2,Helicase,Possible tRNA binding domainrs2982615 N-acetyltransferase 1090S preribosome,ATP binding,DNA polymerase binding,N-acetyltransferase activity,RNA binding,membrane,midbody,negative regulation of telomere maintenance via telomerase,nuclear chromosome, telomeric region,nucleolus,nucleoplasm,nucleus,protein binding,rRNA acetylation involved in maturation of SSU-rRNA,rRNA cytidine N-acetyltransferase activity,rRNA modification,ribosomal small subunit biogenesis,tRNA N-acetyltransferase activity,tRNA acetylation,tRNA binding,tRNA wobble cytosine modification,telomerase holoenzyme complexA=0, G=25 A=0.0, G=1.0 0.00001 353.018 25 A=0/0, G=16/9

chr11:34158431 C/C T C SNV NAT10 NAT10:intronic:NM_024662.2 1 100 intronic NM_024662.2c.2163-94T>Cp.? -1.65 Domain of unknown function (DUF1726),GNAT acetyltransferase 2,Helicase,Possible tRNA binding domainrs2957521 N-acetyltransferase 1090S preribosome,ATP binding,DNA polymerase binding,N-acetyltransferase activity,RNA binding,membrane,midbody,negative regulation of telomere maintenance via telomerase,nuclear chromosome, telomeric region,nucleolus,nucleoplasm,nucleus,protein binding,rRNA acetylation involved in maturation of SSU-rRNA,rRNA cytidine N-acetyltransferase activity,rRNA modification,ribosomal small subunit biogenesis,tRNA N-acetyltransferase activity,tRNA acetylation,tRNA binding,tRNA wobble cytosine modification,telomerase holoenzyme complexT=0, C=25 T=0.0, C=1.0 0.00001 353.018 25 T=0/0, C=16/9

chr11:34189563 TG/TG T TG INDEL ABTB2 ABTB2:intronic:NM_145804.2 1 100 intronic NM_145804.2c.1564-24A>CAp.? 0.64 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),BTB/POZ domain SCF ubiquitin ligase complex,cellular response to toxic substance,cellular_component,cytoplasm,molecular_function,proteasome-mediated ubiquitin-dependent protein catabolic process,protein heterodimerization activity,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of proteolysis,ubiquitin protein ligase bindingT=0, TG=129T=0.0, TG=1.0 0.00001 1821.9 129 T=0/0, TG=72/57

chr11:34533002 A/C A C SNV ELF5 ELF5:intronic:NM_001422.3 1 50 intronic NM_001422.3c.-4+2222T>Gp.? -3.1 Ets-domain,Sterile alpha motif (SAM)/Pointed domainrs28395819 YES E74-like factor 5 (epithelium-specific ETS factor 2)RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cell differentiation,cell proliferation,cytoplasm,ectodermal cell fate commitment,mammary gland epithelial cell differentiation,negative regulation of cell differentiation,nucleus,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,somatic stem cell population maintenance,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingA=44, C=44 A=0.5, C=0.5 0.00001 478.649 88 A=18/26, C=15/29

chr11:34678435 G/G C G SNV EHF EHF:intronic:NM_001206616.1 1 100 intronic NM_001206616.1c.611-20C>Gp.? 0.04 Ets-domain,Sterile alpha motif (SAM)/Pointed domainrs386752371,rs4355378.00E-04 YES 1.0 (pos.34678435) ETS homologous factorDNA binding,DNA binding transcription factor activity,Golgi apparatus,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cell proliferation,epithelial cell differentiation,epithelial cell proliferation,multicellular organism development,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, G=48 C=0.0, G=1.0 0.00001 810.241 48 C=0/0, G=16/32

chr11:34904399 T/T C T SNV APIP APIP:intronic:NM_015957.3 1 100 intronic NM_015957.3c.630-36G>Ap.? -0.62 Class II Aldolase and Adducin N-terminal domainrs2288667 0.309 YES 7.489E-1;0.0 (pos.34904399) APAF1-interacting proteinL-methionine salvage from methylthioadenosine,apoptotic process,cytoplasm,identical protein binding,metal ion binding,methylthioribulose 1-phosphate dehydratase activity,negative regulation of apoptotic process,protein binding,protein homotetramerization,pyroptosis,regulation of ERK1 and ERK2 cascade,zinc ion bindingC=0, T=42 C=0.0, T=1.0 0.00001 685.22 42 C=0/0, T=22/20

chr11:34916710 G/G A G SNV APIP APIP:intronic:NM_015957.3 1 100 intronic NM_015957.3c.58-53T>C p.? -0.31 Class II Aldolase and Adducin N-terminal domainrs1326941 YES APAF1-interacting proteinL-methionine salvage from methylthioadenosine,apoptotic process,cytoplasm,identical protein binding,metal ion binding,methylthioribulose 1-phosphate dehydratase activity,negative regulation of apoptotic process,protein binding,protein homotetramerization,pyroptosis,regulation of ERK1 and ERK2 cascade,zinc ion bindingA=0, G=39 A=0.0, G=1.0 0.00001 623.977 39 A=0/0, G=18/21

chr11:34937697 C/C T C SNV APIP,PDHX PDHX:utr_5:NM_003477.2, APIP:intronic:NM_015957.3 1 100 intronic NM_015957.3, NM_003477.2c.57+78A>G, c.-506T>Cp.?, p.? -1.44 2-oxoacid dehydrogenases acyltransferase (catalytic domain),Biotin-requiring enzyme,Class II Aldolase and Adducin N-terminal domain,e3 binding domainrs2016814,rs386752391 YES APAF1-interacting proteinL-methionine salvage from methylthioadenosine,apoptotic process,cellular nitrogen compound metabolic process,cytoplasm,identical protein binding,metabolic process,metal ion binding,methylthioribulose 1-phosphate dehydratase activity,mitochondrial acetyl-CoA biosynthetic process from pyruvate,mitochondrial matrix,negative regulation of apoptotic process,protein binding,protein homotetramerization,pyroptosis,pyruvate dehydrogenase (NAD+) activity,pyruvate dehydrogenase complex,pyruvate metabolic process,regulation of ERK1 and ERK2 cascade,regulation of acetyl-CoA biosynthetic process from pyruvate,transferase activity, transferring acyl groups,zinc ion bindingAcid-Base Imbalance;Acidosis;Acidosis, Lactic;Autoimmune Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Glomerulonephritis;Glomerulonephritis, IGA;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Mental Retardation, X-Linked;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Nephritis;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic Diseases;Pyruvate Dehydrogenase Complex Deficiency Disease;Pyruvate Metabolism, Inborn Errors;Urologic DiseasesBenign T=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=12/22

chr17:79173184 C/C T C SNV CEP131 CEP131:exonic:NM_014984.3 1 100 10 missense NM_014984.3c.1189A>G p.Thr397Ala -2.25 0.67 58 0 0(COSM3756015),0(COSM3756016)rs2659015 0.0272 YES 9.612E-1 (pos.79173184) adenocarcinoma,neoplasm G2/M transition of mitotic cell cycle,acrosomal vesicle,cell differentiation,centriolar satellite,centrosome,ciliary basal body-plasma membrane docking,ciliary transition zone,cilium,cytosol,intercellular bridge,intracellular membrane-bounded organelle,intraciliary transport involved in cilium assembly,microtubule cytoskeleton,microtubule organizing center,molecular_function,multicellular organism development,positive regulation of cell proliferation,positive regulation of intracellular protein transport,protein binding,protein complex binding,protein homodimerization activity,protein localization to centrosome,regulation of G2/M transition of mitotic cell cycle,regulation of centrosome duplication,spermatogenesisT=0, C=36 T=0.0, C=1.0 0.00001 563.713 36 T=0/0, C=27/9

chr11:35323200 G/G A G SNV SLC1A2 SLC1A2:intronic:NM_004171.3 1 100 intronic NM_004171.3c.731-8T>C p.? 0.5 0.02(COSM5764692)Sodium:dicarboxylate symporter familyrs2273689,rs776609023 0.35 YES 0.0 (pos.35323199),7.35E-1 (pos.35323200)adenocarcinomaSolute carrier family 1 (glial high affinity glutamate transporter), member 2D-aspartate import,L-glutamate import across plasma membrane,L-glutamate transmembrane transport,L-glutamate transmembrane transporter activity,adult behavior,amino acid transmembrane transporter activity,axolemma,cell surface,cellular response to extracellular stimulus,chemical synaptic transmission,glutamate secretion,glutamate:sodium symporter activity,high-affinity glutamate transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,ion transport,membrane,metal ion binding,multicellular organism aging,multicellular organism growth,plasma membrane,positive regulation of glucose import,protein binding,protein homotrimerization,response to amino acid,response to drug,response to wounding,symporter activity,telencephalon development,transmembrane transport,visual behaviorAmyotrophic Lateral Sclerosis;Brain Diseases;Central Nervous System Diseases;Cocaine-Related Disorders;Digestive System Diseases;Digestive System Neoplasms;Epilepsy;Essential Tremor;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hypopigmentation;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Movement Disorders;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Pigmentation Disorders;Proteostasis Deficiencies;Skin Diseases;Skin and Connective Tissue Diseases;Spinal Cord Diseases;Stomach Diseases;Stomach Neoplasms;Substance-Related Disorders;TDP-43 Proteinopathies;VitiligoGlutamic Acid A=0, G=60 A=0.0, G=1.0 0.00001 903.516 60 A=0/0, G=23/37

chr11:36311014 G/T G T SNV COMMD9 COMMD9:upstream:NM_014186.3 1 95.45 intronic NM_014186.3c.-52C>A p.? -0.93 rs7939948 0.4727 YES 5.419E-1;0.0 (pos.36311014) Golgi apparatus,cholesterol homeostasis,cytosol,extracellular region,ficolin-1-rich granule lumen,neutrophil degranulation,nucleus,protein binding,regulation of transcription, DNA-templated,secretory granule lumen,sodium ion transport,transcription, DNA-templatedG=1, T=21 G=0.0455, T=0.9545 0.00001 270.17 22 G=0/1, T=13/8

chr11:36422532 G/G T G SNV PRR5L PRR5L:intronic:NM_024841.4 1 100 intronic NM_024841.4c.-124-15T>Gp.? 0.58 HbrB-like rs59943655 YES Proline-rich protein 5-likeTORC2 complex,TORC2 signaling,cellular response to oxidative stress,mitochondrion,negative regulation of protein phosphorylation,negative regulation of signal transduction,positive regulation of intracellular protein transport,positive regulation of mRNA catabolic process,positive regulation of phosphatidylinositol 3-kinase signaling,positive regulation of protein phosphorylation,protein binding,regulation of fibroblast migration,ubiquitin protein ligase bindingT=0, G=21 T=0.0, G=1.0 0.00001 281.235 21 T=0/0, G=13/8

chr11:36424967 A/G A G SNV PRR5L PRR5L:intronic:NM_024841.4 1 50 intronic NM_024841.4c.245+39A>Gp.? 0.39 HbrB-like rs12279091 0.0285 YES 3.522E-2 (pos.36424967) Proline-rich protein 5-likeTORC2 complex,TORC2 signaling,cellular response to oxidative stress,mitochondrion,negative regulation of protein phosphorylation,negative regulation of signal transduction,positive regulation of intracellular protein transport,positive regulation of mRNA catabolic process,positive regulation of phosphatidylinositol 3-kinase signaling,positive regulation of protein phosphorylation,protein binding,regulation of fibroblast migration,ubiquitin protein ligase bindingA=24, G=24 A=0.5, G=0.5 0.00001 273.817 48 A=5/19, G=6/18

chr14:105349388 C/C A C SNV CEP170B CEP170B:exonic:NM_001112726.2 1 100 8 synonymous NM_001112726.2c.594A>C p.(=) -2.73 0.02(COSM3753824),0.02(COSM3753825)CEP170 C-terminus,FHA domain,Inner membrane component of T3SS, cytoplasmic domainrs2028414 0.3426 YES 3.008E-1 (pos.105349388)adenocarcinoma,hepatocellular_carcinomacytoplasm,microtubule A=0, C=44 A=0.0, C=1.0 0.00001 700.773 44 A=0/0, C=25/19

chr11:396701 T/T C T SNV PKP3 PKP3:intronic:NM_007183.3 1 100 intronic NM_007183.3c.312+14C>Tp.? -1.93 Armadillo/beta-catenin-like repeatrs11246147 0.4502 YES 4.328E-1 (pos.396701) Plakophilin-3RNA binding,alpha-catenin binding,cadherin binding involved in cell-cell adhesion,cell adhesion molecule binding,cell junction,cell-cell adherens junction,cell-cell adhesion,cell-cell junction,cornification,cornified envelope,desmosome,desmosome assembly,enzyme binding,keratinization,messenger ribonucleoprotein complex,negative regulation of mRNA catabolic process,nucleoplasm,nucleus,plasma membrane,positive regulation of gene expression,protein binding,protein localization to plasma membrane,regulation of translation,translation regulator activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, T=46 C=0.0, T=1.0 0.00001 768.313 46 C=0/0, T=25/21

chr11:403939 G/G A G SNV PKP3 PKP3:intronic:NM_007183.3 1 100 intronic NM_007183.3c.2078-4A>Gp.? -0.62 Armadillo/beta-catenin-like repeatrs7479832 0.2383 YES 9.998E-1 (pos.403939) Plakophilin-3RNA binding,alpha-catenin binding,cadherin binding involved in cell-cell adhesion,cell adhesion molecule binding,cell junction,cell-cell adherens junction,cell-cell adhesion,cell-cell junction,cornification,cornified envelope,desmosome,desmosome assembly,enzyme binding,keratinization,messenger ribonucleoprotein complex,negative regulation of mRNA catabolic process,nucleoplasm,nucleus,plasma membrane,positive regulation of gene expression,protein binding,protein localization to plasma membrane,regulation of translation,translation regulator activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, G=32 A=0.0, G=1.0 0.00001 485.129 32 A=0/0, G=14/18

chr14:105354293 G/G A G SNV CEP170B CEP170B:exonic:NM_001112726.2 1 100 12 synonymous NM_001112726.2c.3717A>G p.(=) -1.16 0.02(COSM1128319),0.02(COSM1128321)CEP170 C-terminus,FHA domain,Inner membrane component of T3SS, cytoplasmic domainrs2582548 0.2146 YES 2.978E-1 (pos.105354293)adenocarcinoma,neoplasm cytoplasm,microtubule A=0, G=26 A=0.0, G=1.0 0.00001 371.087 26 A=0/0, G=6/20

chr11:4133317 A/A C A SNV RRM1 RRM1:intronic:NM_001033.4 1 100 intronic NM_001033.4c.650+25C>Ap.? -0.09 ATP cone domain,Ribonucleotide reductase, all-alpha domain,Ribonucleotide reductase, barrel domainrs56336381 0.0692 YES 7.467E-1;0.0 (pos.4133317) Ribonucleotide reductase, M1 polypeptideATP binding,DNA replication,cytosol,deoxyribonucleotide biosynthetic process,extracellular exosome,identical protein binding,integral component of membrane,nucleobase-containing small molecule interconversion,oxidation-reduction process,protein binding,ribonucleoside-diphosphate reductase activity, thioredoxin disulfide as acceptorAdenocarcinoma;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neuromuscular Diseases;Peripheral Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsCladribine,Clofarabine,Fludarabine,Gemcitabine,Hydroxyurea,Imexon,gallium maltolateC=0, A=57 C=0.0, A=1.0 0.00001 848.608 57 C=0/0, A=32/25

chr18:13095609 C/C T C SNV CEP192 CEP192:exonic:NM_032142.3 1 100 35 missense NM_032142.3c.6362T>C p.Leu2121Pro 1.6 0.3 98 0.003 rs474337 0.3802 YES 7.961E-1 (pos.13095609) Centrosomal protein, 192kDG2/M transition of mitotic cell cycle,centriole,centrosome,centrosome duplication,ciliary basal body-plasma membrane docking,cytosol,negative regulation of phosphatase activity,pericentriolar material,phosphatase binding,protein binding,regulation of G2/M transition of mitotic cell cycle,spindle assemblyT=0, C=160 T=0.0, C=1.0 0.00001 2579.56 160 T=0/0, C=86/74

chr18:13116432 T/T G T SNV CEP192 CEP192:exonic:NM_032142.3 1 100 43 missense NM_032142.3c.7346G>T p.Arg2449Leu 0.75 1 102 0.001 0.04(COSM5001134),0.04(COSM5001135)rs1786263 0.3841 YES 7.95E-1;1.156E-4 (pos.13116432)ductal_carcinomaCentrosomal protein, 192kDG2/M transition of mitotic cell cycle,centriole,centrosome,centrosome duplication,ciliary basal body-plasma membrane docking,cytosol,negative regulation of phosphatase activity,pericentriolar material,phosphatase binding,protein binding,regulation of G2/M transition of mitotic cell cycle,spindle assemblyG=0, T=78 G=0.0, T=1.0 0.00001 1249.35 78 G=0/0, T=30/48

chr12:88505078 C/C T C SNV CEP290 CEP290:exonic:NM_025114.3 1 100 22 synonymous NM_025114.3c.2268A>G p.(=) 0.25 Coiled-coil region of centrosome protein CE290rs2468255 0.0774 YES 9.758E-1;0.0 (pos.88505078) Centrosomal protein, 290kDG2/M transition of mitotic cell cycle,MKS complex,centriolar satellite,centriole,centrosome,ciliary basal body,ciliary basal body-plasma membrane docking,ciliary transition zone,cilium assembly,cytoplasm,cytosol,extracellular region,eye photoreceptor cell development,gamma-tubulin complex,hindbrain development,identical protein binding,membrane,microtubule minus-end binding,neutrophil degranulation,nucleus,otic vesicle formation,photoreceptor connecting cilium,positive regulation of intracellular protein transport,positive regulation of transcription, DNA-templated,pronephros development,protein binding,protein complex,protein transport,regulation of G2/M transition of mitotic cell cycle,regulation of establishment of protein localization,specific granule lumenAbnormalities, Multiple;Bardet-Biedl Syndrome;Brain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Encephalocele;Eye Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Hypothalamic Diseases;Kidney Diseases;Kidney Diseases, Cystic;Leber Congenital Amaurosis;Limb Deformities, Congenital;Male Urogenital Diseases;Muscle Hypotonia;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Manifestations;Ocular Motility Disorders;Optic Atrophies, Hereditary;Optic Atrophy;Optic Nerve Diseases;Polycystic Kidney Diseases;Polydactyly;Retinal Diseases;Urologic DiseasesLikely benign T=0, C=53 T=0.0, C=1.0 0.00001 781.97 53 T=0/0, C=26/27

chr11:43775734 A/G A G SNV HSD17B12 HSD17B12:intronic:NM_016142.2 1 46.43 intronic NM_016142.2c.283+63A>Gp.? -0.11 Enoyl-(Acyl carrier protein) reductase,short chain dehydrogenasers4643069 0.314 YES 3-oxo-arachidoyl-CoA reductase activity,3-oxo-behenoyl-CoA reductase activity,3-oxo-cerotoyl-CoA reductase activity,3-oxo-lignoceroyl-CoA reductase activity,collagen binding,endoplasmic reticulum membrane,estradiol 17-beta-dehydrogenase activity,estrogen biosynthetic process,extracellular matrix organization,fatty acid biosynthetic process,fibronectin binding,heparin binding,integral component of membrane,long-chain fatty-acyl-CoA biosynthetic process,long-chain-3-hydroxyacyl-CoA dehydrogenase activity,oxidation-reduction process,oxidoreductase activity,positive regulation of cell-substrate adhesion,protein binding,proteinaceous extracellular matrixNeoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroblastoma;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, PeripheralA=30, G=26 A=0.5357, G=0.4643 0.00001 244.121 56 A=14/16, G=10/16

chr11:93402096 A/A C A SNV CEP295 CEP295:exonic:NM_033395.1 1 100 4 synonymous NM_033395.1c.432C>A p.(=) 0.17 0.59(COSM4594827),0.59(COSM4594828),0.59(COSM4594829)ALMS motif rs1944101 YES 9.614E-1 (pos.93402096) squamous_cell_carcinomaCentrosomal protein, 295kDcentriole,centrosome,cytoplasm,cytoskeleton,positive regulation of organelle assemblyC=0, A=30 C=0.0, A=1.0 0.00001 446.634 30 C=0/0, A=6/24

chr11:44089161 A/A G A SNV ACCS ACCS:intronic:NM_001127219.1 1 100 intronic NM_001127219.1c.1-17G>A p.? -0.01 Aminotransferase class I and IIrs178514,rs386753060 0.2079 YES 8.641E-1 (pos.44089161) 1-aminocyclopropane-1-carboxylate synthase1-aminocyclopropane-1-carboxylate synthase activity,biosynthetic process,identical protein binding,protein binding,protein homodimerization activity,pyridoxal phosphate bindingVinylglycine G=0, A=30 G=0.0, A=1.0 0.00001 445.982 30 G=0/0, A=18/12

chr11:4409511 A/G A G SNV TRIM21 TRIM21:intronic:NM_003141.3 1 56.36 intronic NM_003141.3c.735+19T>Cp.? -1.25 B-box zinc finger,RING-type zinc-finger,Ring finger domain,SPRY domain,SPRY-associated domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RING,zinc-RING finger domainrs12805578 0.1937 YES 8.634E-1 (pos.4409511) Tripartite motif-containing protein 21DNA binding,P-body,RNA binding,SCF ubiquitin ligase complex,autophagosome,cell cycle,cytoplasm,cytoplasmic vesicle,cytosol,identical protein binding,innate immune response,interferon-gamma-mediated signaling pathway,intracellular ribonucleoprotein complex,negative regulation of NF-kappaB transcription factor activity,negative regulation of protein deubiquitination,negative regulation of viral release from host cell,negative regulation of viral transcription,nucleoplasm,nucleus,positive regulation of DNA binding transcription factor activity,positive regulation of autophagy,positive regulation of cell cycle,positive regulation of viral entry into host cell,protein autoubiquitination,protein binding,protein destabilization,protein monoubiquitination,protein polyubiquitination,protein trimerization,protein ubiquitination,regulation of type I interferon production,response to interferon-gamma,ubiquitin-protein transferase activity,zinc ion bindingA=24, G=31 A=0.4364, G=0.5636 0.00001 309.113 55 A=17/7, G=18/13

chr11:44104885 G/G T G SNV ACCS ACCS:intronic:NM_001127219.1 1 100 intronic NM_001127219.1c.1254+24T>Gp.? -0.77 Aminotransferase class I and IIrs3107274 0.2836 YES 3.543E-1;1.165E-4 (pos.44104885) 1-aminocyclopropane-1-carboxylate synthase1-aminocyclopropane-1-carboxylate synthase activity,biosynthetic process,identical protein binding,protein binding,protein homodimerization activity,pyridoxal phosphate bindingVinylglycine T=0, G=44 T=0.0, G=1.0 0.00001 726.568 44 T=0/0, G=21/23

chr10:95279506 T/T A T SNV CEP55 CEP55:exonic:NM_001127182.1 1 100 8 missense NM_001127182.1c.1133A>T p.His378Leu 6.08 0 99 0.483 0.98(COSM5008468)TSG101 and ALIX binding domain of CEP55rs2293277 0.2449 YES 5.675E-1 (pos.95279506) adenocarcinomaCentrosomal protein, 55kDFlemming body,cell separation after cytokinesis,centriole,centrosome,cleavage furrow,cranial skeletal system development,establishment of protein localization,intercellular bridge,membrane,microtubule organizing center,midbody,mitotic cytokinesis,mitotic metaphase plate congression,nucleus organization,plasma membrane,protein binding,renal system developmentAdnexal Diseases;Autoimmune Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Nephritis;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Urologic DiseasesA=0, T=96 A=0.0, T=1.0 0.00001 1618.01 96 A=0/0, T=39/57

chr6:118973953 G/G A G SNV CEP85L CEP85L:utr_5:NM_001178035.1 1 100 2 utr_5 NM_001178035.1c.-9T>C p.? -0.23 rs9489486 YES 3.416E-1 (pos.118973953) centrosome,cytoplasm A=0, G=52 A=0.0, G=1.0 0.00001 767.015 52 A=0/0, G=30/22

chr19:33390796 A/A G A SNV CEP89 CEP89:exonic:NM_032816.4 1 100 16 synonymous NM_032816.4c.1842C>T p.(=) -0.89 rs10418340 0.1407 YES 8.92E-1 (pos.33390796) Centrosomal protein, 89kDcentriole,centrosome,chemical synaptic transmission,ciliary basal body-plasma membrane docking,ciliary transition fiber,cilium assembly,cytosol,mitochondrial intermembrane space,mitochondrion organization,motile cilium,non-motile cilium,non-motile cilium assembly,plasma membrane,protein binding,spindle poleG=0, A=125 G=0.0, A=1.0 0.00001 2034.03 125 G=0/0, A=64/61

chr11:45877688 G/G C G SNV CRY2 CRY2:intronic:NM_021117.3 1 100 intronic NM_021117.3c.387+47C>Gp.? -0.88 DNA photolyase,FAD binding domain of DNA photolyasers2292912 0.197 YES 3.667E-1;0.0 (pos.45877688) Cryptochrome 2DNA (6-4) photolyase activity,DNA binding,FAD binding,blue light photoreceptor activity,blue light signaling pathway,circadian regulation of gene expression,circadian rhythm,cytosol,damaged DNA binding,deoxyribodipyrimidine photo-lyase activity,entrainment of circadian clock by photoperiod,extracellular region,glucose homeostasis,lipid storage,mitochondrion,negative regulation of circadian rhythm,negative regulation of glucocorticoid receptor signaling pathway,negative regulation of glucocorticoid secretion,negative regulation of phosphoprotein phosphatase activity,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear hormone receptor binding,nuclear speck,nucleus,phosphatase binding,photoreactive repair,protein binding,protein import into nucleus,protein kinase binding,protein-chromophore linkage,regulation of circadian rhythm,regulation of sodium-dependent phosphate transport,response to insulin,response to light stimulus,single-straBone Marrow Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukemia;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeC=0, G=21 C=0.0, G=1.0 0.00001 281.148 21 C=0/0, G=16/5

chr19:33444707 C/T C T SNV CEP89 CEP89:exonic:NM_032816.4 1 50 4 synonymous NM_032816.4c.306G>A p.(=) -0.06 0(COSM4416657),0(COSM4416658)rs10411735,rs7813133900.3276 YES 4.219E-1;1.163E-4 (pos.33444707)acute_myeloid_leukaemiaCentrosomal protein, 89kDcentriole,centrosome,chemical synaptic transmission,ciliary basal body-plasma membrane docking,ciliary transition fiber,cilium assembly,cytosol,mitochondrial intermembrane space,mitochondrion organization,motile cilium,non-motile cilium,non-motile cilium assembly,plasma membrane,protein binding,spindle poleC=11, T=11 C=0.5, T=0.5 0.00001 95.5709 22 C=1/10, T=6/5

chr3:101443461 C/C T C SNV CEP97 CEP97:utr_5:NM_024548.3 1 100 1 utr_5 NM_024548.3c.-60T>C p.? -0.04 rs994573 0 Centrosomal protein, 97kDcalmodulin binding,centrosome,ciliary basal body-plasma membrane docking,cytosol,microtubule organizing center,negative regulation of cilium assembly,protein binding,protein complex,regulation of mitotic spindle assemblyT=0, C=65 T=0.0, C=1.0 0.00001 996.457 65 T=0/0, C=45/20

chr11:46822686 A/A C A SNV CKAP5 CKAP5:intronic:NM_001008938.3 1 100 intronic NM_001008938.3c.1083+64G>Tp.? 0.36 CLASP N terminal,HEAT repeatrs10734549 YES Cytoskeleton-associated protein 5G2/M transition of mitotic cell cycle,RNA transport,cadherin binding,cell division,centrosome,centrosome cycle,centrosome duplication,ciliary basal body-plasma membrane docking,condensed chromosome kinetochore,cytosol,establishment or maintenance of microtubule cytoskeleton polarity,gamma-tubulin complex,kinetochore,membrane,microtubule cytoskeleton,microtubule plus-end,microtubule plus-end binding,microtubule polymerization,protein binding,protein complex,regulation of G2/M transition of mitotic cell cycle,sister chromatid cohesion,spindle organization,spindle poleC=0, A=21 C=0.0, A=1.0 0.00001 281.233 21 C=0/0, A=11/10

chr11:46897995 T/T G T SNV LRP4 LRP4:intronic:NM_002334.3 1 100 intronic NM_002334.3c.3536+22C>Ap.? 0.61 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class B,SMP-30/Gluconolaconase/LRE-like regionrs964551 0.2284 YES 3.794E-1;0.0 (pos.46897995) Low density lipoprotein receptor-related protein 4BMP signaling pathway,Wnt signaling pathway involved in dorsal/ventral axis specification,Wnt-activated receptor activity,Wnt-protein binding,animal organ development,apolipoprotein binding,calcium ion binding,cell surface,dendrite,dendrite morphogenesis,embryonic digit morphogenesis,endocytosis,flotillin complex,hair follicle development,integral component of membrane,kidney development,limb development,negative regulation of axonogenesis,negative regulation of canonical Wnt signaling pathway,negative regulation of ossification,neuromuscular junction,neuronal cell body,odontogenesis of dentin-containing tooth,plasma membrane,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of presynaptic membrane organization,positive regulation of skeletal muscle acetylcholine-gated channel clustering,postsynaptic density,postsynaptic membrane assembly,presynaptic membrane assembly,protein binding,protein heterotetramerization,protein homodimerization activity,proximal/distal pattern formation,reBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dysostoses;Hyperostosis;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Syndactyly;Synostosis;Tooth Abnormalities;Tooth DiseasesG=0, T=27 G=0.0, T=1.0 0.00001 383.405 27 G=0/0, T=10/17

chr11:46911704 T/T C T SNV LRP4 LRP4:intronic:NM_002334.3 1 100 intronic NM_002334.3c.1916-33G>Ap.? -0.23 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class B,SMP-30/Gluconolaconase/LRE-like regionrs2306036 0.1478 YES 3.751E-1 (pos.46911704) Low density lipoprotein receptor-related protein 4BMP signaling pathway,Wnt signaling pathway involved in dorsal/ventral axis specification,Wnt-activated receptor activity,Wnt-protein binding,animal organ development,apolipoprotein binding,calcium ion binding,cell surface,dendrite,dendrite morphogenesis,embryonic digit morphogenesis,endocytosis,flotillin complex,hair follicle development,integral component of membrane,kidney development,limb development,negative regulation of axonogenesis,negative regulation of canonical Wnt signaling pathway,negative regulation of ossification,neuromuscular junction,neuronal cell body,odontogenesis of dentin-containing tooth,plasma membrane,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of presynaptic membrane organization,positive regulation of skeletal muscle acetylcholine-gated channel clustering,postsynaptic density,postsynaptic membrane assembly,presynaptic membrane assembly,protein binding,protein heterotetramerization,protein homodimerization activity,proximal/distal pattern formation,reBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dysostoses;Hyperostosis;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Syndactyly;Synostosis;Tooth Abnormalities;Tooth DiseasesC=0, T=22 C=0.0, T=1.0 0.00001 298.779 22 C=0/0, T=19/3

chr22:47083010 C/C T C SNV CERK CERK:utr_3:NM_022766.5 1 100 13 utr_3 NM_022766.5c.1635A>G p.? 0.11 Diacylglycerol kinase catalytic domainrs2542014,rs386822066 0.4237 YES 3.534E-1 (pos.47083010) Ceramide kinaseATP binding,NAD+ kinase activity,ceramide kinase activity,ceramide metabolic process,dihydroceramide kinase activity,glycosphingolipid metabolic process,integral component of membrane,lipid phosphorylation,magnesium ion binding,mitochondrion,phosphorylation,plasma membrane,protein bindingT=0, C=24 T=0.0, C=1.0 0.00001 334.79 24 T=0/0, C=13/11

chr22:47083012 A/A T A SNV CERK CERK:utr_3:NM_022766.5 1 100 13 utr_3 NM_022766.5c.1633A>T p.? 0.28 Diacylglycerol kinase catalytic domainrs2748349,rs386822066 0.4238 YES 3.53E-1 (pos.47083012) Ceramide kinaseATP binding,NAD+ kinase activity,ceramide kinase activity,ceramide metabolic process,dihydroceramide kinase activity,glycosphingolipid metabolic process,integral component of membrane,lipid phosphorylation,magnesium ion binding,mitochondrion,phosphorylation,plasma membrane,protein bindingT=0, A=24 T=0.0, A=1.0 0.00001 334.791 24 T=0/0, A=13/11

chr11:47204175 T/T A T SNV PACSIN3 PACSIN3:intronic:NM_016223.4 1 100 intronic NM_016223.4c.54+50T>Ap.? -0.63 Fes/CIP4, and EFC/F-BAR homology domain,SH3 domain,Variant SH3 domainrs2279438 0.2353 YES 3.437E-1;0.0 (pos.47204175) Protein kinase C and casein kinase substrate in neurons 3calcium channel inhibitor activity,cytoplasm,cytoskeletal protein binding,cytosol,endocytosis,endosome,extracellular exosome,lipid binding,negative regulation of calcium ion transport,negative regulation of endocytosis,plasma membrane,plasma membrane tubulation,positive regulation of membrane protein ectodomain proteolysis,protein binding,regulation of endocytosis,regulation of molecular functionA=0, T=43 A=0.0, T=1.0 0.00001 705.84 43 A=0/0, T=15/28

chr11:47259668 C/C T C SNV DDB2 DDB2:intronic:NM_000107.2 1 100 intronic NM_000107.2c.1189-21T>Cp.? 0.19 WD domain, G-beta repeatrs326222 0.2915 YES 2.511E-1 (pos.47259668) Damage-specific DNA binding protein 2, 48kDCul4-RING E3 ubiquitin ligase complex,Cul4B-RING E3 ubiquitin ligase complex,DNA binding,DNA repair,UV-damage excision repair,cell junction,damaged DNA binding,global genome nucleotide-excision repair,histone H2A monoubiquitination,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair, DNA damage recognition,nucleotide-excision repair, DNA duplex unwinding,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,nucleus,post-translational protein modification,protein autoubiquitination,protein binding,protein complex,protein complex binding,protein deubiquitination,protein polyubiquitination,pyrimidine dimer repair,response to UV,ubiquitin-protein transferase activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Genetic Diseases, Inborn;Metabolic Diseases;Neoplasms;Nutritional and Metabolic Diseases;Photosensitivity Disorders;Pigmentation Disorders;Precancerous Conditions;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Xeroderma PigmentosumT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=7/14

chr2:182403851 A/A G A SNV

CERKL,ITGA

4 CERKL:exonic:NM_201548.4, ITGA4:downstream:NM_000885.5 1
100

12 synonymous NM_000885.5, NM_201548.4c.*3597G>A, c.1506C>Tp.?, p.(=) 0.74 Diacylglycerol kinase catalytic domainrs10180793 2.00E-04 1.0 (pos.182403851) Ceramide kinase-like,Integrin, alpha-4 (antigen CD49D, alpha-4 subunit of VLA-4 receptor)B cell differentiation,C-X3-C chemokine binding,Golgi apparatus,NAD+ kinase activity,cell adhesion,cell adhesion molecule binding,cell surface,cell-matrix adhesion,cell-matrix adhesion involved in ameboidal cell migration,cellular response to cytokine stimulus,clathrin-dependent extracellular exosome endocytosis,coreceptor activity,cytoplasm,cytosol,diapedesis,endodermal cell differentiation,endoplasmic reticulum,extracellular exosome,extracellular matrix organization,fibronectin binding,focal adhesion,heterotypic cell-cell adhesion,integrin alpha4-beta7 complex,integrin complex,integrin-mediated signaling pathway,leukocyte cell-cell adhesion,leukocyte migration,leukocyte tethering or rolling,membrane,metal ion binding,negative regulation of apoptotic process,negative regulation of protein homodimerization activity,nucleolus,nucleus,perinuclear region of cytoplasm,phosphorylation,photoreceptor inner segment,photoreceptor outer segment,plasma membrane,positive regulation of T cell migration,positive regulationAutistic Disorder;Autoimmune Diseases;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lung Diseases;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Nephritis;Neurodevelopmental Disorders;Respiratory Tract Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Urologic DiseasesATL1102,CDP323,Natalizumab,R1295,R411,Tinzaparin,VedolizumabBenign G=0, A=20 G=0.0, A=1.0 0.00001 263.782 20 G=0/0, A=13/7

chr1:150938616 A/A G A SNV CERS2 CERS2:utr_3:NM_022075.4 1 100 11 utr_3 NM_022075.4c.1151C>T p.? 0.06 Homeobox domain,TLC domainrs267739 0 1.0 (pos.150938616) Ceramide synthase 2DNA binding,ceramide biosynthetic process,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,negative regulation of Schwann cell migration,negative regulation of Schwann cell proliferation involved in axon regeneration,negative regulation of axon regeneration,nuclear membrane,nucleus,protein binding,sphingolipid biosynthetic process,sphingosine N-acyltransferase activityG=0, A=31 G=0.0, A=1.0 0.00001 465.816 31 G=0/0, A=16/15

chr11:47361084 C/C T C SNV MYBPC3 MYBPC3:intronic:NM_000256.3 1 100 intronic NM_000256.3c.2067+118A>Gp.? -2.72 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs2856653 YES Myosin-binding protein C, cardiacA band,ATPase activator activity,C zone,M band,Z disc,actin filament binding,actin filament organization,cardiac muscle contraction,cardiac myofibril,cell adhesion,cytosol,heart morphogenesis,identical protein binding,metal ion binding,muscle alpha-actinin binding,muscle filament sliding,myosin binding,myosin heavy chain binding,positive regulation of ATPase activity,protein binding,regulation of muscle filament sliding,regulation of striated muscle contraction,sarcomere,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticity,titin binding,ventricular cardiac muscle tissue morphogenesisACMG Recommendations...;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Death, Sudden, Cardiac;Genetic Diseases, Inborn;Heart Arrest;Heart Diseases;Heart Valve DiseasesT=0, C=35 T=0.0, C=1.0 0.00001 543.903 35 T=0/0, C=16/19

chr11:47364762 G/G A G SNV MYBPC3 MYBPC3:intronic:NM_000256.3 1 100 intronic NM_000256.3c.1224-63T>Cp.? -1.75 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs896818 0.0018 YES 1.0;0.0 (pos.47364762) Myosin-binding protein C, cardiacA band,ATPase activator activity,C zone,M band,Z disc,actin filament binding,actin filament organization,cardiac muscle contraction,cardiac myofibril,cell adhesion,cytosol,heart morphogenesis,identical protein binding,metal ion binding,muscle alpha-actinin binding,muscle filament sliding,myosin binding,myosin heavy chain binding,positive regulation of ATPase activity,protein binding,regulation of muscle filament sliding,regulation of striated muscle contraction,sarcomere,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticity,titin binding,ventricular cardiac muscle tissue morphogenesisACMG Recommendations...;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Death, Sudden, Cardiac;Genetic Diseases, Inborn;Heart Arrest;Heart Diseases;Heart Valve DiseasesBenign A=0, G=25 A=0.0, G=1.0 0.00001 345.903 25 A=0/0, G=11/14

chr11:47371484 A/A AG A INDEL MYBPC3 MYBPC3:intronic:NM_000256.3 1 100 intronic NM_000256.3c.506-11CT>Tp.? -0.28, 1.43 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs11570050,rs181840234,rs2013478630.2752 YES 0.0 (pos.47371485),6.438E-1 (pos.47371484)Myosin-binding protein C, cardiacA band,ATPase activator activity,C zone,M band,Z disc,actin filament binding,actin filament organization,cardiac muscle contraction,cardiac myofibril,cell adhesion,cytosol,heart morphogenesis,identical protein binding,metal ion binding,muscle alpha-actinin binding,muscle filament sliding,myosin binding,myosin heavy chain binding,positive regulation of ATPase activity,protein binding,regulation of muscle filament sliding,regulation of striated muscle contraction,sarcomere,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticity,titin binding,ventricular cardiac muscle tissue morphogenesisACMG Recommendations...;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Death, Sudden, Cardiac;Genetic Diseases, Inborn;Heart Arrest;Heart Diseases;Heart Valve DiseasesBenign/Likely benignAG=0, A=20 AG=0.0, A=1.0 0.00001 257.733 20 AG=0/0, A=11/9

chr11:47397353 A/A G A SNV SPI1 SPI1:intronic:NM_001080547.1 1 100 intronic NM_001080547.1c.46-70C>T p.? 0.59 Ets-domain rs56030824 YES Oncogene SPI1DNA binding transcription factor activity,NFAT protein binding,RNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II core promoter sequence-specific DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,RNA polymerase II transcription factor binding,anatomical structure regression,apoptotic process involved in blood vessel morphogenesis,cellular response to ethanol,core promoter binding,erythrocyte differentiation,granulocyte differentiation,histone H3 acetylation,hypermethylation of CpG island,integral component of membrane,lymphocyte differentiation,lymphoid progenitor cell differentiation,macrophage differentiation,myeloid dendritic cell differentiation,negative regulation of MHC class II biosynthetic process,negative regulation of gene expression, epigenetic,negative regulation of histone H4 acetylation,negative regulation of transcription from RNA polyLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeG=0, A=34 G=0.0, A=1.0 0.00001 492.279 34 G=0/0, A=21/13

chr16:55862717 T/C T C SNV CES1 CES1:exonic:NM_001025195.1 1 57.14 2 synonymous NM_001025195.1c.222A>G p.(=) -1.63 0.04(COSM4129125)Carboxylesterase family,alpha/beta hydrolase foldrs76828834 YES 1.799E-1 (pos.55862717) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmCarboxylesterase 1 (monocyte/macrophage serine esterase 1)carboxylic ester hydrolase activity,cholesterol biosynthetic process,cholesterol ester hydrolysis involved in cholesterol transport,cytosol,endoplasmic reticulum,endoplasmic reticulum lumen,epithelial cell differentiation,medium-chain fatty acid metabolic process,metabolic process,methylumbelliferyl-acetate deacetylase activity,response to toxic substance,sterol esterase activity,xenobiotic metabolic processCocaine-Related Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyslipidemias;Genetic Diseases, Inborn;Hypercholesterolemia;Hyperlipidemias;Lipid Metabolism Disorders;Lung Diseases;Lung Neoplasms;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Opioid-Related Disorders;Overnutrition;Peripheral Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Substance-Related Disorders;Thoracic Neoplasms(1R)-1,2,2-trimethylpropyl (R)-methylphosphinate,(1S,7S,8S,8AR)-1,2,3,7,8,8A-HEXAHYDRO-7-METHYL-8-2-(2R,4R)-TETRAHYDRO-4-HY DROXY-6-OXO-2H-PYRAN-2-YLETHYL-1-NAPHTHALENOL,4-Piperidino-Piperidine,Benzocaine,Capecitabine,Cholic Acid,Ciclesonide,Clopidogrel,Cyclandelate,Dabigatran etexilate,Hydroxy-Phenyl-Acetic Acid 8-Methyl-8-Aza-Bicyclo3.2.1Oct-3-Yl Ester,Indomethacin,Irinotecan,L-Carnitine,Mevastatin,Mycophenolate mofetil,N-Methylnaloxonium,N-acetyl-alpha-neuraminic acid,Oseltamivir,Phenylacetic acid,Probucol,Rufinamide,Selexipag,Tamoxifen,Thenoyltrifluoroacetone,TrandolaprilT=9, C=12 T=0.4286, C=0.5714 0.00001 109.091 21 T=5/4, C=8/4

chr16:55862720 T/C T C SNV CES1 CES1:exonic:NM_001025195.1 1 57.14 2 synonymous NM_001025195.1c.219A>G p.(=) -2.21 0.02(COSM1378424)Carboxylesterase family,alpha/beta hydrolase foldrs74019278 YES 1.801E-1 (pos.55862720) astrocytoma_Grade_IV,carcinoma,ductal_carcinoma,neoplasmCarboxylesterase 1 (monocyte/macrophage serine esterase 1)carboxylic ester hydrolase activity,cholesterol biosynthetic process,cholesterol ester hydrolysis involved in cholesterol transport,cytosol,endoplasmic reticulum,endoplasmic reticulum lumen,epithelial cell differentiation,medium-chain fatty acid metabolic process,metabolic process,methylumbelliferyl-acetate deacetylase activity,response to toxic substance,sterol esterase activity,xenobiotic metabolic processCocaine-Related Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyslipidemias;Genetic Diseases, Inborn;Hypercholesterolemia;Hyperlipidemias;Lipid Metabolism Disorders;Lung Diseases;Lung Neoplasms;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Opioid-Related Disorders;Overnutrition;Peripheral Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Substance-Related Disorders;Thoracic Neoplasms(1R)-1,2,2-trimethylpropyl (R)-methylphosphinate,(1S,7S,8S,8AR)-1,2,3,7,8,8A-HEXAHYDRO-7-METHYL-8-2-(2R,4R)-TETRAHYDRO-4-HY DROXY-6-OXO-2H-PYRAN-2-YLETHYL-1-NAPHTHALENOL,4-Piperidino-Piperidine,Benzocaine,Capecitabine,Cholic Acid,Ciclesonide,Clopidogrel,Cyclandelate,Dabigatran etexilate,Hydroxy-Phenyl-Acetic Acid 8-Methyl-8-Aza-Bicyclo3.2.1Oct-3-Yl Ester,Indomethacin,Irinotecan,L-Carnitine,Mevastatin,Mycophenolate mofetil,N-Methylnaloxonium,N-acetyl-alpha-neuraminic acid,Oseltamivir,Phenylacetic acid,Probucol,Rufinamide,Selexipag,Tamoxifen,Thenoyltrifluoroacetone,TrandolaprilT=9, C=12 T=0.4286, C=0.5714 0.00001 109.102 21 T=5/4, C=8/4

chr16:55862762 C/G C G SNV CES1 CES1:exonic:NM_001025195.1 1 50 2 synonymous NM_001025195.1c.177G>C p.(=) -3.69 0.01(COSM1378425)Carboxylesterase family,alpha/beta hydrolase foldrs3826194 YES 1.524E-1;0.0;0.0 (pos.55862762)NS,adenocarcinoma,astrocytoma_Grade_IV,carcinoma,neoplasmCarboxylesterase 1 (monocyte/macrophage serine esterase 1)carboxylic ester hydrolase activity,cholesterol biosynthetic process,cholesterol ester hydrolysis involved in cholesterol transport,cytosol,endoplasmic reticulum,endoplasmic reticulum lumen,epithelial cell differentiation,medium-chain fatty acid metabolic process,metabolic process,methylumbelliferyl-acetate deacetylase activity,response to toxic substance,sterol esterase activity,xenobiotic metabolic processCocaine-Related Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyslipidemias;Genetic Diseases, Inborn;Hypercholesterolemia;Hyperlipidemias;Lipid Metabolism Disorders;Lung Diseases;Lung Neoplasms;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Opioid-Related Disorders;Overnutrition;Peripheral Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Substance-Related Disorders;Thoracic Neoplasms(1R)-1,2,2-trimethylpropyl (R)-methylphosphinate,(1S,7S,8S,8AR)-1,2,3,7,8,8A-HEXAHYDRO-7-METHYL-8-2-(2R,4R)-TETRAHYDRO-4-HY DROXY-6-OXO-2H-PYRAN-2-YLETHYL-1-NAPHTHALENOL,4-Piperidino-Piperidine,Benzocaine,Capecitabine,Cholic Acid,Ciclesonide,Clopidogrel,Cyclandelate,Dabigatran etexilate,Hydroxy-Phenyl-Acetic Acid 8-Methyl-8-Aza-Bicyclo3.2.1Oct-3-Yl Ester,Indomethacin,Irinotecan,L-Carnitine,Mevastatin,Mycophenolate mofetil,N-Methylnaloxonium,N-acetyl-alpha-neuraminic acid,Oseltamivir,Phenylacetic acid,Probucol,Rufinamide,Selexipag,Tamoxifen,Thenoyltrifluoroacetone,TrandolaprilC=12, G=12 C=0.5, G=0.5 0.00001 106.71 24 C=5/7, G=8/4

chr11:47587577 T/T TC T INDEL PTPMT1 PTPMT1:intronic:NM_175732.2 1 100 intronic NM_175732.2c.255+39TC>Tp.? -0.33, 0.0 Dual specificity phosphatase, catalytic domainrs398016003,rs574046003,rs58926533,rs746126637YES 0.0 (pos.47587565),1.0 (pos.47587577) cardiolipin biosynthetic process,mitochondrial inner membrane,mitochondrion,nucleus,peptidyl-tyrosine dephosphorylation,phosphatidylglycerophosphatase activity,phosphatidylinositol-4,5-bisphosphate 5-phosphatase activity,protein binding,protein tyrosine phosphatase activity,protein tyrosine/serine/threonine phosphatase activityTC=0, T=40 TC=0.0, T=1.0 0.00001 471.913 40 TC=0/0, T=21/19

chr16:55862883 C/A C A SNV CES1 CES1:exonic:NM_001025195.1 1 50 2 missense NM_001025195.1c.56G>T p.Gly19Val 1.88 0 109 0.972 0.9(COSM1128928)Carboxylesterase family,alpha/beta hydrolase foldrs3826190 YES 1.751E-1 (pos.55862883) Merkel_cell_carcinoma,adenocarcinoma,astrocytoma_Grade_IV,basal_cell_carcinoma,carcinoma,lymphoid_neoplasm,neoplasm,squamous_cell_carcinomaCarboxylesterase 1 (monocyte/macrophage serine esterase 1)carboxylic ester hydrolase activity,cholesterol biosynthetic process,cholesterol ester hydrolysis involved in cholesterol transport,cytosol,endoplasmic reticulum,endoplasmic reticulum lumen,epithelial cell differentiation,medium-chain fatty acid metabolic process,metabolic process,methylumbelliferyl-acetate deacetylase activity,response to toxic substance,sterol esterase activity,xenobiotic metabolic processCocaine-Related Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyslipidemias;Genetic Diseases, Inborn;Hypercholesterolemia;Hyperlipidemias;Lipid Metabolism Disorders;Lung Diseases;Lung Neoplasms;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Opioid-Related Disorders;Overnutrition;Peripheral Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Substance-Related Disorders;Thoracic Neoplasms(1R)-1,2,2-trimethylpropyl (R)-methylphosphinate,(1S,7S,8S,8AR)-1,2,3,7,8,8A-HEXAHYDRO-7-METHYL-8-2-(2R,4R)-TETRAHYDRO-4-HY DROXY-6-OXO-2H-PYRAN-2-YLETHYL-1-NAPHTHALENOL,4-Piperidino-Piperidine,Benzocaine,Capecitabine,Cholic Acid,Ciclesonide,Clopidogrel,Cyclandelate,Dabigatran etexilate,Hydroxy-Phenyl-Acetic Acid 8-Methyl-8-Aza-Bicyclo3.2.1Oct-3-Yl Ester,Indomethacin,Irinotecan,L-Carnitine,Mevastatin,Mycophenolate mofetil,N-Methylnaloxonium,N-acetyl-alpha-neuraminic acid,Oseltamivir,Phenylacetic acid,Probucol,Rufinamide,Selexipag,Tamoxifen,Thenoyltrifluoroacetone,TrandolaprilC=11, A=11 C=0.5, A=0.5 0.00001 94.6067 22 C=1/10, A=7/4

chr16:55862824 C/T C T SNV CES1 CES1:exonic:NM_001025195.1 1 45.83 2 missense NM_001025195.1c.115G>A p.Val39Ile 0.56 0.42 29 0.053 0.06(COSM4422956),0.11(COSM4598749)Carboxylesterase family,alpha/beta hydrolase foldrs3826192 YES 1.187E-1;1.315E-4 (pos.55862824)adenocarcinoma,astrocytoma_Grade_III,basal_cell_carcinoma,carcinoma,squamous_cell_carcinomaCarboxylesterase 1 (monocyte/macrophage serine esterase 1)carboxylic ester hydrolase activity,cholesterol biosynthetic process,cholesterol ester hydrolysis involved in cholesterol transport,cytosol,endoplasmic reticulum,endoplasmic reticulum lumen,epithelial cell differentiation,medium-chain fatty acid metabolic process,metabolic process,methylumbelliferyl-acetate deacetylase activity,response to toxic substance,sterol esterase activity,xenobiotic metabolic processCocaine-Related Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyslipidemias;Genetic Diseases, Inborn;Hypercholesterolemia;Hyperlipidemias;Lipid Metabolism Disorders;Lung Diseases;Lung Neoplasms;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Opioid-Related Disorders;Overnutrition;Peripheral Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Substance-Related Disorders;Thoracic Neoplasms(1R)-1,2,2-trimethylpropyl (R)-methylphosphinate,(1S,7S,8S,8AR)-1,2,3,7,8,8A-HEXAHYDRO-7-METHYL-8-2-(2R,4R)-TETRAHYDRO-4-HY DROXY-6-OXO-2H-PYRAN-2-YLETHYL-1-NAPHTHALENOL,4-Piperidino-Piperidine,Benzocaine,Capecitabine,Cholic Acid,Ciclesonide,Clopidogrel,Cyclandelate,Dabigatran etexilate,Hydroxy-Phenyl-Acetic Acid 8-Methyl-8-Aza-Bicyclo3.2.1Oct-3-Yl Ester,Indomethacin,Irinotecan,L-Carnitine,Mevastatin,Mycophenolate mofetil,N-Methylnaloxonium,N-acetyl-alpha-neuraminic acid,Oseltamivir,Phenylacetic acid,Probucol,Rufinamide,Selexipag,Tamoxifen,Thenoyltrifluoroacetone,TrandolaprilC=13, T=11 C=0.5417, T=0.4583 0.00001 93.4394 24 C=3/10, T=7/4

chr11:47752775 G/G A G SNV FNBP4 FNBP4:intronic:NM_015308.4 1 100 intronic NM_015308.4c.2008+151T>Cp.? -0.33 WW domain rs17788930 YES Formin-binding protein 4nuclear speck,protein binding A=0, G=51 A=0.0, G=1.0 0.00001 754.584 51 A=0/0, G=27/24

chr16:55862836 G/A G A SNV CES1 CES1:exonic:NM_001025195.1 1 45.83 2 synonymous NM_001025195.1c.103C>T p.(=) 1.47 0.82(COSM1378426)Carboxylesterase family,alpha/beta hydrolase foldrs3826191 YES 1.232E-1 (pos.55862836) astrocytoma_Grade_IV,neoplasmCarboxylesterase 1 (monocyte/macrophage serine esterase 1)carboxylic ester hydrolase activity,cholesterol biosynthetic process,cholesterol ester hydrolysis involved in cholesterol transport,cytosol,endoplasmic reticulum,endoplasmic reticulum lumen,epithelial cell differentiation,medium-chain fatty acid metabolic process,metabolic process,methylumbelliferyl-acetate deacetylase activity,response to toxic substance,sterol esterase activity,xenobiotic metabolic processCocaine-Related Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyslipidemias;Genetic Diseases, Inborn;Hypercholesterolemia;Hyperlipidemias;Lipid Metabolism Disorders;Lung Diseases;Lung Neoplasms;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Opioid-Related Disorders;Overnutrition;Peripheral Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Substance-Related Disorders;Thoracic Neoplasms(1R)-1,2,2-trimethylpropyl (R)-methylphosphinate,(1S,7S,8S,8AR)-1,2,3,7,8,8A-HEXAHYDRO-7-METHYL-8-2-(2R,4R)-TETRAHYDRO-4-HY DROXY-6-OXO-2H-PYRAN-2-YLETHYL-1-NAPHTHALENOL,4-Piperidino-Piperidine,Benzocaine,Capecitabine,Cholic Acid,Ciclesonide,Clopidogrel,Cyclandelate,Dabigatran etexilate,Hydroxy-Phenyl-Acetic Acid 8-Methyl-8-Aza-Bicyclo3.2.1Oct-3-Yl Ester,Indomethacin,Irinotecan,L-Carnitine,Mevastatin,Mycophenolate mofetil,N-Methylnaloxonium,N-acetyl-alpha-neuraminic acid,Oseltamivir,Phenylacetic acid,Probucol,Rufinamide,Selexipag,Tamoxifen,Thenoyltrifluoroacetone,TrandolaprilG=13, A=11 G=0.5417, A=0.4583 0.00001 93.439 24 G=3/10, A=7/4

chr11:47837638 A/A G A SNV NUP160 NUP160:intronic:NM_015231.2 1 100 intronic NM_015231.2c.1432-57C>Tp.? -0.41 Nucleoporin Nup120/160rs7130715 0.0013 YES Nucleoporin, 160kDcytosol,host cell,intracellular transport of virus,kinetochore,mRNA export from nucleus,mitotic nuclear envelope disassembly,nuclear envelope,nuclear pore,nuclear pore outer ring,nucleocytoplasmic transporter activity,protein binding,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,sister chromatid cohesion,tRNA export from nucleus,viral process,viral transcriptionG=0, A=40 G=0.0, A=1.0 0.00001 624.932 40 G=0/0, A=16/24

chr16:55883618 C/C T C SNV CES5A CES5A:exonic:NM_001190158.1 1 100 12 synonymous NM_001190158.1c.1428A>G p.(=) -0.57 0.11(COSM3754938)Carboxylesterase family,alpha/beta hydrolase foldrs2160276,rs762392789 0.2732 YES 7.788E-1;0.0;0.0 (pos.55883618)adenocarcinoma carboxylic ester hydrolase activity,extracellular region,hydrolase activity,integral component of membraneT=0, C=55 T=0.0, C=1.0 0.00001 814.894 55 T=0/0, C=31/24

chr11:48171793 C/C T C SNV PTPRJ PTPRJ:intronic:NM_002843.3 1 100 intronic NM_002843.3c.3138+58T>Cp.? -1.25 Fibronectin type III domain,Protein-tyrosine phosphatasers10734565 9.00E-04 YES Protein tyrosine phosphatase, receptor type, J polypeptideT cell receptor signaling pathway,beta-catenin binding,cell surface,cell-cell junction,contact inhibition,delta-catenin binding,extracellular exosome,gamma-catenin binding,immunological synapse,integral component of membrane,integral component of plasma membrane,mitogen-activated protein kinase binding,negative regulation of MAP kinase activity,negative regulation of T cell receptor signaling pathway,negative regulation of cell growth,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of epidermal growth factor receptor signaling pathway,negative regulation of platelet-derived growth factor receptor signaling pathway,negative regulation of protein kinase B signaling,negative regulation of vascular permeability,neutrophil degranulation,peptidyl-tyrosine dephosphorylation,phosphatase activity,plasma membrane,platelet-derived growth factor receptor binding,platelet-derived growth factor receptor signaling pathway,positive chemotaxis,positive regulation of cell adhColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Intestinal Diseases;Intestinal Neoplasms;Leukemia;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Precursor Cell Lymphoblastic Leukemia-Lymphoma;Rectal DiseasesT=0, C=24 T=0.0, C=1.0 0.00001 341.702 24 T=0/0, C=8/16

chr16:57016092 A/A G A SNV CETP CETP:exonic:NM_000078.2 1 100 14 missense NM_000078.2c.1264G>A p.Val422Ile -2.55 1 29 0.001 0(COSM3754947)LBP / BPI / CETP family, C-terminal domain,LBP / BPI / CETP family, N-terminal domainrs5882 0.3186 YES 5.481E-1 (pos.57016092) adenocarcinomaCholesteryl ester transfer protein, plasmacholesterol binding,cholesterol homeostasis,cholesterol metabolic process,cholesterol transport,cholesterol transporter activity,extracellular exosome,extracellular region,extracellular space,high-density lipoprotein particle,high-density lipoprotein particle remodeling,lipid binding,lipid homeostasis,lipid transport,lipid transporter activity,low-density lipoprotein particle remodeling,negative regulation of macrophage derived foam cell differentiation,phosphatidylcholine binding,phosphatidylcholine metabolic process,phospholipid homeostasis,phospholipid transport,phospholipid transporter activity,regulation of cholesterol efflux,reverse cholesterol transport,triglyceride binding,triglyceride homeostasis,triglyceride metabolic process,triglyceride transport,very-low-density lipoprotein particle remodeling,vesicleArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Dyslipidemias;Eye Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Hypertension;Hypertriglyceridemia;Insulin Resistance;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Macular Degeneration;Metabolic Diseases;Metabolic Syndrome X;Metabolism, Inborn Errors;Myocardial Ischemia;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Retinal Degeneration;Retinal Diseases;Vascular DiseasesBenign, associationG=0, A=45 G=0.0, A=1.0 0.00001 747.391 45 G=0/0, A=14/31

chr11:48266582 C/C A C SNV OR4X2 OR4X2:upstream:NM_001004727.1 1 100 intronic NM_001004727.1c.-74A>C p.? -1.96 rs7120549 YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityA=0, C=34 A=0.0, C=1.0 0.00001 524.144 34 A=0/0, C=22/12

chr3:126137558 T/T C T SNV CFAP100 CFAP100:exonic:NM_182628.2 1 100 7 synonymous NM_182628.2c.591C>T p.(=) -2.99 Domain of unknown function (DUF4200)rs386665601,rs4679242 0.2124 YES 1.784E-1 (pos.126137558) axonemal outer doublet,cilium movement,cytoplasm,dynein complex binding,inner dynein arm assembly,motile cilium,regulation of microtubule motor activityC=0, T=86 C=0.0, T=1.0 0.00001 1410.88 86 C=0/0, T=34/52

chr2:120388412 A/A G A SNV CFAP221 CFAP221:exonic:NM_001271049.1 1 100 19 missense NM_001271049.1c.1909G>A p.Val637Ile -0.95 0.6 29 0 Flagellar-associated PapD-likers2272058 2.00E-04 9.902E-1 (pos.120388412) axoneme,calmodulin binding,cilium,cilium assembly,cilium movement,cytoplasm,motile cilium assemblyAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Neurodevelopmental Disorders;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract InfectionsG=0, A=33 G=0.0, A=1.0 0.00001 504.502 33 G=0/0, A=18/15

chr11:48373632 A/A T A SNV OR4C45 OR4C45:intronic:NM_001005513.1 1 100 intronic NM_001005513.1c.298+70A>Tp.? 0.1 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4882248 YES T=0, A=25 T=0.0, A=1.0 0.00001 353.018 25 T=0/0, A=10/15

chr3:113022870 C/C T C SNV CFAP44 CFAP44:exonic:NM_001164496.1 1 100 32 missense NM_001164496.1c.4970A>G p.His1657Arg -0.1 0.54 29 0 WD domain, G-beta repeatrs4682484 0.0163 YES 1.0 (pos.113022870) Cilia- and flagella-associated protein 44cell projection,cilium-dependent cell motility T=0, C=29 T=0.0, C=1.0 0.00001 427.603 29 T=0/0, C=16/13

chr17:9515777 A/A G A SNV CFAP52 CFAP52:exonic:NM_145054.4 1 100 8 missense NM_145054.4c.1006G>A p.Glu336Lys 0.84 0.49 56 0 0.1(COSM148192)WD domain, G-beta repeatrs6503235 0.2442 YES 5.709E-1 (pos.9515777) adenocarcinoma cell projection,cytoplasm,protein binding G=0, A=443 G=0.0, A=1.0 0.00001 7500.61 443 G=0/0, A=196/247

chr1:43675467 A/A G A SNV CFAP57 CFAP57:exonic:NM_001195831.2 1 100 11 synonymous NM_001195831.2c.1809G>A p.(=) -2.36 0.04(COSM5438325)WD domain, G-beta repeatrs2453412 0.1242 YES 7.23E-1 (pos.43675467) squamous_cell_carcinoma Bipolar Disorder;Bipolar and Related Disorders;Mental DisordersG=0, A=45 G=0.0, A=1.0 0.00001 747.367 45 G=0/0, A=21/24

chr11:48997592 T/T C T SNV 1 100 intronic -2.71 rs1813231 1.0 (pos.48997592) C=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=8/12

chr11:49000423 G/G C G SNV 1 100 intronic 1.62 rs1965370 YES 6.283E-1 (pos.49000423) C=0, G=101 C=0.0, G=1.0 0.00001 1567.06 101 C=0/0, G=59/42

chr11:49000518 CT/CT C CT INDEL 1 100 intronic -0.33 rs760082474 0.0 (pos.49000518) C=0, CT=95 C=0.0, CT=1.0 0.00001 1108.45 95 C=0/0, CT=52/43

chr11:49000522 T/T C T SNV 1 100 intronic -0.59 0(COSM4591499) rs1963629 YES 6.265E-1 (pos.49000522) squamous_cell_carcinoma C=0, T=95 C=0.0, T=1.0 0.00001 1595.28 95 C=0/0, T=52/43

chr11:49000754 A/A G A SNV 1 100 intronic -0.61 rs1027750 YES G=0, A=68 G=0.0, A=1.0 0.00001 1053.46 68 G=0/0, A=45/23

chr11:49053601 G/G A G SNV TRIM49B TRIM49B:intronic:NM_001206626.1 1 100 intronic NM_001206626.1c.411+39A>Gp.? -1.3 B-box zinc finger,RING-type zinc-finger,SPRY domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs2696923 YES 6.317E-1 (pos.49053601) intracellular,zinc ion binding A=0, G=37 A=0.0, G=1.0 0.00001 583.688 37 A=0/0, G=18/19

chr2:219903258 G/G T G SNV CFAP65 CFAP65:exonic:NM_194302.3 1 100 4 missense NM_194302.3c.196A>C p.Met66Leu -0.44 1 15 0 0.01(COSM149068),0.01(COSM149069)rs6736922 0.2349 YES 4.35E-1 (pos.219903258) adenocarcinoma,osteosarcomaCilia- and flagella-associated protein 65RNA binding,integral component of membrane,motile cilium,plasma membrane,protein bindingT=0, G=44 T=0.0, G=1.0 0.00001 726.573 44 T=0/0, G=20/24

chr2:219903723 T/T C T SNV CFAP65 CFAP65:exonic:NM_194302.3 1 100 3 synonymous NM_194302.3c.48G>A p.(=) -1.01 0(COSM149070) rs4674354 0.2348 YES 4.364E-1 (pos.219903723)acute_myeloid_leukaemia,adenocarcinomaCilia- and flagella-associated protein 65RNA binding,integral component of membrane,motile cilium,plasma membrane,protein bindingC=0, T=70 C=0.0, T=1.0 0.00001 1092.09 70 C=0/0, T=32/38

chr7:89938588 G/G C G SNV CFAP69 CFAP69:exonic:NM_001039706.2 1 100 22 missense NM_001039706.2c.2562C>G p.Ser854Arg 0.39 1 110 0 0.18(COSM5749947),0.18(COSM5749948)rs7803620 0.157 YES 9.989E-1;0.0 (pos.89938588)germ_cell_tumour C=0, G=29 C=0.0, G=1.0 0.00001 427.582 29 C=0/0, G=11/18

chr11:49196332 CG/TC CG TC MNV FOLH1 FOLH1:intronic:NM_004476.2 2 56 intronic NM_004476.2c.1105+112CG>GAp.? -0.41, -2.26 PA domain,Peptidase family M28,Transferrin receptor-like dimerisation domainrs1042462986,rs34943739,rs4929893,rs4929894,rs879273667YES Folate hydrolase 1 (prostate-specific membrane antigen)Ac-Asp-Glu binding,C-terminal protein deglutamylation,cell surface,cellular amino acid biosynthetic process,cytoplasm,dipeptidase activity,extracellular exosome,folic acid-containing compound metabolic process,integral component of membrane,integral component of plasma membrane,membrane,metal ion binding,metallocarboxypeptidase activity,peptidase activity,plasma membrane,proteolysis,tetrahydrofolyl-poly(glutamate) polymer bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms(2S)-2-{HYDROXY(4-IODOBENZYL)PHOSPHORYLMETHYL}PENTANEDIOIC ACID,Capromab pendetide,Glutamic Acid,N-({(1R)-1-carboxy-2-(4-fluorobenzyl)sulfanylethyl}carbamoyl)-L-glutamic acidCG=11, TC=14CG=0.44, TC=0.56 0.00001 129.703 25 CG=6/5, TC=13/1

chr7:89938680 T/T C T SNV CFAP69 CFAP69:exonic:NM_001039706.2 1 100 22 missense NM_001039706.2c.2654C>T p.Thr885Met 4.33 0 81 1 0.96(COSM3762891),0.96(COSM3762892)rs1134956 0.4281 YES 2.094E-1 (pos.89938680) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasm C=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=11/18

chr1:196659237 T/T C T SNV CFH CFH:exonic:NM_000186.3 1 100 9 missense NM_000186.3c.1204C>T p.His402Tyr -6.72 1 83 0 0(COSM424915)Sushi repeat (SCR repeat)rs1061170 0.3823 YES 9.506E-1 (pos.196659237)adenocarcinoma,carcinomaComplement factor Hblood microparticle,complement activation,complement activation, alternative pathway,extracellular exosome,extracellular region,extracellular space,heparan sulfate proteoglycan binding,heparin binding,protein binding,regulation of complement activation,viral processAnemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Autoimmune Diseases;Blood Platelet Disorders;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glomerulonephritis, Membranoproliferative;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Immune System Diseases;Immunologic Deficiency Syndromes;Kidney Diseases;Macular Degeneration;Male Urogenital Diseases;Nephritis;Retinal Degeneration;Retinal Diseases;Retinal Drusen;Thrombocytopenia;Thrombotic Microangiopathies;Uremia;Urologic Diseases;Vascular DiseasesBenign C=0, T=34 C=0.0, T=1.0 0.00001 524.183 34 C=0/0, T=18/16

chr1:196801042 T/T G T SNV CFHR1 CFHR1:exonic:NM_002113.2 1 100 6 synonymous NM_002113.2c.906G>T p.(=) -1.08 0(COSM3750729) rs4230 0.4063 YES 5.462E-1 (pos.196801042)acute_myeloid_leukaemia,adenocarcinomaComplement factor H-related 1blood microparticle,complement activation,extracellular exosome,extracellular region,extracellular space,negative regulation of protein binding,positive regulation of cytolysis,protein binding,protein complex,protein heterodimerization activity,protein homodimerization activity,regulation of complement activationAnemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Autoimmune Diseases;Blood Platelet Disorders;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Glomerulonephritis, Membranoproliferative;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Immune System Diseases;Kidney Diseases;Macular Degeneration;Male Urogenital Diseases;Nephritis;Retinal Degeneration;Retinal Diseases;Thrombocytopenia;Thrombotic Microangiopathies;Uremia;Urologic DiseasesG=0, T=36 G=0.0, T=1.0 0.00001 563.744 36 G=0/0, T=19/17

chr1:196801078 T/T A T SNV CFHR1 CFHR1:exonic:NM_002113.2 1 100 6 synonymous NM_002113.2c.942A>T p.(=) 1.05 0.01(COSM3750730) rs414628 0.405 YES 5.255E-1 (pos.196801078)acute_myeloid_leukaemia,adenocarcinomaComplement factor H-related 1blood microparticle,complement activation,extracellular exosome,extracellular region,extracellular space,negative regulation of protein binding,positive regulation of cytolysis,protein binding,protein complex,protein heterodimerization activity,protein homodimerization activity,regulation of complement activationAnemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Autoimmune Diseases;Blood Platelet Disorders;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Glomerulonephritis, Membranoproliferative;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Immune System Diseases;Kidney Diseases;Macular Degeneration;Male Urogenital Diseases;Nephritis;Retinal Degeneration;Retinal Diseases;Thrombocytopenia;Thrombotic Microangiopathies;Uremia;Urologic DiseasesA=0, T=22 A=0.0, T=1.0 0.00001 298.889 22 A=0/0, T=11/11

chr1:196801190 A/A C A SNV CFHR1 CFHR1:utr_3:NM_002113.2 1 100 6 utr_3 NM_002113.2c.1054C>A p.? -1 rs390679 YES Complement factor H-related 1blood microparticle,complement activation,extracellular exosome,extracellular region,extracellular space,negative regulation of protein binding,positive regulation of cytolysis,protein binding,protein complex,protein heterodimerization activity,protein homodimerization activity,regulation of complement activationAnemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Autoimmune Diseases;Blood Platelet Disorders;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Glomerulonephritis, Membranoproliferative;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Immune System Diseases;Kidney Diseases;Macular Degeneration;Male Urogenital Diseases;Nephritis;Retinal Degeneration;Retinal Diseases;Thrombocytopenia;Thrombotic Microangiopathies;Uremia;Urologic DiseasesC=0, A=22 C=0.0, A=1.0 0.00001 298.889 22 C=0/0, A=11/11

chr1:196801226 C/T C T SNV CFHR1 CFHR1:utr_3:NM_002113.2 1 47.62 6 utr_3 NM_002113.2c.1090C>T p.? 0.41 Complement factor H-related 1blood microparticle,complement activation,extracellular exosome,extracellular region,extracellular space,negative regulation of protein binding,positive regulation of cytolysis,protein binding,protein complex,protein heterodimerization activity,protein homodimerization activity,regulation of complement activationAnemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Autoimmune Diseases;Blood Platelet Disorders;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Glomerulonephritis, Membranoproliferative;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Immune System Diseases;Kidney Diseases;Macular Degeneration;Male Urogenital Diseases;Nephritis;Retinal Degeneration;Retinal Diseases;Thrombocytopenia;Thrombotic Microangiopathies;Uremia;Urologic DiseasesC=11, T=10 C=0.5238, T=0.4762 0.00001 82.2896 21 C=5/6, T=5/5

chr11:51412453 T/T C T SNV OR4A5 OR4A5:upstream:NM_001005272.3 1 100 intronic NM_001005272.3c.-58G>A p.? -0.05 rs545033 YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityC=0, T=95 C=0.0, T=1.0 0.00001 1597.06 95 C=0/0, T=27/68

chr1:196874356 T/T G T SNV CFHR4 CFHR4:exonic:NM_001201550.2 1 100 3 missense NM_001201550.2c.375G>T p.Glu125Asp 0.04 0.96 45 0 rs10801578 1.0 (pos.196874356) Complement factor H-related 4extracellular region,lipid transport,lipid transporter activity,regulation of complement activationG=0, T=76 G=0.0, T=1.0 0.00001 1209.6 76 G=0/0, T=26/50

chr11:5344423 A/A T A SNV OR51B2 OR51B2:downstream:NM_033180.4 1 100 intronic NM_033180.4c.*166A>T p.? -1.29 rs7951549 YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionT=0, A=31 T=0.0, A=1.0 0.00001 465.792 31 T=0/0, A=18/13

chr11:5344499 T/T C T SNV OR51B2 OR51B2:downstream:NM_033180.4 1 100 intronic NM_033180.4c.*90G>A p.? -1.01 rs7934005 YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionC=0, T=38 C=0.0, T=1.0 0.00001 603.785 38 C=0/0, T=19/19

chr4:110678925 C/C T C SNV CFI CFI:exonic:NM_000204.4 1 100 7 missense NM_000204.4c.898A>G p.Thr300Ala -0.25 0.94 58 0 Low-density lipoprotein receptor domain class A,Scavenger receptor cysteine-rich domain,Trypsinrs11098044 9.00E-04 YES 1.0 (pos.110678925) Complement factor Icomplement activation, classical pathway,extracellular exosome,extracellular region,extracellular space,innate immune response,membrane,metal ion binding,protein binding,proteolysis,receptor-mediated endocytosis,regulation of complement activation,scavenger receptor activity,serine-type endopeptidase activityAfibrinogenemia;Anemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Hemorrhagic Disorders;Kidney Diseases;Macular Degeneration;Male Urogenital Diseases;Retinal Degeneration;Retinal Diseases;Thrombocytopenia;Thrombotic Microangiopathies;Uremia;Urologic DiseasesT=0, C=66 T=0.0, C=1.0 0.00001 1014.59 66 T=0/0, C=26/40

chr7:117307108 G/A G A SNV CFTR CFTR:exonic:NM_000492.3 1 57.14 27 synonymous NM_000492.3c.4389G>A p.(=) 0.01 0.11(COSM3762339)ABC transporter,ABC transporter transmembrane region,Cystic fibrosis TM conductance regulator (CFTR), regulator domainrs1800136 0.2164 YES 1.902E-2 (pos.117307108)adenocarcinomaCystic fibrosis transmembrane conductance regulator (ATP-binding cassette, subfamily C, member 7)ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,Golgi-associated vesicle membrane,PDZ domain binding,apical plasma membrane,bicarbonate transmembrane transporter activity,bicarbonate transport,cell surface,cellular response to cAMP,cellular response to forskolin,chloride channel activity,chloride channel complex,chloride channel inhibitor activity,chloride channel regulator activity,chloride transmembrane transport,chloride transmembrane transporter activity,cholesterol biosynthetic process,cholesterol transport,clathrin-coated vesicle membrane,cytoplasm,cytosol,early endosome,early endosome membrane,endoplasmic reticulum Sec complex,endoplasmic reticulum membrane,endosome membrane,enzyme binding,extracellular exosome,integral component of membrane,integral component of plasma membrane,intracellular pH elevation,intracellularly ATP-gated chloride channel actAzoospermia;Bronchial Diseases;Bronchiectasis;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Cystic Fibrosis;Cystic fibrosis;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Infant, Newborn, Diseases;Infertility;Infertility, Male;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Nose Diseases;Other Disorder;Otorhinolaryngologic Diseases;Pancreatic Diseases;Pancreatitis;Pancreatitis, Chronic;Paranasal Sinus Diseases;Recommended Newborn Screening Panels;Rectal Diseases;Respiratory Tract Diseases;Respiratory Tract Infections;Rhinitis;Sinusitis;Substance-Related DisordersBumetanide,Crofelemer,Dexfosfoserine,Dexibuprofen,Glyburide,Ibuprofen,Ivacaftor,Lumacaftor,Phosphoaminophosphonic Acid-Adenylate EsterBenign/Likely benignG=24, A=32 G=0.4286, A=0.5714 0.00001 331.838 56 G=13/11, A=17/15

chr15:57731335 C/C A C SNV CGNL1 CGNL1:exonic:NM_032866.4 1 100 2 missense NM_032866.4c.1138A>C p.Thr380Pro 3.81 1 38 0 Myosin tail rs1280395 0 1.0 (pos.57731335) Cingulin-like 1actin filament organization,bicellular tight junction,motor activity,myosin complex,negative regulation of small GTPase mediated signal transduction,protein bindingBipolar Disorder;Bipolar and Related Disorders;Mental DisordersA=0, C=126 A=0.0, C=1.0 0.00001 2051.53 126 A=0/0, C=55/71

chr19:4442999 G/G T G SNV CHAF1A CHAF1A:exonic:NM_005483.2 1 100 15 missense NM_005483.2c.2848T>G p.Ser950Ala -1.35 1 99 0 CAF1 complex subunit p150, region binding to CAF1-p60 at C-term,CAF1 complex subunit p150, region binding to PCNA,Chromatin assembly factor 1 complex p150 subunit, N-terminal,Chromatin assembly factor 1 subunit Ars243383 0.019 YES 9.68E-1;0.0 (pos.4442999) Chromatin assembly factor I, subunit ACAF-1 complex,DNA repair,DNA replication,DNA replication-dependent nucleosome assembly,cell cycle,chromatin assembly,chromatin binding,chromo shadow domain binding,identical protein binding,nuclear chromatin,protein binding,protein complex,protein complex assembly,unfolded protein bindingMouth Diseases;Stomatognathic Diseases T=0, G=42 T=0.0, G=1.0 0.00001 685.22 42 T=0/0, G=20/22

chr10:50863147 C/C T C SNV CHAT CHAT:exonic:NM_020549.4 1 100 12 synonymous NM_020549.4c.1641T>C p.(=) -0.16 0.01(COSM4144745),0.01(COSM4144746)Choline/Carnitine o-acyltransferasers8178992 0.0883 YES 7.947E-1;0.0 (pos.50863147)neoplasm Choline acetyltransferasecholine O-acetyltransferase activity,cytoplasm,cytosol,neurotransmitter biosynthetic process,neurotransmitter secretion,nucleus,phosphatidylcholine biosynthetic process,presynapse,transferase activity, transferring acyl groupsAlzheimer Disease;Apnea;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dementia;Epilepsy;Eye Diseases;Immune System Diseases;Mental Disorders;Myasthenia Gravis;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Junction Diseases;Reperfusion Injury;Respiration Disorders;Respiratory Tract Diseases;Retinal Diseases;Seizures;Tauopathies;Vascular DiseasesCholine,NicotineBenign T=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=13/12

chr10:50856652 G/A G A SNV CHAT CHAT:exonic:NM_020549.4 1 98.41 9 missense NM_020549.4c.1381G>A p.Val461Met 5.32 1 21 0.048 Choline/Carnitine o-acyltransferasers4838544 7.00E-04 YES 1.0 (pos.50856652) Choline acetyltransferasecholine O-acetyltransferase activity,cytoplasm,cytosol,neurotransmitter biosynthetic process,neurotransmitter secretion,nucleus,phosphatidylcholine biosynthetic process,presynapse,transferase activity, transferring acyl groupsAlzheimer Disease;Apnea;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dementia;Epilepsy;Eye Diseases;Immune System Diseases;Mental Disorders;Myasthenia Gravis;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Junction Diseases;Reperfusion Injury;Respiration Disorders;Respiratory Tract Diseases;Retinal Diseases;Seizures;Tauopathies;Vascular DiseasesCholine,NicotineBenign G=2, A=124 G=0.0159, A=0.9841 0.00001 1982.69 126 G=0/2, A=68/56

chr15:93510603 G/G A G SNV CHD2 CHD2:exonic:NM_001271.3 1 100 17 synonymous NM_001271.3c.2049A>G p.(=) 0.4 Chromo (CHRromatin Organisation MOdifier) domain,Domain of unknown function (DUF4208),Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs4777755 0.158 YES 9.973E-1 (pos.93510603) Chromodomain helicase DNA binding protein-2ATP binding,ATP-dependent DNA helicase activity,DNA binding,DNA duplex unwinding,RNA binding,cellular response to DNA damage stimulus,core promoter sequence-specific DNA binding,covalent chromatin modification,extracellular exosome,helicase activity,hematopoietic stem cell differentiation,histone binding,intracellular membrane-bounded organelle,muscle organ development,nucleolus,nucleoplasm,nucleus,protein binding,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedBrain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsy;Genetic Diseases, Inborn;Lennox Gastaut Syndrome;Nervous System DiseasesBenign A=0, G=34 A=0.0, G=1.0 0.00001 524.186 34 A=0/0, G=22/12

chr15:93536197 C/T C T SNV CHD2 CHD2:exonic:NM_001271.3 1 50 28 synonymous NM_001271.3c.3564C>T p.(=) 0.05 0.65(COSM3754592)Chromo (CHRromatin Organisation MOdifier) domain,Domain of unknown function (DUF4208),Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs2272457 0.274 YES 1.395E-1 (pos.93536197) acute_myeloid_leukaemia,adenocarcinomaChromodomain helicase DNA binding protein-2ATP binding,ATP-dependent DNA helicase activity,DNA binding,DNA duplex unwinding,RNA binding,cellular response to DNA damage stimulus,core promoter sequence-specific DNA binding,covalent chromatin modification,extracellular exosome,helicase activity,hematopoietic stem cell differentiation,histone binding,intracellular membrane-bounded organelle,muscle organ development,nucleolus,nucleoplasm,nucleus,protein binding,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedBrain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsy;Genetic Diseases, Inborn;Lennox Gastaut Syndrome;Nervous System DiseasesBenign C=12, T=12 C=0.5, T=0.5 0.00001 106.71 24 C=4/8, T=5/7

chr3:53856653 T/T C T SNV CHDH CHDH:exonic:NM_018397.4 1 100 4 synonymous NM_018397.4c.720G>A p.(=) -3.22 0.01(COSM4158237)GMC oxidoreductase,Lycopene cyclase proteinrs2241808 0.4516 YES 5.655E-1 (pos.53856653) neoplasm choline catabolic process,choline dehydrogenase activity,flavin adenine dinucleotide binding,glycine betaine biosynthetic process from choline,mitochondrial inner membrane,oxidation-reduction process,oxidoreductase activity, acting on CH-OH group of donors,protein bindingCholine C=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=13/16

chr19:16633950 C/C T C SNV CHERP CHERP:exonic:NM_006387.5 1 100 11 synonymous NM_006387.5c.1893A>G p.(=) -1.58 0.05(COSM1750704)G-patch domain,RNA polymerase II-binding domain.,Surp modulers1043481 0.0833 YES 7.297E-1 (pos.16633950) carcinoma,transitional_cell_carcinomaRNA binding,RNA processing,cellular calcium ion homeostasis,cytoplasm,ion channel binding,mRNA splicing, via spliceosome,membrane,negative regulation of cell proliferation,nervous system development,nucleoplasm,perinuclear region of cytoplasm,positive regulation of NFAT protein import into nucleus,protein binding,release of sequestered calcium ion into cytosol,sarcoplasmic reticulum membraneT=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=16/7

chr20:5903517 G/G A G SNV CHGB CHGB:exonic:NM_001819.2 1 100 4 missense NM_001819.2c.727A>G p.Thr243Ala -0.36 0.53 58 0 Granin (chromogranin or secretogranin)rs236151 0.2572 YES 9.99E-1;0.0 (pos.5903517) Chromogranin B (secretogranin B)cellular protein metabolic process,endoplasmic reticulum lumen,extracellular region,hormone activity,post-translational protein modification,protein binding,regulation of receptor activity,secretory granuleA=0, G=31 A=0.0, G=1.0 0.00001 472.031 31 A=0/0, G=13/18

chr1:111783996 G/G A G SNV CHI3L2 CHI3L2:exonic:NM_004000.2 1 100 9 synonymous NM_004000.2c.966A>G p.(=) 1.47 Glycosyl hydrolases family 18rs2494007 0 1.0 (pos.111783996) Chitinase 3-like 2carbohydrate binding,carbohydrate metabolic process,chitin binding,chitin catabolic process,chitinase activity,cytoplasm,extracellular spaceA=0, G=43 A=0.0, G=1.0 0.00001 705.844 43 A=0/0, G=22/21

chr1:111861841 G/G A G SNV CHIA CHIA:exonic:NM_201653.3 1 100 10 missense NM_201653.3c.1015A>G p.Ile339Val -0.48 0.72 29 0 0.01(COSM1179734),0.01(COSM1179735)Chitin binding Peritrophin-A domain,Glycosyl hydrolases family 18rs2275253 0.3034 YES 4.476E-1 (pos.111861841)adenoma Chitinase, acidicapoptotic process,carbohydrate binding,carbohydrate metabolic process,cell wall chitin metabolic process,chitin binding,chitin catabolic process,chitin metabolic process,chitinase activity,cytoplasm,digestion,extracellular region,extracellular space,hydrolase activity, hydrolyzing O-glycosyl compounds,immune response,kinase binding,lysozyme activity,polysaccharide catabolic process,polysaccharide digestion,positive regulation of chemokine secretion,production of molecular mediator involved in inflammatory response,response to fungusAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsA=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=10/19

chr1:111861822 G/A G A SNV CHIA CHIA:exonic:NM_201653.3 1 51.85 10 synonymous NM_201653.3c.996G>A p.(=) 0.93 Chitin binding Peritrophin-A domain,Glycosyl hydrolases family 18rs17027410 0.1178 YES 2.313E-4 (pos.111861822) Chitinase, acidicapoptotic process,carbohydrate binding,carbohydrate metabolic process,cell wall chitin metabolic process,chitin binding,chitin catabolic process,chitin metabolic process,chitinase activity,cytoplasm,digestion,extracellular region,extracellular space,hydrolase activity, hydrolyzing O-glycosyl compounds,immune response,kinase binding,lysozyme activity,polysaccharide catabolic process,polysaccharide digestion,positive regulation of chemokine secretion,production of molecular mediator involved in inflammatory response,response to fungusAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsG=13, A=14 G=0.4815, A=0.5185 0.00001 132.666 27 G=4/9, A=6/8

chr1:111854937 A/AT A AT INDEL CHIA CHIA:exonic:NM_201653.3 1 50 4 frameshiftInsertion NM_201653.3c.181_182insTp.Arg61fs 8.36 Chitin binding Peritrophin-A domain,Glycosyl hydrolases family 18 Chitinase, acidicapoptotic process,carbohydrate binding,carbohydrate metabolic process,cell wall chitin metabolic process,chitin binding,chitin catabolic process,chitin metabolic process,chitinase activity,cytoplasm,digestion,extracellular region,extracellular space,hydrolase activity, hydrolyzing O-glycosyl compounds,immune response,kinase binding,lysozyme activity,polysaccharide catabolic process,polysaccharide digestion,positive regulation of chemokine secretion,production of molecular mediator involved in inflammatory response,response to fungusAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsA=14, AT=14A=0.5, AT=0.5 0.00001 74.1739 28 A=5/9, AT=11/3

chr11:903070 C/C G C SNV CHID1 CHID1:exonic:NM_023947.3 1 100 3 synonymous NM_023947.3c.153C>G p.(=) 0.97 Glycosyl hydrolases family 18rs28380110 1.00E-04 1.0 (pos.903070) Chitinase domain-containing protein 1carbohydrate metabolic process,chitin binding,chitin catabolic process,chitinase activity,extracellular exosome,extracellular region,extracellular space,innate immune response,late endosome,lysosomal lumen,lysosome,membrane,negative regulation of cytokine production involved in inflammatory response,nucleus,oligosaccharide binding,platelet degranulation,protein binding,trans-Golgi networkG=0, C=27 G=0.0, C=1.0 0.00001 389.987 27 G=0/0, C=8/19

chr3:439963 G/G A G SNV CHL1 CHL1:exonic:NM_006614.3 1 99.58 25 missense NM_006614.3c.3148A>G p.Ile1050Val 1 0.41 29 0.001 Bravo-like intracellular region,Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs6442827 3.00E-04 YES 1.0 (pos.439963) CHL1, mouse, homolog of (L1 cell adhesion molecule 2)adult locomotory behavior,apical part of cell,axon guidance,axon regeneration,cell adhesion,cognition,dendrite,exploration behavior,extracellular exosome,integral component of membrane,negative regulation of neuron apoptotic process,neuron migration,plasma membrane,protease binding,proteinaceous extracellular matrix,signal transductionIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=1, G=235 A=0.0042, G=0.9958 0.00001 3915.3 236 A=1/0, G=104/131

chr11:552547 C/C T C SNV LRRC56 LRRC56:intronic:NM_198075.3 1 100 intronic NM_198075.3c.1182-22T>Cp.? -1.06 rs3740652 0.0639 YES 9.679E-1;0.0 (pos.552547) T=0, C=30 T=0.0, C=1.0 0.00001 446.615 30 T=0/0, C=16/14

chr3:87295049 C/C T C SNV CHMP2B CHMP2B:exonic:NM_014043.3 1 100 3 synonymous NM_014043.3c.312T>C p.(=) -0.63 Involucrin repeat,Snf7rs11540913 0.0552 YES 8.974E-1 (pos.87295049) CHMP family, member 2BESCRT III complex,ESCRT III complex disassembly,autophagy,cadherin binding,cell separation after cytokinesis,cognition,cytoplasm,cytosol,endosomal transport,endosome,endosome organization,extracellular exosome,intracellular,late endosome,late endosome membrane,lysosome,macroautophagy,mitotic metaphase plate congression,multivesicular body assembly,multivesicular body-lysosome fusion,neuron cellular homeostasis,nucleus organization,plasma membrane,positive regulation of viral release from host cell,protein binding,protein domain specific binding,protein transport,regulation of centrosome duplication,regulation of mitotic spindle assembly,vacuolar transport,viral budding via host ESCRT complex,viral life cycleAmyotrophic Lateral Sclerosis;Aphasia;Aphasia, Primary Progressive;Autoimmune Diseases;Brain Diseases;Central Nervous System Diseases;Communication Disorders;Dementia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Frontotemporal Dementia;Frontotemporal Lobar Degeneration;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Language Disorders;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Nephritis;Nervous System Diseases;Neurobehavioral Manifestations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Primary Progressive Nonfluent Aphasia;Proteostasis Deficiencies;Speech Disorders;Spinal Cord Diseases;TDP-43 Proteinopathies;Urologic DiseasesBenign T=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=14/6

chr14:24679877 T/T C T SNV CHMP4A CHMP4A:exonic:NM_014169.3 1 100 4 missense NM_014169.3c.586G>A p.Gly196Arg 5.53 0 125 0.969 0.99(COSM3999234)Endomembrane protein 70,Snf7rs2295322 0.4834 YES 2.355E-1 (pos.24679877) acute_myeloid_leukaemiaCHMP family, member 4AATPase binding,ESCRT III complex,cell separation after cytokinesis,cytoplasm,cytoplasmic side of plasma membrane,cytoplasmic vesicle membrane,cytosol,endosomal transport,endosome,extracellular exosome,identical protein binding,intracellular,late endosome membrane,lipid binding,macroautophagy,membrane coat,membrane invagination,midbody,mitotic metaphase plate congression,multivesicular body assembly,negative regulation of autophagosome assembly,negative regulation of neuron death,nucleus,nucleus organization,plasma membrane,plasma membrane tubulation,posttranslational protein targeting to endoplasmic reticulum membrane,protein binding,protein homodimerization activity,protein homooligomerization,protein polymerization,vacuolar transport,vesicle budding from membrane,viral budding via host ESCRT complex,viral life cycleC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=13/10

chr11:55406788 CA/C CA C INDEL OR4P4 OR4P4:downstream:NM_001004124.2 1 46.51 intronic NM_001004124.2c.*16CA>C p.? 0.74, 0.06 G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityCA=23, C=20CA=0.5349, C=0.4651 0.00001 211.33 43 CA=9/14, C=7/13

chr8:23104195 T/T G T SNV CHMP7 CHMP7:utr_5:NM_152272.4 1 100 2 utr_5 NM_152272.4c.-14G>T p.? 3.31 FLYWCH-type zinc finger-containing protein 1,Snf7rs2294123 0.345 YES 3.633E-1 (pos.23104195) CHMP family, member 7ESCRT III complex,ESCRT III complex disassembly,cell separation after cytokinesis,chromatin,cytosol,endosomal transport,exit from mitosis,late endosome to vacuole transport,mitotic metaphase plate congression,multivesicular body assembly,nuclear envelope,nuclear envelope reassembly,nucleus,nucleus organization,protein binding,protein localization to chromatin,protein transport,protein transporter activity,viral budding via host ESCRT complex,viral life cycleG=0, T=42 G=0.0, T=1.0 0.00001 685.22 42 G=0/0, T=26/16

chr2:220406722 C/C T C SNV CHPF CHPF:exonic:NM_024536.5 1 100 2 synonymous NM_024536.5c.504A>G p.(=) 0.69 0.22(COSM442363)Chondroitin N-acetylgalactosaminyltransferasers3731912 0.2784 YES 7.839E-1 (pos.220406722)adenocarcinomaChondroitin polymerizing factorGolgi cisterna membrane,Golgi membrane,N-acetylgalactosaminyl-proteoglycan 3-beta-glucuronosyltransferase activity,acetylgalactosaminyltransferase activity,chondroitin sulfate biosynthetic process,cytosol,glucuronosyl-N-acetylgalactosaminyl-proteoglycan 4-beta-N-acetylgalactosaminyltransferase activity,integral component of membrane,metal ion binding,mitochondrial matrix,protein bindingT=0, C=79 T=0.0, C=1.0 0.00001 1269.33 79 T=0/0, C=29/50

chr12:102117589 T/T C T SNV CHPT1 CHPT1:exonic:NM_020244.2 1 100 7 synonymous NM_020244.2c.1029C>T p.(=) 1.46 CDP-alcohol phosphatidyltransferasers11082 0.4765 YES 8.979E-1 (pos.102117589) Choline phosphotransferase 1CDP-choline pathway,Golgi membrane,diacylglycerol binding,diacylglycerol cholinephosphotransferase activity,integral component of membrane,intracellular membrane-bounded organelle,lipid metabolic process,membrane,metal ion binding,phosphatidylcholine biosynthetic process,phospholipid biosynthetic process,phosphotransferase activity, for other substituted phosphate groups,platelet activating factor biosynthetic process,regulation of cell growthLung Diseases;Respiration Disorders;Respiratory Distress Syndrome, Adult;Respiratory Tract DiseasesC=0, T=26 C=0.0, T=1.0 0.00001 371.418 26 C=0/0, T=11/15

chr11:556457 C/C T C SNV LMNTD2 LMNTD2:intronic:NM_173573.2 1 100 intronic NM_173573.2c.1073+35A>Gp.? -0.06 Lamin Tail Domainrs28407128,rs7524399740.0662 YES 9.461E-1;0.0 (pos.556457) positive regulation of mRNA splicing, via spliceosome T=0, C=132 T=0.0, C=1.0 0.00001 2165.49 132 T=0/0, C=46/86

chr11:74419357 T/T C T SNV CHRDL2 CHRDL2:exonic:NM_015424.5 1 100 5 synonymous NM_015424.5c.516G>A p.(=) 0.87 0.78(COSM1163585)von Willebrand factor type C domainrs1944937 0.2534 YES 8.214E-1 (pos.74419357) adenocarcinoma,ductal_carcinomaChordin-like 2cartilage development,cell differentiation,cytoplasm,extracellular space,ossificationC=0, T=21 C=0.0, T=1.0 0.00001 280.493 21 C=0/0, T=13/8

chr11:55656483 T/A T A SNV TRIM51 TRIM51:intronic:NM_032681.3 1 50 intronic NM_032681.3c.761+6T>Ap.? 0.19 RING-type zinc-finger,SPRY domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs7483200 0.1647 YES 8.895E-1 (pos.55656483) intracellular,zinc ion binding T=30, A=30 T=0.5, A=0.5 0.00001 293.739 60 T=16/14, A=17/13

chr11:74419378 T/T C T SNV CHRDL2 CHRDL2:exonic:NM_015424.5 1 100 5 synonymous NM_015424.5c.495G>A p.(=) -5.77 0.01(COSM3752734)von Willebrand factor type C domainrs7948433 0.3763 YES 5.573E-1 (pos.74419378) adenocarcinomaChordin-like 2cartilage development,cell differentiation,cytoplasm,extracellular space,ossificationC=0, T=24 C=0.0, T=1.0 0.00001 324.886 24 C=0/0, T=13/11

chr11:74414440 G/A G A SNV CHRDL2 CHRDL2:exonic:NM_015424.5 1 56.36 8 missense NM_015424.5c.856C>T p.Arg286Cys 1.47 0.02 180 0.939 von Willebrand factor type C domainrs146734849 1.00E-04 1.164E-4 (pos.74414440) Chordin-like 2cartilage development,cell differentiation,cytoplasm,extracellular space,ossificationG=24, A=31 G=0.4364, A=0.5636 0.00001 319.004 55 G=16/8, A=18/13

chr15:78909452 C/C T C SNV CHRNA3 CHRNA3:exonic:NM_000743.4 1 100 4 synonymous NM_000743.4c.291A>G p.(=) 0.85 Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs3743075 0.3682 YES 5.661E-1;0.0 (pos.78909452) Cholinergic receptor, neuronal nicotinic, alpha polypeptide-3acetylcholine binding,acetylcholine receptor activity,acetylcholine receptor signaling pathway,acetylcholine-gated cation-selective channel activity,acetylcholine-gated channel complex,activation of transmembrane receptor protein tyrosine kinase activity,behavioral response to nicotine,cation transmembrane transport,cell junction,dendrite,excitatory postsynaptic potential,integral component of membrane,ion transport,ligand-gated ion channel activity,locomotory behavior,nervous system development,neuronal cell body,plasma membrane,plasma membrane raft,postsynaptic density,postsynaptic membrane,protein binding,regulation of acetylcholine secretion, neurotransmission,regulation of dendrite morphogenesis,regulation of membrane potential,regulation of smooth muscle contraction,response to acetylcholine,serotonin-gated cation-selective channel activity,signal transduction,synaptic transmission involved in micturition,synaptic transmission, cholinergicAdenocarcinoma;Alcohol-Related Disorders;Alcoholism;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Carcinoma;Central Nervous System Diseases;Epilepsy;Lung Diseases;Lung Diseases, Obstructive;Lung Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Respiratory Tract Neoplasms;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Seizures;Substance-Related Disorders;Thoracic Neoplasms;Tobacco Use DisorderBupropion,Cytisine,Dextromethorphan,Ethanol,Galantamine,Levamisole,Levomethadyl Acetate,Nicotine,Pentolinium,VareniclineT=0, C=64 T=0.0, C=1.0 0.00001 977.632 64 T=0/0, C=26/38

chr20:61981536 G/G A G SNV CHRNA4 CHRNA4:exonic:NM_000744.6 1 100 5 synonymous NM_000744.6c.1227T>C p.(=) -0.53 0(COSM4134782)Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs1064793841,rs22299600.0513 YES 9.997E-1 (pos.61981536) neoplasm Cholinergic receptor, nicotinic, alpha polypeptide-4B cell activation,DNA repair,acetylcholine binding,acetylcholine receptor activity,acetylcholine receptor signaling pathway,acetylcholine-gated cation-selective channel activity,acetylcholine-gated channel complex,action potential,behavioral response to nicotine,calcium ion transport,cell junction,chemical synaptic transmission,cognition,dendrite,excitatory postsynaptic potential,exploration behavior,external side of plasma membrane,extracellular ligand-gated ion channel activity,inhibitory postsynaptic potential,integral component of membrane,ion transmembrane transport,ion transport,ligand-gated ion channel activity,locomotory behavior,membrane,membrane depolarization,nervous system process,neuromuscular synaptic transmission,neuronal cell body,plasma membrane,postsynaptic membrane,protein binding,regulation of dopamine secretion,regulation of membrane potential,respiratory gaseous exchange,response to hypoxia,response to nicotine,response to oxidative stress,sensory perception of pain,signal transduction,sAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Autistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Developmental Disabilities;Dyskinesias;Dystonia;Epilepsies, Partial;Epilepsy;Epilepsy, Frontal Lobe;Mental Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Seizures;Sleep Wake Disorders;Substance-Related Disorders;Tobacco Use DisorderAmobarbital,Aprobarbital,Barbital,Barbituric acid derivative,Butabarbital,Butalbital,Butethal,Cytisine,Dextromethorphan,Ethanol,Galantamine,Heptabarbital,Hexobarbital,Metharbital,Methylphenobarbital,Nicotine,Pentobarbital,Phenobarbital,Pozanicline,Primidone,RPI-78M,Secobarbital,Talbutal,Thiopental,VareniclineBenign/Likely benignA=0, G=31 A=0.0, G=1.0 0.00001 465.805 31 A=0/0, G=12/19

chr11:55860780 A/A G A SNV OR8I2 OR8I2:upstream:NM_001003750.1 1 100 intronic NM_001003750.1c.-4G>A p.? 0.1 rs1842700 7.00E-04 1.0 (pos.55860780) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneG=0, A=52 G=0.0, A=1.0 0.00001 767.014 52 G=0/0, A=35/17

chr20:61981554 A/A C A SNV CHRNA4 CHRNA4:exonic:NM_000744.6 1 100 5 synonymous NM_000744.6c.1209G>T p.(=) -2.57 0.02(COSM4134783)Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs1064795858,rs200101148,rs2229959,rs7732195560.1194 YES 0.0;0.0 (pos.61981553),8.655E-1;0.0 (pos.61981554)neoplasm Cholinergic receptor, nicotinic, alpha polypeptide-4B cell activation,DNA repair,acetylcholine binding,acetylcholine receptor activity,acetylcholine receptor signaling pathway,acetylcholine-gated cation-selective channel activity,acetylcholine-gated channel complex,action potential,behavioral response to nicotine,calcium ion transport,cell junction,chemical synaptic transmission,cognition,dendrite,excitatory postsynaptic potential,exploration behavior,external side of plasma membrane,extracellular ligand-gated ion channel activity,inhibitory postsynaptic potential,integral component of membrane,ion transmembrane transport,ion transport,ligand-gated ion channel activity,locomotory behavior,membrane,membrane depolarization,nervous system process,neuromuscular synaptic transmission,neuronal cell body,plasma membrane,postsynaptic membrane,protein binding,regulation of dopamine secretion,regulation of membrane potential,respiratory gaseous exchange,response to hypoxia,response to nicotine,response to oxidative stress,sensory perception of pain,signal transduction,sAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Autistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Developmental Disabilities;Dyskinesias;Dystonia;Epilepsies, Partial;Epilepsy;Epilepsy, Frontal Lobe;Mental Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Seizures;Sleep Wake Disorders;Substance-Related Disorders;Tobacco Use DisorderAmobarbital,Aprobarbital,Barbital,Barbituric acid derivative,Butabarbital,Butalbital,Butethal,Cytisine,Dextromethorphan,Ethanol,Galantamine,Heptabarbital,Hexobarbital,Metharbital,Methylphenobarbital,Nicotine,Pentobarbital,Phenobarbital,Pozanicline,Primidone,RPI-78M,Secobarbital,Talbutal,Thiopental,VareniclineBenign/Likely benignC=0, A=31 C=0.0, A=1.0 0.00001 465.817 31 C=0/0, A=12/19

chr11:55944048 C/C G C SNV OR5J2 OR5J2:upstream:NM_001005492.1 1 100 intronic NM_001005492.1c.-46G>C p.? -0.59 rs10896103 0.3409 YES 8.529E-1 (pos.55944048) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneG=0, C=175 G=0.0, C=1.0 0.00001 2881.03 175 G=0/0, C=90/85

chr4:40356041 C/T C T SNV CHRNA9 CHRNA9:exonic:NM_017581.3 1 55.77 5 missense NM_017581.3c.944C>T p.Ala315Val 5.77 0.33 64 0.84 0.96(COSM3774142)Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs55633891 0.131 YES 1.286E-1;0.0 (pos.40356041)acute_myeloid_leukaemia,clear_cell_renal_cell_carcinomaCholinergic receptor, neuronal nicotinic, alpha polypeptide 9acetylcholine-gated cation-selective channel activity,acetylcholine-gated channel complex,calcium channel activity,calcium ion transmembrane transport,cell junction,detection of mechanical stimulus involved in sensory perception of sound,excitatory postsynaptic potential,inner ear morphogenesis,integral component of plasma membrane,ligand-gated ion channel activity,plasma membrane,positive regulation of cytosolic calcium ion concentration,postsynaptic membrane,protein bindingATG003,Ethanol,Galantamine,Lobeline,Nicotine,RPI-78M,TetraethylammoniumC=23, T=29 C=0.4423, T=0.5577 0.00001 299.666 52 C=2/21, T=7/22

chr11:45672261 G/G A G SNV CHST1 CHST1:exonic:NM_003654.5 1 100 4 synonymous NM_003654.5c.213T>C p.(=) -0.59 0.03(COSM4145716)Sulfotransferase domain,Sulfotransferase familyrs3802762 0.1477 YES 6.804E-1 (pos.45672261) neoplasm Carbohydrate sulfotransferase-1Golgi membrane,N-acetylglucosamine 6-O-sulfotransferase activity,galactose metabolic process,inflammatory response,integral component of membrane,keratan sulfate biosynthetic process,keratan sulfate metabolic process,keratan sulfotransferase activity,polysaccharide metabolic process,sulfotransferase activity,sulfur compound metabolic processA=0, G=47 A=0.0, G=1.0 0.00001 789.326 47 A=0/0, G=13/34

chr2:101010082 C/C G C SNV CHST10 CHST10:exonic:NM_004854.4 1 100 7 synonymous NM_004854.4c.696C>G p.(=) 0.8 0.9(COSM5619212),0.9(COSM5619213)Sulfotransferase familyrs3748930 0.4953 YES 7.811E-1;0.0 (pos.101010082)ductal_carcinomaCarbohydrate sulfotransferase 10Golgi apparatus,Golgi membrane,HNK-1 sulfotransferase activity,carbohydrate biosynthetic process,cell adhesion,integral component of membrane,membrane,sulfotransferase activityG=0, C=45 G=0.0, C=1.0 0.00001 747.25 45 G=0/0, C=17/28

chr16:71571282 A/G A G SNV CHST4 CHST4:exonic:NM_001166395.1 1 46.43 2 synonymous NM_001166395.1c.702A>G p.(=) -0.22 Sulfotransferase domain,Sulfotransferase familyrs117753658 0.0167 YES 0.0 (pos.71571282) Golgi membrane,N-acetylglucosamine 6-O-sulfotransferase activity,N-acetylglucosamine metabolic process,O-glycan processing,carbohydrate metabolic process,cell adhesion,cell-cell signaling,immune response,inflammatory response,integral component of membrane,intrinsic component of Golgi membrane,keratan sulfate biosynthetic process,movement of cell or subcellular component,protein sulfation,sulfotransferase activity,sulfur compound metabolic process,trans-Golgi networkA=11, G=13 A=0.4583, G=0.5417 0.00001 140.967 28 A=5/6, G=9/4

chr16:75563746 T/G T G SNV CHST5 CHST5:exonic:NM_024533.4 1 53.33 3 synonymous NM_024533.4c.537A>C p.(=) 0.68 0.12(COSM3755085),0.12(COSM4786603)Sulfotransferase domain,Sulfotransferase familyrs8048818 0.1963 YES 1.719E-1 (pos.75563746) acute_myeloid_leukaemia,adenocarcinoma,neoplasmCarbohydrate sulfotransferase-5 (GlcNAc-6-O-sulfotransferase, intestinal)Golgi apparatus,Golgi membrane,N-acetylglucosamine 6-O-sulfotransferase activity,N-acetylglucosamine metabolic process,carbohydrate metabolic process,integral component of membrane,intrinsic component of Golgi membrane,keratan sulfate biosynthetic process,protein sulfation,sulfotransferase activity,sulfur compound metabolic processNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesT=14, G=16 T=0.4667, G=0.5333 0.00001 159.925 30 T=4/10, G=10/6

chr5:129240972 C/C G C SNV CHSY3 CHSY3:exonic:NM_175856.4 1 100 1 synonymous NM_175856.4c.450G>C p.(=) -2.22 0.02(COSM3760903)Chondroitin N-acetylgalactosaminyltransferase,Fringe-like,N-terminal domain of galactosyltransferasers33917 YES 6E-1 (pos.129240972) adenocarcinoma,neoplasmChondroitin sulfate synthase 3Golgi cisterna membrane,Golgi membrane,N-acetylgalactosaminyl-proteoglycan 3-beta-glucuronosyltransferase activity,chondroitin sulfate biosynthetic process,glucuronosyl-N-acetylgalactosaminyl-proteoglycan 4-beta-N-acetylgalactosaminyltransferase activity,integral component of membrane,metal ion bindingG=0, C=30 G=0.0, C=1.0 0.00001 444.982 30 G=0/0, C=11/19



chr5:129521126 G/G A G SNV CHSY3 CHSY3:exonic:NM_175856.4 1 100 3 missense NM_175856.4c.2291A>G p.Asp764Gly 2.7 0.06 94 0.001 0.84(COSM4003281)Chondroitin N-acetylgalactosaminyltransferase,Fringe-like,N-terminal domain of galactosyltransferasers2015018 0.251 YES 6.49E-1 (pos.129521126) acute_myeloid_leukaemiaChondroitin sulfate synthase 3Golgi cisterna membrane,Golgi membrane,N-acetylgalactosaminyl-proteoglycan 3-beta-glucuronosyltransferase activity,chondroitin sulfate biosynthetic process,glucuronosyl-N-acetylgalactosaminyl-proteoglycan 4-beta-N-acetylgalactosaminyltransferase activity,integral component of membrane,metal ion bindingA=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=10/16

chr15:90774447 T/T TAGAG T INDEL CIB1 CIB1:splicesite_3:NM_001277764.1 4 100 5 splicesite NM_001277764.1c.467-2CTCTA>Ap.? 7.67, 1.04, 0.59, -0.64, -0.17 EF hand,EF-hand domain pairrs1010477466,rs199557034,rs201909717,rs34604050,rs71715019,rs751508143,rs757076488YES 0.0 (pos.90774448),0.0 (pos.90774449),0.0 (pos.90774451),8.118E-1 (pos.90774447)Golgi apparatus,Ras GTPase binding,angiogenesis,apical plasma membrane,apoptotic process,axon,calcium ion binding,calcium-dependent protein kinase inhibitor activity,cell adhesion,cell division,cell periphery,cellular response to DNA damage stimulus,cellular response to growth factor stimulus,cellular response to nerve growth factor stimulus,cellular response to tumor necrosis factor,centrosome,cytoplasm,cytoplasmic microtubule organization,dendrite,double-strand break repair,endomitotic cell cycle,endoplasmic reticulum,extracellular exosome,extrinsic apoptotic signaling pathway,filopodium tip,growth cone,ion channel binding,lamellipodium,membrane,negative regulation of apoptotic process,negative regulation of cell proliferation,negative regulation of megakaryocyte differentiation,negative regulation of microtubule depolymerization,negative regulation of neuron projection development,negative regulation of protein kinase B signaling,negative regulation of protein phosphorylation,negative regulation of proteinCalcium Citrate,Calcium PhosphateTAGAG=0, T=121TAGAG=0.0, T=1.0 0.00001 1953.69 121 TAGAG=0/0, T=79/42

chr19:16275655 T/T C T SNV CIB3 CIB3:exonic:NM_054113.3 1 100 5 missense NM_054113.3c.416G>A p.Gly139Glu 6.03 1 98 0 0.19(COSM4999418)EF hand,EF-hand domain pairrs6512087 0.2091 YES 9.582E-1;0.0;0.0 (pos.16275655)ductal_carcinoma calcium ion binding,magnesium ion binding,protein bindingC=0, T=47 C=0.0, T=1.0 0.00001 774.253 47 C=0/0, T=15/32

chr16:11002904 A/A G A SNV CIITA CIITA:exonic:NM_000246.3 1 100 12 synonymous NM_000246.3c.2676G>A p.(=) -1.76 Leucine Rich repeat,NACHT domainrs2228238 0.3009 YES 8.514E-1 (pos.11002904) Class II major histocompatibility complex transactivatorATP binding,DNA binding,GTP binding,PML body,activating transcription factor binding,aging,cell surface,cellular response to electrical stimulus,cellular response to exogenous dsRNA,cellular response to interferon-gamma,immune response,inflammatory response,interferon-gamma-mediated signaling pathway,kinase activity,negative regulation of collagen biosynthetic process,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,phosphorylation,positive regulation of MHC class I biosynthetic process,positive regulation of MHC class II biosynthetic process,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein C-terminus binding,protein binding,protein complex binding,regulation of transcription, DNA-templated,response to antibiotic,response to interferon-gamma,transcription coactivator activity,transcription regulatory region DNA binding,transcription, DNA-templated,Addison Disease;Adrenal Gland Diseases;Adrenal Insufficiency;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;DNA Repair-Deficiency Disorders;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Endocrine System Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Infant, Newborn, Diseases;Joint Diseases;Metabolic Diseases;Multiple Sclerosis;Musculoskeletal Diseases;Nervous System Diseases;Nutritional and Metabolic Diseases;Rheumatic Diseases;Severe Combined Immunodeficiency;Skin and Connective Tissue DiseasesBenign G=0, A=34 G=0.0, A=1.0 0.00001 524.149 34 G=0/0, A=20/14

chr16:11002927 G/G A G SNV CIITA CIITA:exonic:NM_000246.3 1 100 12 missense NM_000246.3c.2699A>G p.Gln900Arg 0.88 0.54 43 0 Leucine Rich repeat,NACHT domainrs7197779,rs7459765526.00E-04 YES 0.0;0.0 (pos.11002919),1.0 (pos.11002927)Class II major histocompatibility complex transactivatorATP binding,DNA binding,GTP binding,PML body,activating transcription factor binding,aging,cell surface,cellular response to electrical stimulus,cellular response to exogenous dsRNA,cellular response to interferon-gamma,immune response,inflammatory response,interferon-gamma-mediated signaling pathway,kinase activity,negative regulation of collagen biosynthetic process,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,phosphorylation,positive regulation of MHC class I biosynthetic process,positive regulation of MHC class II biosynthetic process,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein C-terminus binding,protein binding,protein complex binding,regulation of transcription, DNA-templated,response to antibiotic,response to interferon-gamma,transcription coactivator activity,transcription regulatory region DNA binding,transcription, DNA-templated,Addison Disease;Adrenal Gland Diseases;Adrenal Insufficiency;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;DNA Repair-Deficiency Disorders;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Endocrine System Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Infant, Newborn, Diseases;Joint Diseases;Metabolic Diseases;Multiple Sclerosis;Musculoskeletal Diseases;Nervous System Diseases;Nutritional and Metabolic Diseases;Rheumatic Diseases;Severe Combined Immunodeficiency;Skin and Connective Tissue DiseasesBenign A=0, G=35 A=0.0, G=1.0 0.00001 543.903 35 A=0/0, G=20/15

chr15:65489688 C/C T C SNV CILP CILP:exonic:NM_003613.3 1 100 9 missense NM_003613.3c.2936A>G p.Gln979Arg -0.9 1 43 0 Immunoglobulin I-set domain,Immunoglobulin domain,Mucin-2 protein WxxW repeating region,Thrombospondin type 1 domainrs2679117 2.00E-04 9.994E-1 (pos.65489688) Cartilage intermediate layer proteinalkaline phosphatase activity,extracellular exosome,extracellular matrix,extracellular space,negative regulation of insulin-like growth factor receptor signaling pathway,nucleotide diphosphatase activity,proteinaceous extracellular matrixBone Diseases;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Musculoskeletal Diseases;Spinal DiseasesT=0, C=27 T=0.0, C=1.0 0.00001 389.951 27 T=0/0, C=12/15

chr15:65490901 C/C T C SNV CILP CILP:exonic:NM_003613.3 1 100 9 missense NM_003613.3c.1723A>G p.Lys575Glu 0.31 1 56 0 Immunoglobulin I-set domain,Immunoglobulin domain,Mucin-2 protein WxxW repeating region,Thrombospondin type 1 domainrs2679118 1.00E-04 1.0 (pos.65490901) Cartilage intermediate layer proteinalkaline phosphatase activity,extracellular exosome,extracellular matrix,extracellular space,negative regulation of insulin-like growth factor receptor signaling pathway,nucleotide diphosphatase activity,proteinaceous extracellular matrixBone Diseases;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Musculoskeletal Diseases;Spinal DiseasesT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=14/7

chr15:65494212 G/G A G SNV CILP CILP:exonic:NM_003613.3 1 100 8 missense NM_003613.3c.1184T>C p.Ile395Thr 4.09 0.13 89 0 0.98(COSM3754415)Immunoglobulin I-set domain,Immunoglobulin domain,Mucin-2 protein WxxW repeating region,Thrombospondin type 1 domainrs2073711 0.3637 YES 1.521E-1 (pos.65494212) adenocarcinoma,ductal_carcinomaCartilage intermediate layer proteinalkaline phosphatase activity,extracellular exosome,extracellular matrix,extracellular space,negative regulation of insulin-like growth factor receptor signaling pathway,nucleotide diphosphatase activity,proteinaceous extracellular matrixBone Diseases;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Musculoskeletal Diseases;Spinal Diseasesrisk factor A=0, G=29 A=0.0, G=1.0 0.00001 427.595 29 A=0/0, G=7/22

chr13:53035783 C/C T C SNV CKAP2 CKAP2:exonic:NM_001098525.2 1 100 4 synonymous NM_001098525.2c.825T>C p.(=) -0.99 Cytoskeleton-associated protein 2 C-terminusrs7337054,rs772365982 0 0.0 (pos.53035782),1.0 (pos.53035783) Cytoskeleton-associated protein 2apoptotic process,centrosome,cytoplasmic microtubule,cytosol,microtubule cytoskeleton,mitotic cytokinesis,negative regulation of microtubule depolymerization,positive regulation of transcription from RNA polymerase II promoter,spindle poleT=0, C=92 T=0.0, C=1.0 0.00001 1534.53 92 T=0/0, C=42/50

chr13:53035925 G/G A G SNV CKAP2 CKAP2:exonic:NM_001098525.2 1 100 4 missense NM_001098525.2c.967A>G p.Ile323Val -0.29 1 29 0 Cytoskeleton-associated protein 2 C-terminusrs7335867 0 1.0 (pos.53035925) Cytoskeleton-associated protein 2apoptotic process,centrosome,cytoplasmic microtubule,cytosol,microtubule cytoskeleton,mitotic cytokinesis,negative regulation of microtubule depolymerization,positive regulation of transcription from RNA polymerase II promoter,spindle poleA=0, G=96 A=0.0, G=1.0 0.00001 1617.54 96 A=0/0, G=40/56

chr11:5653417 GA/GA AT GA MNV

TRIM34,TRI

M6-TRIM34 TRIM6-TRIM34:intronic:NM_001003819.3, TRIM34:intronic:NM_001003827.12
100

intronic NM_001003819.3, NM_001003827.1c.986-68AT>GA, c.-76-68AT>GAp.?, p.? -0.81, 0.5 B-box zinc finger,RING-type zinc-finger,Ring finger domain,SPRY domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs4287358,rs4601818,rs71472175,rs879880067YES Tripartite motif-containing 34 (RING finger protein-21)cytoplasm,cytosol,defense response to virus,interferon-gamma-mediated signaling pathway,intracellular,molecular_function,positive regulation of DNA binding transcription factor activity,protein trimerization,zinc ion bindingAT=0, GA=88AT=0.0, GA=1.0 0.00001 1458.44 88 AT=0/0, GA=60/28

chr15:43891512 C/T C T SNV

CKMT1B,STR

C STRC:downstream:NM_153700.2, CKMT1B:utr_3:NM_020990.4 1
52.38

10 utr_3 NM_020990.4, NM_153700.2c.1295C>T, c.*358G>Ap.?, p.? 0.38 ATP:guanido phosphotransferase, C-terminal catalytic domain,ATP:guanido phosphotransferase, N-terminal domainrs2439 0.0993 YES 2.952E-1;0.0 (pos.43891512) Creatine kinase, mitochondrial 1B,StereocilinATP binding,auditory receptor cell stereocilium organization,cell surface,cell-matrix adhesion,creatine kinase activity,creatine metabolic process,detection of mechanical stimulus involved in sensory perception of sound,extracellular exosome,kinase activity,kinocilium,mitochondrial inner membrane,mitochondrion,phosphorylation,sensory perception of sound,stereocilium tip,transferase activity, transferring phosphorus-containing groupsEar Diseases;Genital Diseases, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Infertility;Infertility, Male;Male Urogenital Diseases;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersC=20, T=22 C=0.4762, T=0.5238 0.00001 245.209 42 C=6/14, T=7/15

chr11:56950264 G/G A G SNV LRRC55 LRRC55:intronic:NM_001005210.2 1 100 intronic NM_001005210.2c.790+107A>Gp.? -1.22 Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeat C-terminal domainrs609763 YES Leucine-rich repeat-containing protein 55axonogenesis,extracellular space,integral component of plasma membrane,ion channel binding,positive regulation of voltage-gated potassium channel activity,potassium channel activator activity,potassium ion transmembrane transport,proteinaceous extracellular matrix,voltage-gated potassium channel activity,voltage-gated potassium channel complexA=0, G=21 A=0.0, G=1.0 0.00001 281.224 21 A=0/0, G=12/9

chr14:105461067 T/T C T SNV CLBA1 CLBA1:exonic:NM_174891.3 1 100 5 synonymous NM_174891.3c.949C>T p.(=) -1.01 0.02(COSM6350476)Clathrin-binding box of Aftiphilin, vesicle traffickingrs894039 0.1911 YES 5.415E-1 (pos.105461067)carcinoma C=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=14/6

chr11:57097924 G/A G A SNV SSRP1 SSRP1:intronic:NM_003146.2 1 50 intronic NM_003146.2c.1297-21C>Tp.? -1.2 HMG (high mobility group) box,HMG-box domain,Histone chaperone Rttp106-like,POB3-like N-terminal PH domain,Structure-specific recognition protein (SSRP1)rs10896605 0.1628 YES 1.575E-2 (pos.57097924) Structure-specific recognition protein 1DNA binding,DNA repair,DNA replication,RNA binding,chromatin binding,chromosome,nucleolus,nucleoplasm,nucleus,protein binding,regulation of signal transduction by p53 class mediator,regulation of transcription, DNA-templated,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription, DNA-templatedG=11, A=11 G=0.5, A=0.5 0.00001 94.6067 22 G=8/3, A=5/6

chr11:57148053 G/T G T SNV PRG3 PRG3:intronic:NM_006093.3 1 96.67 intronic NM_006093.3c.61+68C>Ap.? -3.58 Lectin C-type domainrs571651 0.0022 YES Proteoglycan 3basophil activation,carbohydrate binding,extracellular region,histamine biosynthetic process,leukotriene biosynthetic process,negative regulation of translation,neutrophil activation,neutrophil degranulation,positive regulation of interleukin-8 biosynthetic process,specific granule lumen,superoxide anion generation,tertiary granule lumenG=1, T=29 G=0.0333, T=0.9667 0.00001 405.753 30 G=1/0, T=14/15

chr19:40224986 A/G A G SNV CLC CLC:exonic:NM_001828.5 1 57.89 3 synonymous NM_001828.5c.240T>C p.(=) -2.52 0(COSM1129862)Galactoside-binding lectinrs384138 0.3333 YES 3.253E-1 (pos.40224986) acute_myeloid_leukaemia,adenocarcinoma,diffuse_large_B_cell_lymphoma,neoplasmCardiotrophin-like cytokine,Charcot-Leyden crystal proteinT cell apoptotic process,carbohydrate binding,cysteine-type endopeptidase activity involved in apoptotic process,cytosol,identical protein binding,lysophospholipase activity,multicellular organism development,protein binding,regulation of T cell anergy,regulation of T cell cytokine production,regulation of activated T cell proliferationN-Ethylmaleimide,Para-Mercury-Benzenesulfonic AcidA=24, G=33 A=0.4211, G=0.5789 0.00001 345.084 57 A=7/17, G=10/23

chr1:86939130 T/T C T SNV CLCA1 CLCA1:exonic:NM_001285.3 1 100 2 missense NM_001285.3c.193C>T p.Leu65Phe 2.69 1 22 0 Calcium-activated chloride channel N terminal,von Willebrand factor type A domainrs2145412 0.0376 YES 9.873E-1;0.0 (pos.86939130) Chloride channel accessory 1calcium ion transport,cellular response to hypoxia,chloride channel activity,chloride transmembrane transport,extracellular space,integral component of plasma membrane,intracellular calcium activated chloride channel activity,ion transmembrane transport,metal ion binding,metalloendopeptidase activity,microvillus,plasma membrane,proteolysis,transport,zymogen granule membraneC=0, T=81 C=0.0, T=1.0 0.00001 1307.09 81 C=0/0, T=53/28

chr11:57265400 T/T C T SNV SLC43A1 SLC43A1:intronic:NM_001198810.1 1 100 intronic NM_001198810.1c.466-82G>Ap.? -1.81 Major Facilitator Superfamilyrs2581922 YES Solute carrier family 43 (L-type amino acid transporter), member 1L-alpha-amino acid transmembrane transport,L-amino acid transmembrane transporter activity,amino acid transmembrane transporter activity,amino acid transport,integral component of membrane,integral component of plasma membrane,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membraneC=0, T=36 C=0.0, T=1.0 0.00001 563.744 36 C=0/0, T=10/26

chr11:57414387 G/G A G SNV YPEL4 YPEL4:intronic:NM_145008.2 1 100 intronic NM_145008.2c.141+53T>Cp.? -0.16 Yippee zinc-binding/DNA-binding /Mis18, centromere assemblyrs7947357 YES Yippee-like 4metal ion binding,nucleolus A=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=9/13

chr1:86959173 C/C T C SNV CLCA1 CLCA1:exonic:NM_001285.3 1 100 10 missense NM_001285.3c.1571T>C p.Met524Thr -0.15 0.86 81 0 0(COSM3747096)Calcium-activated chloride channel N terminal,von Willebrand factor type A domainrs2791494 0.1821 YES 9.213E-1 (pos.86959173) adenocarcinoma,hepatocellular_carcinomaChloride channel accessory 1calcium ion transport,cellular response to hypoxia,chloride channel activity,chloride transmembrane transport,extracellular space,integral component of plasma membrane,intracellular calcium activated chloride channel activity,ion transmembrane transport,metal ion binding,metalloendopeptidase activity,microvillus,plasma membrane,proteolysis,transport,zymogen granule membraneT=0, C=35 T=0.0, C=1.0 0.00001 543.902 35 T=0/0, C=10/25

chr7:143017807 T/T G T SNV CLCN1 CLCN1:exonic:NM_000083.2 1 100 3 missense NM_000083.2c.352G>T p.Gly118Trp 5.97 1 184 0 Voltage gated chloride channelrs10282312 0.025 YES 1.0 (pos.143017807) Chloride channel-1, skeletal musclechloride channel complex,chloride transmembrane transport,chloride transport,integral component of plasma membrane,ion transmembrane transport,membrane,muscle contraction,neuronal action potential propagation,plasma membrane,protein binding,protein homodimerization activity,regulation of anion transmembrane transport,sarcolemma,voltage-gated chloride channel activityCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Muscular Diseases;Musculoskeletal Diseases;Myotonia Congenita;Myotonic Disorders;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular DiseasesG=0, T=44 G=0.0, T=1.0 0.00001 726.569 44 G=0/0, T=28/16

chr1:11884555 G/G A G SNV CLCN6 CLCN6:exonic:NM_001286.3 1 100 8 missense NM_001286.3c.593A>G p.Glu198Gly 7.67 1 98 0 CBS domain,Voltage gated chloride channelrs198400 0.001 1.0 (pos.11884555) Chloride channel 6ATP binding,antiporter activity,cell volume homeostasis,chloride transmembrane transport,chloride transport,endosome membrane,integral component of membrane,ion transmembrane transport,lysosomal membrane,regulation of anion transmembrane transport,response to mechanical stimulus,signal transduction,voltage-gated chloride channel activityA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=13/7

chr1:11896141 A/G A G SNV CLCN6 CLCN6:exonic:NM_001286.3 1 45.83 18 synonymous NM_001286.3c.1911A>G p.(=) -6.91 CBS domain,Voltage gated chloride channelrs41275498 0.0273 YES 0.0 (pos.11896141) Chloride channel 6ATP binding,antiporter activity,cell volume homeostasis,chloride transmembrane transport,chloride transport,endosome membrane,integral component of membrane,ion transmembrane transport,lysosomal membrane,regulation of anion transmembrane transport,response to mechanical stimulus,signal transduction,voltage-gated chloride channel activityA=13, G=11 A=0.5417, G=0.4583 0.00001 93.4402 24 A=9/4, G=4/7

chr1:16373124 G/G A G SNV CLCNKB CLCNKB:exonic:NM_000085.4 1 100 4 synonymous NM_000085.4c.324A>G p.(=) -4.72 rs5257 0.1883 YES 9.898E-1 (pos.16373124) Chloride channel, kidney, Bcatalytic activity,chloride channel complex,chloride transmembrane transport,chloride transport,excretion,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,metal ion binding,plasma membrane,regulation of anion transmembrane transport,transport,voltage-gated chloride channel activityAdrenal Gland Diseases;Adrenocortical Hyperfunction;Bartter Syndrome;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gitelman Syndrome;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hyperaldosteronism;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Renal Tubular Transport, Inborn Errors;Sensation Disorders;Urologic DiseasesBenign A=0, G=49 A=0.0, G=1.0 0.00001 831.633 49 A=0/0, G=15/34

chr1:16380196 C/C T C SNV CLCNKB CLCNKB:exonic:NM_000085.4 1 100 16 missense NM_000085.4c.1685T>C p.Met562Thr -0.92 0.48 81 0 rs5253 0.0156 YES 8.081E-1 (pos.16380196) Chloride channel, kidney, Bcatalytic activity,chloride channel complex,chloride transmembrane transport,chloride transport,excretion,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,metal ion binding,plasma membrane,regulation of anion transmembrane transport,transport,voltage-gated chloride channel activityAdrenal Gland Diseases;Adrenocortical Hyperfunction;Bartter Syndrome;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gitelman Syndrome;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hyperaldosteronism;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Renal Tubular Transport, Inborn Errors;Sensation Disorders;Urologic DiseasesBenign T=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=17/14

chr16:3065924 G/A G A SNV CLDN6 CLDN6:exonic:NM_021195.4 1 50 2 synonymous NM_021195.4c.99C>T p.(=) -1.95 0.06(COSM148007)PMP-22/EMP/MP20/Claudin family,PMP-22/EMP/MP20/Claudin tight junctionrs2269911 0.1903 YES 3.78E-1 (pos.3065924) adenocarcinoma,carcinoma,diffuse_large_B_cell_lymphomaClaudin 6 apicolateral plasma membrane,bicellular tight junction,calcium-independent cell-cell adhesion via plasma membrane cell-adhesion molecules,cell-cell junction organization,identical protein binding,integral component of membrane,plasma membrane,protein binding,structural molecule activity,viral entry into host cell,virus receptor activityG=30, A=30 G=0.5, A=0.5 0.00001 293.739 60 G=12/18, A=13/17

chr12:10165469 G/G A G SNV CLEC12B CLEC12B:exonic:NM_001129998.2 1 100 2 synonymous NM_001129998.2c.177A>G p.(=) -1.22 Lectin C-type domain,Ly49-like protein, N-terminal regionrs476474,rs775888854 0.0845 YES 0.0 (pos.10165466),9.73E-1 (pos.10165469)C-type lectin domain family 12, member Bcarbohydrate binding,external side of plasma membrane,integral component of membrane,natural killer cell inhibitory signaling pathway,negative regulation of natural killer cell mediated cytotoxicity,negative regulation of receptor activity,protein complex,protein phosphatase binding,receptor inhibitor activityA=0, G=23 A=0.0, G=1.0 0.00001 316.742 23 A=0/0, G=14/9

chr11:58381686 G/G A G SNV

ZFP91,ZFP9

1-CNTF ZFP91:intronic:NM_053023.4, ZFP91-CNTF:intronic_nc:NR_024091.1 1
100

intronic NM_053023.4, NR_024091.1c.988-16A>Gp.? -1.15 C2H2-type zinc finger,Zinc finger, C2H2 typers1938596 0.4256 YES 3.365E-1 (pos.58381686) activation of NF-kappaB-inducing kinase activity,metal ion binding,nucleic acid binding,nucleolus,nucleus,protein K63-linked ubiquitination,ubiquitin-protein transferase activityHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeA=0, G=27 A=0.0, G=1.0 0.00001 389.631 27 A=0/0, G=10/17

chr12:10167277 C/C G C SNV

CLEC12B,LO

C10272402 CLEC12B:exonic:NM_001129998.2, LOC102724020:downstream:NR_120484.11
100

3 missense NM_001129998.2, NR_120484.1c.346G>C p.Val116Leu 1.11 1 32 0 Lectin C-type domain,Ly49-like protein, N-terminal regionrs637790 0.0851 YES 9.728E-1;0.0 (pos.10167277) C-type lectin domain family 12, member Bcarbohydrate binding,external side of plasma membrane,integral component of membrane,natural killer cell inhibitory signaling pathway,negative regulation of natural killer cell mediated cytotoxicity,negative regulation of receptor activity,protein complex,protein phosphatase binding,receptor inhibitor activityG=0, C=121 G=0.0, C=1.0 0.00001 1953.42 121 G=0/0, C=61/60

chr11:59210480 T/T C T SNV OR5A1 OR5A1:upstream:NM_001004728.1 1 100 intronic NM_001004728.1c.-162C>T p.? -2.96 rs7948562 YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneC=0, T=24 C=0.0, T=1.0 0.00001 334.783 24 C=0/0, T=5/19

chr11:59210550 A/A G A SNV OR5A1 OR5A1:upstream:NM_001004728.1 1 100 intronic NM_001004728.1c.-92G>A p.? -1.89 rs7947825 YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneG=0, A=23 G=0.0, A=1.0 0.00001 316.726 23 G=0/0, A=4/19

chr19:14721019 C/T C T SNV CLEC17A CLEC17A:utr_3:NM_001204118.1 1 57.89 14 utr_3 NM_001204118.1c.1148C>T p.? -0.59 Lectin C-type domainrs6511944 YES 8.284E-1 (pos.14721019) C-type lectin domain family 17, member Acell surface,fucose binding,integral component of membrane,mannose binding,metal ion bindingC=16, T=22 C=0.4211, T=0.5789 0.00001 249.053 38 C=11/5, T=13/9

chr16:74455302 G/G A G SNV CLEC18B CLEC18B:utr_5:NM_001011880.2 1 100 1 utr_5 NM_001011880.2c.-134T>C p.? -1.09 Cysteine-rich secretory protein family,Lectin C-type domainrs3851723 YES C-type lectin domain family 18, member BGolgi apparatus,carbohydrate binding,endosome,extracellular region,sarcoplasmic reticulumA=0, G=163 A=0.0, G=1.0 0.00001 2639.49 163 A=0/0, G=62/101

chr12:10149851 T/T C T SNV CLEC1B CLEC1B:exonic:NM_016509.3 1 100 3 missense NM_016509.3c.191G>A p.Gly64Asp -0.74 0.33 94 0 Lectin C-type domainrs583903 4.00E-04 1.0 (pos.10149851) carbohydrate binding,cell surface receptor signaling pathway,defense response,integral component of membrane,integral component of plasma membrane,plasma membrane,platelet activation,platelet formation,protein binding,signal transduction by protein phosphorylation,transmembrane signaling receptor activityC=0, T=29 C=0.0, T=1.0 0.00001 427.604 29 C=0/0, T=10/19

chr12:9833628 T/T C T SNV CLEC2D CLEC2D:exonic:NM_001004419.4 1 100 2 synonymous NM_001004419.4c.171C>T p.(=) -0.58 0(COSM1365021),0(COSM1365022)Lectin C-type domainrs3764021 0.4741 YES 3.822E-1 (pos.9833628) adenocarcinomaC-type lectin domain family 2, member Dcarbohydrate binding,cell surface,cell surface receptor signaling pathway,endoplasmic reticulum,integral component of membrane,integral component of plasma membrane,membrane,plasma membrane,protein binding,regulation of immune response,transmembrane signaling receptor activityAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesC=0, T=152 C=0.0, T=1.0 0.00001 2432.53 152 C=0/0, T=79/73

chr12:8667897 G/G A G SNV CLEC4D CLEC4D:exonic:NM_080387.4 1 100 2 missense NM_080387.4c.94A>G p.Ser32Gly -0.18 0.49 56 0.003 0.02(COSM4147501)Lectin C-type domainrs4304840 0.231 YES 1.426E-1 (pos.8667897) neoplasm C-type lectin domain family 4, member DFc-gamma receptor signaling pathway,T cell differentiation involved in immune response,adaptive immune response,carbohydrate binding,defense response to bacterium,ficolin-1-rich granule membrane,immunoglobulin receptor binding,innate immune response,integral component of membrane,neutrophil degranulation,plasma membrane,protein binding,specific granule membrane,stimulatory C-type lectin receptor signaling pathway,tertiary granule membraneLung Diseases;Respiratory Tract DiseasesBenign A=0, G=22 A=0.0, G=1.0 0.00001 298.889 22 A=0/0, G=8/14

chr12:10206925 A/G A G SNV CLEC9A CLEC9A:exonic:NM_207345.3 1 50 5 synonymous NM_207345.3c.147A>G p.(=) 0.56 0.03(COSM3752843)Lectin C-type domainrs7315231 0.3129 YES 2.216E-1 (pos.10206925) acute_myeloid_leukaemia,adenocarcinoma,carcinomaC-type lectin domain family 9, member Acarbohydrate binding,cell surface,integral component of membrane,positive regulation of cytokine secretion,receptor-mediated endocytosisA=26, G=26 A=0.5, G=0.5 0.00001 254.878 52 A=16/10, G=9/17

chr12:9885708 TAAGTT/TAAGTTT TAAGTT INDEL CLECL1 CLECL1:exonic:NM_001253750.1 5 100 1 frameshiftInsertion NM_001253750.1c.152_153insAACTTp.Ser52fs 0.48 C-type lectin-like 1B cell adhesion,carbohydrate binding,integral component of membrane,interleukin-4 secretion,molecular_function,plasma membrane,positive regulation of T cell proliferationAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Metabolic Diseases;Multiple Sclerosis;Nervous System Diseases;Nutritional and Metabolic DiseasesT=0, TAAGTT=22T=0.0, TAAGTT=1.0 0.00001 298.892 22 T=0/0, TAAGTT=14/8

chr2:55407754 T/T C T SNV CLHC1 CLHC1:exonic:NM_152385.3 1 100 11 missense NM_152385.3c.1276G>A p.Val426Ile 1.57 1 29 0 Clathrin-H-link,Translin-associated factor X-interacting N-terminusrs6716066 0.0231 YES 9.769E-1 (pos.55407754) protein bindingGait Disorders, Neurologic;Nervous System Diseases;Neurologic ManifestationsC=0, T=89 C=0.0, T=1.0 0.00001 1472.43 89 C=0/0, T=61/28

chr11:60215066 C/A C A SNV MS4A5 MS4A5:intronic:NM_023945.2 1 50 intronic NM_023945.2c.493-56C>Ap.? -0.65 CD20-like familyrs12787520 YES Membrane-spanning 4-domains, subfamily A, member 5integral component of membrane C=14, A=14 C=0.5, A=0.5 0.00001 131.941 28 C=6/8, A=10/4

chr7:73814749 C/C G C SNV CLIP2 CLIP2:exonic:NM_003388.4 1 100 15 missense NM_003388.4c.2930G>C p.Arg977Pro 5.45 1 103 0 CAP-Gly domainrs2522943 0.0249 YES 1.0;0.0 (pos.73814749) CAP-GLY domain-containing linker protein 2cytoplasmic microtubule,microtubule associated complex,microtubule binding,microtubule plus-end,microtubule plus-end bindingAortic Stenosis, Supravalvular;Aortic Valve Stenosis;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Intellectual Disability;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Williams SyndromeG=0, C=240 G=0.0, C=1.0 0.00001 3994.54 240 G=0/0, C=116/124

chr11:122955402 C/T C T SNV CLMP CLMP:exonic:NM_024769.3 1 45.83 3 missense NM_024769.3c.206G>A p.Arg69His 0.56 0.12 29 0.001 0.26(COSM3752188)CD47 immunoglobulin-like domain,Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs2276348 0.0186 YES 1.706E-1 (pos.122955402)adenocarcinoma,carcinomaCoxsackievirus- and adenovirus receptor-like membrane proteinbicellular tight junction,cell surface,cytoplasmic microtubule,digestive tract development,extracellular exosome,integral component of membrane,plasma membraneDigestive System Diseases;Gastrointestinal Diseases;Ileus;Intestinal Diseases;Intestinal Obstruction;Intestinal Pseudo-ObstructionC=13, T=11 C=0.5417, T=0.4583 0.00001 93.44 24 C=7/6, T=3/8

chr11:60296834 G/G A G SNV MS4A13 MS4A13:intronic:NM_001012417.2 1 100 intronic NM_001012417.2c.307-4A>Gp.? 0.62 rs12802514 0.0507 YES 1.447E-1 (pos.60296834) integral component of membrane A=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=15/12

chr11:60561613 C/T C T SNV MS4A10 MS4A10:intronic:NM_206893.3 1 47.62 intronic NM_206893.3c.492+37C>Tp.? -1.84 CD20-like familyrs751026 0.4957 YES 8.7E-1 (pos.60561613) Membrane-spanning 4-domains, subfamily A, member 10integral component of membrane C=11, T=10 C=0.5238, T=0.4762 0.00001 82.2938 21 C=8/3, T=3/7

chr11:60567275 A/A G A SNV MS4A10 MS4A10:intronic:NM_206893.3 1 100 intronic NM_206893.3c.723-26G>Ap.? -0.42 CD20-like familyrs579967 1.00E-04 1.0 (pos.60567275) Membrane-spanning 4-domains, subfamily A, member 10integral component of membrane G=0, A=67 G=0.0, A=1.0 0.00001 1034.43 67 G=0/0, A=45/22

chr4:17517099 AG/G A G SNV CLRN2 CLRN2:exonic:NM_001079827.2 1 72.73 1 synonymous NM_001079827.2, NM_001079827.2c.211_212insG, c.210A>Gp.Val71fs, p.(=) 1.19 rs1551091 1.00E-04 1.0 (pos.17517099) integral component of membrane A=0, AG=9, G=24A=0.0, AG=0.2727, G=0.72730.00001 470.469 33 A=0/0, AG=9/0, G=5/19

chr3:140285115 C/C T C SNV CLSTN2 CLSTN2:utr_3:NM_022131.2 1 100 17 utr_3 NM_022131.2c.2888T>C p.? -0.87 Cadherin domainrs4683510 0.0931 YES 1.733E-1 (pos.140285115) Calsyntenin 2Golgi membrane,calcium ion binding,cell surface,endoplasmic reticulum membrane,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,positive regulation of synapse assembly,positive regulation of synaptic transmission,postsynaptic density,postsynaptic membraneAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Digestive System Diseases;Digestive System Neoplasms;Eye Diseases;Hemic and Lymphatic Diseases;Hodgkin Disease;Immune System Diseases;Immunoproliferative Disorders;Liver Diseases;Liver Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoproliferative Disorders;Multiple Sclerosis;Myopia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nervous System Diseases;Refractive ErrorsT=0, C=22 T=0.0, C=1.0 0.00001 297.19 22 T=0/0, C=9/13

chr11:60667907 A/G A G SNV PRPF19 PRPF19:intronic:NM_014502.4 1 50 intronic NM_014502.4c.828+147T>Cp.? -0.28 Prp19/Pso4-like,U-box domain,WD domain, G-beta repeatrs7928208 YES Precursor mRNA-processing factor 19, S. cerevisiae, homolog ofDNA replication factor A complex,Prp19 complex,U2-type catalytic step 1 spliceosome,catalytic step 2 spliceosome,cellular protein localization,cytoplasm,double-strand break repair via nonhomologous end joining,generation of catalytic spliceosome for first transesterification step,identical protein binding,inner cell mass cell proliferation,lipid biosynthetic process,lipid droplet,mRNA splicing, via spliceosome,membrane,negative regulation of neuron differentiation,nuclear speck,nucleoplasm,nucleus,positive regulation of astrocyte differentiation,positive regulation of mRNA splicing, via spliceosome,proteasomal protein catabolic process,protein K63-linked ubiquitination,protein binding,protein polyubiquitination,protein ubiquitination,signal transduction involved in DNA damage checkpoint,site of double-strand break,spindle,spliceosomal complex assembly,spliceosomal tri-snRNP complex assembly,transcription-coupled nucleotide-excision repair,ubiquitin protein ligase activity,ubiquitin-protein transferase activitDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsA=15, G=15 A=0.5, G=0.5 0.00001 144.073 30 A=5/10, G=7/8

chr11:60890563 T/T C T SNV CD5 CD5:intronic:NM_014207.3 1 100 intronic NM_014207.3c.1225+59C>Tp.? 0.01 Scavenger receptor cysteine-rich domainrs4245224 YES CD5 antigen (p56-62)T cell costimulation,apoptotic signaling pathway,cell proliferation,cell recognition,external side of plasma membrane,integral component of plasma membrane,membrane,plasma membrane,protein binding,receptor activity,receptor-mediated endocytosis,scavenger receptor activity,transmembrane signaling receptor activityArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Joint Diseases;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Rheumatic Diseases;Skin and Connective Tissue DiseasesC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=19/10

chr3:140178381 T/C T C SNV CLSTN2 CLSTN2:exonic:NM_022131.2 1 50 7 missense NM_022131.2c.992T>C p.Ile331Thr 2.72 0.59 89 0.01 0.89(COSM149480)Cadherin domainrs17348572 0.0524 YES 2.563E-2 (pos.140178381)adenocarcinomaCalsyntenin 2Golgi membrane,calcium ion binding,cell surface,endoplasmic reticulum membrane,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,positive regulation of synapse assembly,positive regulation of synaptic transmission,postsynaptic density,postsynaptic membraneAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Digestive System Diseases;Digestive System Neoplasms;Eye Diseases;Hemic and Lymphatic Diseases;Hodgkin Disease;Immune System Diseases;Immunoproliferative Disorders;Liver Diseases;Liver Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoproliferative Disorders;Multiple Sclerosis;Myopia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nervous System Diseases;Refractive ErrorsT=29, C=29 T=0.5, C=0.5 0.00001 282.576 58 T=12/17, C=18/11

chr8:27462481 G/G A G SNV CLU CLU:exonic:NM_001831.3 1 100 5 synonymous NM_001831.3c.789T>C p.(=) -0.72 0(COSM3763291)Clusterin rs7982 0.397 YES 7.831E-1 (pos.27462481) adenocarcinomaClusterin (complement lysis inhibitor, SP-40,40; sulfated glycoprotein 2; testosterone-repressed prostate message-2; apolipoprotein J)ATPase activity,Golgi apparatus,amyloid-beta binding,antimicrobial humoral response,apical dendrite,blood microparticle,cell morphogenesis,cell periphery,cell surface,central nervous system myelin maintenance,chaperone binding,chaperone-mediated protein complex assembly,chaperone-mediated protein folding,chaperone-mediated protein transport involved in chaperone-mediated autophagy,chromaffin granule,complement activation,complement activation, classical pathway,cytoplasm,cytosol,endoplasmic reticulum,extracellular exosome,extracellular matrix,extracellular region,extracellular space,innate immune response,intracellular,intrinsic apoptotic signaling pathway,lipid metabolic process,low-density lipoprotein particle receptor binding,microglial cell activation,microglial cell proliferation,misfolded protein binding,mitochondrial membrane,mitochondrion,negative regulation of amyloid fibril formation,negative regulation of amyloid-beta formation,negative regulation of cell death,negative regulation of cellular respoAcute Kidney Injury;Alzheimer Disease;Amyotrophic Lateral Sclerosis;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Connective Tissue Diseases;Dementia;Diabetes Mellitus;Digestive System Diseases;Drug-Induced Liver Injury;Endocrine System Diseases;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Immune System Diseases;Joint Diseases;Kidney Diseases;Liver Diseases;Lung Diseases;Lupus Erythematosus, Systemic;Male Urogenital Diseases;Melanoma;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Neuromuscular Diseases;Nevi and Melanomas;Nutritional and Metabolic DiseaA=0, G=49 A=0.0, G=1.0 0.00001 831.251 49 A=0/0, G=32/17

chr17:2595964 G/A G A SNV

CLUH,MIR6

776 CLUH:exonic:NM_015229.3, MIR6776:downstream:NR_106834.1 1
50

21 synonymous NM_015229.3, NR_106834.1c.3222C>T p.(=) 1.52 0.77(COSM436207),0.77(COSM436208)Clustered mitochondria,Mitochondrial function, CLU-N-term,Tetratricopeptide repeat,Translation initiation factor eIF3 subunit 135rs2302199 0.3679 YES 5.521E-1 (pos.2595964) adenocarcinoma,neoplasmClustered mitochondria, D. discoideum, homolog ofcytoplasm,intracellular distribution of mitochondria,mRNA binding,mitochondrion organizationG=40, A=40 G=0.5, A=0.5 0.00001 424.167 80 G=12/28, A=10/30

chr14:24975435 T/T G T SNV CMA1 CMA1:exonic:NM_001836.4 1 100 4 synonymous NM_001836.4c.399C>A p.(=) -0.81 Trypsin rs5249 0.0012 YES 1.0 (pos.24975435) Chymase-1, mast cellangiotensin maturation,basement membrane disassembly,cellular response to glucose stimulus,endopeptidase activity,extracellular matrix,extracellular matrix disassembly,extracellular region,interleukin-1 beta biosynthetic process,midbrain development,peptide binding,positive regulation of angiogenesis,regulation of inflammatory response,secretory granule,serine-type endopeptidase activity,serine-type peptidase activityCardiomegaly;Cardiovascular Diseases;Heart Diseases;Hypertension;Hypertrophy, Left Ventricular;Lung Diseases;Pulmonary Fibrosis;Respiratory Tract Diseases;Vascular Diseases(1S)-1-(5-CHLORO-1-BENZOTHIEN-3-YL)-2-(2-NAPHTHYLAMINO)-2-OXOETHYLPHOSPHONIC ACID,2-(N-Morpholino)-Ethanesulfonic Acid,2-3-({Methyl1-(2-Naphthoyl)Piperidin-4-YlAmino}Carbonyl)-2-Naphthyl-1-(1-Naphthyl)-2-Oxoethylphosphonic Acid,Benzylsulfinic AcidG=0, T=34 G=0.0, T=1.0 0.00001 524.186 34 G=0/0, T=12/22

chr1:47842431 A/A G A SNV CMPK1 CMPK1:utr_3:NM_016308.2 1 100 6 utr_3 NM_016308.2c.701G>A p.? 0.26 AAA domain,Adenylate kinase,Thymidylate kinase,Zeta toxinrs3125648 0.0017 YES 1.0 (pos.47842431) Cytidine monophosphate (UMP-CMP) kinase 1, cytosolic'de novo' pyrimidine nucleobase biosynthetic process,ATP binding,UMP biosynthetic process,cytidylate kinase activity,cytoplasm,cytosol,extracellular exosome,nucleobase-containing compound kinase activity,nucleobase-containing compound metabolic process,nucleobase-containing small molecule interconversion,nucleolus,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylation,nucleoside monophosphate phosphorylation,nucleoside phosphate kinase activity,nucleoside triphosphate biosynthetic process,nucleus,phosphorylation,pyrimidine ribonucleotide biosynthetic process,uridine kinase activity,uridylate kinase activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesCytidine-5'-Monophosphate,Gemcitabine,Lamivudine,P1-(Adenosine-5'-P5-(Uridine-5')Pentaphosphate,Sofosbuvir,Tetrafluoroaluminate Ion,Uridine-5'-DiphosphateG=0, A=57 G=0.0, A=1.0 0.00001 849.604 57 G=0/0, A=32/25

chr14:23848311 T/T C T SNV CMTM5 CMTM5:exonic:NM_138460.2 1 100 3 synonymous NM_138460.2c.351C>T p.(=) -1.04 0.05(COSM147744),0.05(COSM3753906)Membrane-associating domainrs723840 0.4705 YES 2.55E-1 (pos.23848311) adenocarcinomaCKLF-like marvel transmembrane domain-containing 5chemotaxis,cytokine activity,extracellular space,integral component of membrane,negative regulation of myoblast differentiation,protein binding,regulation of receptor activityC=0, T=36 C=0.0, T=1.0 0.00001 563.744 36 C=0/0, T=20/16

chr11:61205434 A/A G A SNV SDHAF2 SDHAF2:intronic:NM_017841.2 1 100 intronic NM_017841.2c.261-42G>Ap.? 0.22 Flavinator of succinate dehydrogenasers879647 0.1522 YES 9.616E-1 (pos.61205434) Succinate dehydrogenase complex assembly factor 2cytosol,mitochondrial electron transport, succinate to ubiquinone,mitochondrial matrix,mitochondrial respiratory chain complex II assembly,mitochondrion,negative regulation of canonical Wnt signaling pathway,negative regulation of epithelial to mesenchymal transition,nucleolus,protein binding,protein dephosphorylation,protein-FAD linkage,tricarboxylic acid cycleACMG Recommendations...;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Genetic Diseases, Inborn;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Nutritional and Metabolic Diseases;ParagangliomaBenign G=0, A=117 G=0.0, A=1.0 0.00001 1874.15 117 G=0/0, A=69/48

chr11:61253973 G/G A G SNV PPP1R32 PPP1R32:intronic:NM_145017.2 1 100 intronic NM_145017.2c.748-23A>Gp.? 0.03 Protein phosphatase 1 regulatory subunit 32rs2957858 0.1606 YES 9.621E-1 (pos.61253973) phosphatase binding,protein binding A=0, G=35 A=0.0, G=1.0 0.00001 540.631 35 A=0/0, G=14/21

chr11:612967 A/G A G SNV IRF7,PHRF1 IRF7:intronic:NM_001572.3, PHRF1:downstream:NM_020901.3 1 57.14 intronic NM_020901.3, NM_001572.3c.*1190A>G, c.1356+32T>Cp.?, p.? -1.65 Interferon regulatory factor transcription factor,Interferon-regulatory factor 3rs11246213 0.2926 YES 2.771E-2 (pos.612967) Interferon regulatory factor 7,PHD and RING finger domain-containing protein 1DNA binding,DNA binding transcription factor activity,MDA-5 signaling pathway,RNA polymerase II core promoter sequence-specific DNA binding,RNA polymerase binding,TRIF-dependent toll-like receptor signaling pathway,cellular response to DNA damage stimulus,cytoplasm,cytosol,defense response to virus,endosome membrane,establishment of viral latency,immunoglobulin mediated immune response,innate immune response,interferon-alpha production,interferon-beta production,interferon-gamma-mediated signaling pathway,mRNA processing,membrane,metal ion binding,negative regulation of macrophage apoptotic process,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of interferon-alpha production,positive regulation of interferon-beta production,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,positive regulation of type I interferon production,positive regulation of type I interferon-mediated signaAutoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Influenza, Human;Lupus Erythematosus, Systemic;Respiratory Tract Diseases;Respiratory Tract Infections;Skin and Connective Tissue DiseasesA=9, G=12 A=0.4286, G=0.5714 0.00001 96.1681 21 A=3/6, G=5/7

chr11:61491097 G/G A G SNV DAGLA DAGLA:intronic:NM_006133.2 1 100 intronic NM_006133.2c.548+53A>Gp.? 1.45 Lipase (class 3)rs199604095,rs566009 YES Diacylglycerol lipase, alphaG-protein coupled glutamate receptor signaling pathway,acylglycerol lipase activity,arachidonic acid metabolic process,diacylglycerol catabolic process,endocannabinoid signaling pathway,integral component of membrane,metal ion binding,neuroblast proliferation,neurotransmitter biosynthetic process,plasma membrane,postsynaptic membrane,retrograde trans-synaptic signaling by endocannabinoid,varicosityA=0, G=59 A=0.0, G=1.0 0.00001 885.368 59 A=0/0, G=31/28

chr11:61548559 G/G A G SNV MYRF MYRF:intronic:NM_001127392.2 1 100 intronic NM_001127392.2c.2572+42A>Gp.? 0.18 Chaperone of endosialidase,Myelin gene regulatory factor -C-terminal domain 1,Myelin gene regulatory factor C-terminal domain 2,NDT80 / PhoG like DNA-binding  familyrs509360 0.3265 YES 5.54E-1 (pos.61548559) DNA binding,DNA binding transcription factor activity,Golgi apparatus,central nervous system myelin maintenance,central nervous system myelination,cytosol,endoplasmic reticulum membrane,identical protein binding,integral component of membrane,nucleoplasm,nucleus,oligodendrocyte development,oligodendrocyte differentiation,peptidase activity,positive regulation of myelination,positive regulation of transcription, DNA-templated,proteolysis,transcription, DNA-templatedColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=6/16

chr11:61658629 C/C T C SNV FADS3 FADS3:intronic:NM_021727.4 1 100 intronic NM_021727.4c.213+12A>Gp.? -1.26 Cytochrome b5-like Heme/Steroid binding domain,Fatty acid desaturasers693672 0.1718 YES 6.497E-1 (pos.61658629) Fatty acid desaturase 3endoplasmic reticulum membrane,integral component of membrane,lipid metabolic process,membrane,molecular_function,oxidation-reduction process,oxidoreductase activity,unsaturated fatty acid biosynthetic processT=0, C=22 T=0.0, C=1.0 0.00001 298.891 22 T=0/0, C=7/15

chr11:61670037 C/T C T SNV RAB3IL1 RAB3IL1:intronic:NM_013401.3 1 46.43 intronic NM_013401.3c.900-24G>Ap.? -0.14 GDP/GTP exchange factor Sec2prs174471 0.412 YES 3.839E-2 (pos.61670037) Rab guanyl-nucleotide exchange factor activity,cytosol,protein binding,protein transport,regulation of molecular functionC=15, T=13 C=0.5357, T=0.4643 0.00001 117.929 28 C=7/8, T=7/6

chr11:61731534 T/T G T SNV BEST1,FTH1 FTH1:downstream:NM_002032.2, BEST1:downstream:NM_001139443.11 100 intronic NM_001139443.1, NM_002032.2c.*913G>T, c.*665C>Ap.?, p.? -0.35 rs195155,rs7497989711.00E-04 YES 9.999E-1;1.157E-4 (pos.61731534) Bestrophin 1,Ferritin, heavy polypeptide 1autolysosome,basolateral plasma membrane,bicarbonate transmembrane transporter activity,bicarbonate transport,cell,cellular iron ion homeostasis,chloride channel activity,chloride channel complex,chloride transmembrane transport,chloride transport,cytosol,detection of light stimulus involved in visual perception,extracellular exosome,extracellular region,ferric iron binding,ferroxidase activity,ficolin-1-rich granule lumen,identical protein binding,immune response,integral component of membrane,intracellular calcium activated chloride channel activity,intracellular ferritin complex,intracellular sequestering of iron ion,ion transmembrane transport,iron ion binding,iron ion transport,membrane,negative regulation of cell proliferation,negative regulation of fibroblast proliferation,neutrophil degranulation,nucleus,oxidation-reduction process,plasma membrane,protein binding,regulation of calcium ion transport,tertiary granule lumen,transepithelial chloride transport,visual perceptionChoroid Diseases;Collagen Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Depressive Disorder;Dermatitis;Dermatitis, Contact;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Glioma;Iron Metabolism Disorders;Iron Overload;Keloid;Macular Degeneration;Mental Disorders;Metabolic Diseases;Mood Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Processes;Nervous System Diseases;Neurodegenerative Diseases;Neuroectodermal Tumors;Nutritional and Metabolic Diseases;Precancerous Conditions;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Uveal Diseases;Vitelliform Macular DystrophyFerric pyrophosphate,Gallium citrate Ga 67,Iron DextranG=0, T=34 G=0.0, T=1.0 0.00001 524.186 34 G=0/0, T=19/15

chr11:61906299 G/G A G SNV INCENP INCENP:intronic:NM_001040694.1 1 100 intronic NM_001040694.1c.1173+57A>Gp.? -1.74 Chromosome passenger complex (CPC) protein INCENP N terminal,Inner centromere protein, ARK binding regionrs1614060 0.0867 YES Inner centromere proteincentral element,chromocenter,chromosome segregation,chromosome, centromeric region,condensed chromosome kinetochore,cytokinesis,cytosol,kinetochore,lateral element,microtubule,midbody,nuclear body,nucleoplasm,nucleus,pericentric heterochromatin,protein binding,protein complex,protein sumoylation,sister chromatid cohesion,spindleMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasN~6~-cyclohexyl-N~2~-(4-morpholin-4-ylphenyl)-9H-purine-2,6-diamineA=0, G=29 A=0.0, G=1.0 0.00001 427.52 29 A=0/0, G=12/17

chr16:71318577 T/C T C SNV CMTR2 CMTR2:exonic:NM_001099642.1 1 51.85 3 missense NM_001099642.1c.1247A>G p.Asn416Ser 0.15 46 0.88(COSM435711)FtsJ-like methyltransferasers3803704 0.2513 YES 2.456E-1 (pos.71318577) acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomaCAP methyltransferase 27-methylguanosine mRNA capping,cap2 mRNA methylation,cytoplasm,mRNA (nucleoside-2'-O-)-methyltransferase activity,methylation,methyltransferase activity,nucleusAdenocarcinoma;Adnexal Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeT=39, C=42 T=0.4815, C=0.5185 0.00001 453.408 81 T=20/19, C=24/18

chr3:128890350 A/A G A SNV CNBP CNBP:exonic:NM_001127192.1 1 100 3 synonymous NM_001127192.1c.156C>T p.(=) 3.18 Zinc knuckle rs4303883 0.0305 YES 8.834E-1;0.0 (pos.128890350) DNA binding transcription factor activity,RNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,cholesterol biosynthetic process,cytosol,endoplasmic reticulum,negative regulation of transcription from RNA polymerase II promoter,nucleic acid binding,nucleus,positive regulation of cell proliferation,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of transcription, DNA-templated,single-stranded DNA binding,single-stranded RNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,zinc ion bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myotonic Disorders;Myotonic Dystrophy;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular DiseasesG=0, A=87 G=0.0, A=1.0 0.00001 1431.39 87 G=0/0, A=44/43

chr18:72228124 G/G A G SNV CNDP1 CNDP1:exonic:NM_032649.5 1 100 4 missense NM_032649.5c.337A>G p.Ile113Val 0.01 1 29 0 Peptidase dimerisation domain,Peptidase family M20/M25/M40,WG containing repeatrs4263028 1.00E-04 1.0 (pos.72228124) Carnosine dipeptidase 1carboxypeptidase activity,cytosol,dipeptidase activity,extracellular region,metal ion binding,metallopeptidase activity,proteolysis,regulation of cellular protein metabolic processAmino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic Diseases;Urologic DiseasesA=0, G=34 A=0.0, G=1.0 0.00001 524.137 34 A=0/0, G=17/17

chr11:62380732 C/C T C SNV EML3,ROM1 ROM1:utr_5:NM_000327.3, EML3:upstream:NM_153265.2 1
100

intronic NM_153265.2, NM_000327.3c.-803A>G, c.-22T>Cp.?, p.? 0.15 Tetraspanin familyrs4387351 0.0021 YES 9.998E-1 (pos.62380732) Rod outer segment membrane protein-1camera-type eye photoreceptor cell differentiation,cell adhesion,cell surface receptor signaling pathway,cytoplasm,integral component of plasma membrane,microtubule,microtubule binding,microtubule cytoskeleton,photoreceptor outer segment membrane,regulation of gene expression,retina vasculature development in camera-type eye,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaT=0, C=55 T=0.0, C=1.0 0.00001 814.883 55 T=0/0, C=37/18

chr2:99012444 C/G C G SNV CNGA3 CNGA3:exonic:NM_001298.2 1 50 8 missense NM_001298.2c.811C>G p.Pro271Ala 7.32 0 27 0.576 0.99(COSM3736271),0.99(COSM5803047)C-terminal leucine zipper domain of cyclic nucleotide-gated channels,Cyclic nucleotide-binding domain,Ion transport proteinrs149802213 6.00E-04 0.0;0.0 (pos.99012444) acute_leukaemia_of_ambiguous_lineage,malignant_melanomaCyclic nucleotide-gated channel, alpha-3cGMP binding,cation transport,cytoplasm,dendrite,integral component of plasma membrane,intracellular cGMP activated cation channel activity,ligand-gated ion channel activity,perikaryon,photoreceptor outer segment membrane,potassium ion transmembrane transport,protein C-terminus binding,regulation of membrane potential,response to cAMP,response to corticosteroid,response to magnesium ion,signal transduction,transmembrane transporter complex,transport,visual perception,voltage-gated potassium channel activityColor Vision Defects;Eye Diseases;Nervous System Diseases;Neurologic Manifestations;Sensation Disorders;Vision DisordersC=28, G=28 C=0.5, G=0.5 0.00001 272.138 56 C=8/20, G=17/11

chr16:57937856 C/C G C SNV CNGB1 CNGB1:exonic:NM_001297.4 1 100 27 synonymous NM_001297.4c.2664C>G p.(=) -7.95 Cyclic nucleotide-binding domainrs413562 0.1453 YES 9.175E-1;8.19E-2;0.0 (pos.57937856) Cyclic nucleotide gated channel, beta 1Golgi membrane,Golgi-associated vesicle membrane,cAMP binding,cGMP binding,cation transmembrane transport,cation transport,ciliary membrane,detection of light stimulus involved in visual perception,integral component of plasma membrane,intracellular cAMP activated cation channel activity,intracellular cGMP activated cation channel activity,intracellular cyclic nucleotide activated cation channel activity,intracellular cyclic nucleotide activated cation channel complex,ligand-gated ion channel activity,photoreceptor cell maintenance,photoreceptor cell outer segment organization,photoreceptor outer segment,plasma membrane,potassium ion transmembrane transport,protein binding,protein heterotetramerization,protein localization to organelle,regulation of cytosolic calcium ion concentration,regulation of membrane potential,regulation of rhodopsin mediated signaling pathway,retina homeostasis,rhodopsin mediated signaling pathway,sensory perception of smell,terminal bouton,transmembrane transporter complex,transport,Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign G=0, C=25 G=0.0, C=1.0 0.00001 352.669 25 G=0/0, C=11/14

chr11:62394881 A/G A G SNV GANAB GANAB:intronic:NM_198335.3 1 46.88 intronic NM_198335.3c.2247-56T>Cp.? -0.24 Galactose mutarotase-like,Glycosyl hydrolases family 31rs7949030 0.3906 YES Neutral alpha-glucosidase ABGolgi apparatus,RNA binding,carbohydrate binding,carbohydrate metabolic process,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,glucan 1,3-alpha-glucosidase activity,glucosidase II complex,hydrolase activity, hydrolyzing O-glycosyl compounds,melanosome,membrane,protein foldingMiglitol A=17, G=15 A=0.5313, G=0.4688 0.00001 143.733 32 A=11/6, G=4/11

chr11:62397177 G/G C G SNV GANAB GANAB:intronic:NM_198335.3 1 100 intronic NM_198335.3c.1804-21G>Cp.? 0.18 Galactose mutarotase-like,Glycosyl hydrolases family 31rs948683 0.0019 YES 1.0 (pos.62397177) Neutral alpha-glucosidase ABGolgi apparatus,RNA binding,carbohydrate binding,carbohydrate metabolic process,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,glucan 1,3-alpha-glucosidase activity,glucosidase II complex,hydrolase activity, hydrolyzing O-glycosyl compounds,melanosome,membrane,protein foldingMiglitol C=0, G=34 C=0.0, G=1.0 0.00001 504.138 34 C=0/0, G=16/18

chr11:62430659 A/A T A SNV

C11orf98,LB

HD1 C11orf98:intronic:NM_001286086.1, LBHD1:intronic:NM_024099.3 1
100

intronic NM_001286086.1, NM_024099.3c.263-28A>T, c.762-28A>Tp.?, p.? 0.65 Cardiac transcription factor regulator, Developmental proteinrs597259 0.3025 YES 9.217E-1;0.0 (pos.62430659) T=0, A=23 T=0.0, A=1.0 0.00001 316.738 23 T=0/0, A=8/15

chr7:135095270 G/G A G SNV CNOT4 CNOT4:exonic:NM_001190850.1 1 100 7 synonymous NM_001190850.1c.816T>C p.(=) 0.91 RING/Ubox like zinc-binding domain,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain),RNA-binding, Nab2-type zinc finger,Zinc finger, C3HC4 type (RING finger)rs2696877 0.001 1.0 (pos.135095270) CCR4-NOT transcription complex, subunit 4CCR4-NOT complex,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,RNA binding,cytosol,metal ion binding,nuclear-transcribed mRNA catabolic process, deadenylation-dependent decay,nuclear-transcribed mRNA poly(A) tail shortening,nucleus,protein autoubiquitination,protein binding,ubiquitin-protein transferase activityA=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=7/20

chr11:6245555 C/T C T SNV FAM160A2 FAM160A2:intronic:NM_032127.3 1 50 intronic NM_032127.3c.138+54G>Ap.? -1.14 Retinoic acid induced 16-like proteinrs325608 YES FHF complex,cytosol,early endosome to late endosome transport,endosome organization,endosome to lysosome transport,lysosome organization,protein binding,protein transportC=30, T=30 C=0.5, T=0.5 0.00001 296.425 60 C=5/25, T=16/14

chr11:62459994 A/G A G SNV

BSCL2,HNR

NPUL2-

BSCL2 BSCL2:intronic:NM_001122955.3, HNRNPUL2-BSCL2:intronic_nc:NR_037946.11

96.67

intronic NR_037946.1, NM_001122955.3c.766-49T>Cp.? 0.18 Putative adipose-regulatory protein (Seipin)rs2850597 0.2415 YES 7.709E-1 (pos.62459994) Seipin fat cell differentiation,integral component of endoplasmic reticulum membrane,integral component of membrane,lipid catabolic process,lipid particle organization,lipid storage,molecular_function,negative regulation of lipid catabolic process,protein bindingAsthenozoospermia;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Lipoatrophic;Diabetes Mellitus, Type 2;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Glucose Metabolism Disorders;Gonadal Disorders;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Infertility;Infertility, Male;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipodystrophy;Lipodystrophy, Congenital Generalized;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Motor Neuron Disease;Muscular Atrophy, Spinal;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Oligospermia;Peripheral Nervous System Diseases;Polyneuropathies;Puberty, Delayed;Skin Diseases;Skin Diseases, Metabolic;Skin and Connective Tissue Diseases;Spastic Paraplegia, Hereditary;Spinal Cord DiseasesBenign A=2, G=58 A=0.0333, G=0.9667 0.00001 841.438 60 A=2/0, G=24/34

chr11:62460066 C/C T C SNV

BSCL2,HNR

NPUL2-

BSCL2 BSCL2:intronic:NM_001122955.3, HNRNPUL2-BSCL2:intronic_nc:NR_037946.11

100

intronic NR_037946.1, NM_001122955.3c.765+69A>Gp.? -0.59 Putative adipose-regulatory protein (Seipin)rs2850596 YES Seipin fat cell differentiation,integral component of endoplasmic reticulum membrane,integral component of membrane,lipid catabolic process,lipid particle organization,lipid storage,molecular_function,negative regulation of lipid catabolic process,protein bindingAsthenozoospermia;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Lipoatrophic;Diabetes Mellitus, Type 2;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Glucose Metabolism Disorders;Gonadal Disorders;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Infertility;Infertility, Male;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipodystrophy;Lipodystrophy, Congenital Generalized;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Motor Neuron Disease;Muscular Atrophy, Spinal;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Oligospermia;Peripheral Nervous System Diseases;Polyneuropathies;Puberty, Delayed;Skin Diseases;Skin Diseases, Metabolic;Skin and Connective Tissue Diseases;Spastic Paraplegia, Hereditary;Spinal Cord DiseasesT=0, C=86 T=0.0, C=1.0 0.00001 1410.64 86 T=0/0, C=50/36

chr11:62488916 T/TG T TG INDEL

HNRNPUL2,

HNRNPUL2-

BSCL2 HNRNPUL2:intronic:NM_001079559.2, HNRNPUL2-BSCL2:intronic_nc:NR_037946.11

100

intronic NR_037946.1, NM_001079559.2c.1483-21A>CAp.? -0.67 AAA domain,SAP domain,SPRY domainrs200449447,rs34425182,rs7659796940.2426 YES 5.674E-1;0.0 (pos.62488916) RNA binding,biological_process,membrane,nucleoplasm,nucleusT=0, TG=24 T=0.0, TG=1.0 0.00001 306.604 24 T=0/0, TG=9/15

chr2:220037666 G/G A G SNV CNPPD1 CNPPD1:exonic:NM_015680.5 1 100 8 missense NM_015680.5c.875T>C p.Leu292Pro 0.94 0.15 98 0 0.02(COSM3933538)Cyclin rs1127102 0.3992 YES 2.723E-1 (pos.220037666)acute_myeloid_leukaemia,carcinoma,neoplasmintegral component of membrane,protein kinase binding,regulation of cyclin-dependent protein serine/threonine kinase activityA=0, G=65 A=0.0, G=1.0 0.00001 996.464 65 A=0/0, G=27/38

chr1:24201643 G/A G A SNV CNR2 CNR2:exonic:NM_001841.2 1 57.14 2 synonymous NM_001841.2c.465C>T p.(=) -0.1 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsxrs2501431 0.4262 YES 5.412E-1 (pos.24201643) Cannabinoid receptor 2G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,cannabinoid receptor activity,cannabinoid signaling pathway,dendrite,extrinsic component of cytoplasmic side of plasma membrane,immune response,inflammatory response,integral component of plasma membrane,leukocyte chemotaxis,negative regulation of action potential,negative regulation of inflammatory response,negative regulation of mast cell activation,negative regulation of nitric-oxide synthase activity,negative regulation of synaptic transmission, GABAergic,perikaryon,plasma membrane,response to amphetamine,response to lipopolysaccharide,sensory perception of painArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Depressive Disorder;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Hyperalgesia;Immune System Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Cirrhosis;Liver Diseases;Mental Disorders;Mood Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Pancreatic Diseases;Pancreatic Neoplasms;Pancreatitis;Sensation Disorders;Skin Diseases;Skin and Connective Tissue Diseases;Somatosensory Disorders;Vascular DiseasesDronabinol,Lasofoxifene,NabiloneG=9, A=12 G=0.4286, A=0.5714 0.00001 109.102 21 G=5/4, A=4/8

chr11:62847562 T/T G T SNV SLC22A24 SLC22A24:intronic:NM_001136506.2 1 100 intronic NM_001136506.2c.1599-90C>Ap.? -3.81 Major Facilitator Superfamily,Sugar (and other) transporterrs7926818 YES Solute carrier family 22, member 24Acute Kidney Injury;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Urologic DiseasesG=0, T=47 G=0.0, T=1.0 0.00001 789.328 47 G=0/0, T=13/34

chr11:62848367 C/C A C SNV SLC22A24 SLC22A24:intronic:NM_001136506.2 1 100 intronic NM_001136506.2c.1598+25T>Gp.? -0.16 Major Facilitator Superfamily,Sugar (and other) transporterrs10897341 0.0016 YES 9.332E-1;0.0 (pos.62848367) Solute carrier family 22, member 24Acute Kidney Injury;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Urologic DiseasesA=0, C=25 A=0.0, C=1.0 0.00001 353.012 25 A=0/0, C=10/15

chr1:24201262 A/G A G SNV CNR2 CNR2:exonic:NM_001841.2 1 52.38 2 synonymous NM_001841.2c.846T>C p.(=) 0.24 0.23(COSM146445)7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsxrs2502993 0.4263 YES 5.389E-1 (pos.24201262) adenocarcinomaCannabinoid receptor 2G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,cannabinoid receptor activity,cannabinoid signaling pathway,dendrite,extrinsic component of cytoplasmic side of plasma membrane,immune response,inflammatory response,integral component of plasma membrane,leukocyte chemotaxis,negative regulation of action potential,negative regulation of inflammatory response,negative regulation of mast cell activation,negative regulation of nitric-oxide synthase activity,negative regulation of synaptic transmission, GABAergic,perikaryon,plasma membrane,response to amphetamine,response to lipopolysaccharide,sensory perception of painArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Depressive Disorder;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Hyperalgesia;Immune System Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Cirrhosis;Liver Diseases;Mental Disorders;Mood Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Pancreatic Diseases;Pancreatic Neoplasms;Pancreatitis;Sensation Disorders;Skin Diseases;Skin and Connective Tissue Diseases;Somatosensory Disorders;Vascular DiseasesDronabinol,Lasofoxifene,NabiloneA=10, G=11 A=0.4762, G=0.5238 0.00001 95.2977 21 A=7/3, G=9/2

chr1:24201448 C/T C T SNV CNR2 CNR2:exonic:NM_001841.2 1 50 2 synonymous NM_001841.2c.660G>A p.(=) -1.07 0.04(COSM146446)7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsxrs3003336 0.4256 YES 5.402E-1 (pos.24201448) adenocarcinomaCannabinoid receptor 2G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,cannabinoid receptor activity,cannabinoid signaling pathway,dendrite,extrinsic component of cytoplasmic side of plasma membrane,immune response,inflammatory response,integral component of plasma membrane,leukocyte chemotaxis,negative regulation of action potential,negative regulation of inflammatory response,negative regulation of mast cell activation,negative regulation of nitric-oxide synthase activity,negative regulation of synaptic transmission, GABAergic,perikaryon,plasma membrane,response to amphetamine,response to lipopolysaccharide,sensory perception of painArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Depressive Disorder;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Hyperalgesia;Immune System Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Cirrhosis;Liver Diseases;Mental Disorders;Mood Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Pancreatic Diseases;Pancreatic Neoplasms;Pancreatitis;Sensation Disorders;Skin Diseases;Skin and Connective Tissue Diseases;Somatosensory Disorders;Vascular DiseasesDronabinol,Lasofoxifene,NabiloneC=11, T=11 C=0.5, T=0.5 0.00001 94.6047 22 C=6/5, T=4/7

chr1:24201109 C/T C T SNV CNR2 CNR2:exonic:NM_001841.2 1 45.45 2 synonymous NM_001841.2c.999G>A p.(=) -2.59 0.06(COSM146444)7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsxrs2229580 0.4262 YES 5.391E-1 (pos.24201109) adenocarcinomaCannabinoid receptor 2G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,cannabinoid receptor activity,cannabinoid signaling pathway,dendrite,extrinsic component of cytoplasmic side of plasma membrane,immune response,inflammatory response,integral component of plasma membrane,leukocyte chemotaxis,negative regulation of action potential,negative regulation of inflammatory response,negative regulation of mast cell activation,negative regulation of nitric-oxide synthase activity,negative regulation of synaptic transmission, GABAergic,perikaryon,plasma membrane,response to amphetamine,response to lipopolysaccharide,sensory perception of painArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Depressive Disorder;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Hyperalgesia;Immune System Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Cirrhosis;Liver Diseases;Mental Disorders;Mood Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Pancreatic Diseases;Pancreatic Neoplasms;Pancreatitis;Sensation Disorders;Skin Diseases;Skin and Connective Tissue Diseases;Somatosensory Disorders;Vascular DiseasesDronabinol,Lasofoxifene,NabiloneC=60, T=50 C=0.5455, T=0.4545 0.00001 478.69 110 C=30/30, T=25/25

chr11:62848995 C/C G C SNV SLC22A24 SLC22A24:intronic:NM_001136506.2 1 100 intronic NM_001136506.2c.1394+35C>Gp.? -0.15 Major Facilitator Superfamily,Sugar (and other) transporterrs6591733 YES 9.357E-1 (pos.62848995) Solute carrier family 22, member 24Acute Kidney Injury;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Urologic DiseasesG=0, C=26 G=0.0, C=1.0 0.00001 371.419 26 G=0/0, C=15/11

chr2:68546449 G/A G A SNV CNRIP1 CNRIP1:exonic:NM_015463.2 1 50 1 synonymous NM_015463.2c.84C>T p.(=) 2.67 0.79(COSM3766586),0.79(COSM3766587)CB1 cannabinoid receptor-interacting protein 1rs13025842 0.3101 YES 1.126E-1 (pos.68546449) hepatocellular_carcinoma myelin sheath G=14, A=14 G=0.5, A=0.5 0.00001 131.941 28 G=6/8, A=5/9

chr11:62984697 C/C T C SNV SLC22A25 SLC22A25:intronic:NM_199352.4 1 100 intronic NM_199352.4c.830+89A>Gp.? -0.2 Major Facilitator Superfamily,Sugar (and other) transporterrs7949840 YES inorganic anion exchanger activity,inorganic anion transport,integral component of membrane,integral component of plasma membrane,organic acid transmembrane transport,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transmembrane transport,urate transmembrane transporter activity,urate transportT=0, C=48 T=0.0, C=1.0 0.00001 810.426 48 T=0/0, C=27/21

chr9:17394996 C/C T C SNV CNTLN CNTLN:exonic:NM_017738.3 1 100 15 synonymous NM_017738.3c.2544T>C p.(=) 0.61 rs3739489 0.0851 YES 8.155E-1 (pos.17394996) Centlein centriole,centriole-centriole cohesion,centrosome,cytoplasm,cytosol,extracellular exosome,nucleoplasm,protein binding, bridging,protein domain specific binding,protein kinase binding,protein localization to organelleT=0, C=79 T=0.0, C=1.0 0.00001 1269.33 79 T=0/0, C=37/42

chr11:62996584 A/A G A SNV SLC22A25 SLC22A25:intronic:NM_199352.4 1 100 intronic NM_199352.4c.402+139C>Tp.? -0.46 Major Facilitator Superfamily,Sugar (and other) transporterrs2510590 YES inorganic anion exchanger activity,inorganic anion transport,integral component of membrane,integral component of plasma membrane,organic acid transmembrane transport,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transmembrane transport,urate transmembrane transporter activity,urate transportG=0, A=36 G=0.0, A=1.0 0.00001 563.739 36 G=0/0, A=13/23

chr9:17409366 A/A G A SNV CNTLN CNTLN:exonic:NM_017738.3 1 100 16 synonymous NM_017738.3c.2691G>A p.(=) 0.9 0.01(COSM3982792) rs2780211 0.0885 YES 8.148E-1 (pos.17409366) acute_myeloid_leukaemiaCentlein centriole,centriole-centriole cohesion,centrosome,cytoplasm,cytosol,extracellular exosome,nucleoplasm,protein binding, bridging,protein domain specific binding,protein kinase binding,protein localization to organelleG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=11/15

chr3:74413676 T/C T C SNV CNTN3 CNTN3:exonic:NM_020872.2 1 56 9 synonymous NM_020872.2c.1155A>G p.(=) -0.09 0.09(COSM4002816)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs6549590 0.4547 YES 4.72E-1 (pos.74413676) acute_myeloid_leukaemiaContactin 3 (plasmocytoma-associated neuronal glycoprotein)C-terminal protein lipidation,anchored component of membrane,cell adhesion,extracellular region,nervous system development,plasma membraneAutistic Disorder;Child Development Disorders, Pervasive;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Mental Disorders;Neurodevelopmental Disorders;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesT=11, C=14 T=0.44, C=0.56 0.00001 134.286 25 T=9/2, C=7/7

chr11:6341748 T/T C T SNV CAVIN3 CAVIN3:upstream:NM_145040.2 1 100 intronic NM_145040.2c.-42G>A p.? 0.5 rs1994519 0.4602 YES 6.451E-1 (pos.6341748) caveola,circadian regulation of gene expression,cortical actin cytoskeleton organization,cytoplasm,cytosol,negative regulation of fermentation,negative regulation of protein kinase B signaling,positive regulation of ERK1 and ERK2 cascade,protein binding,protein complex,protein kinase C bindingC=0, T=58 C=0.0, T=1.0 0.00001 867.383 58 C=0/0, T=22/36

chr11:63668557 T/T C T SNV MARK2 MARK2:intronic:NM_001039469.2 1 100 intronic NM_001039469.2c.1101+16C>Tp.? -1.17 Kinase associated domain 1,Kinase-like,Protein kinase domain,Protein tyrosine kinase,UBA/TS-N domainrs224174 1.00E-04 1.0 (pos.63668557) MAP/microtubule affinity-regulating kinase 2ATP binding,RNA binding,Wnt signaling pathway,actin filament,activation of protein kinase activity,autophagy of mitochondrion,cadherin binding,establishment of cell polarity,establishment or maintenance of epithelial cell apical/basal polarity,intracellular signal transduction,lateral plasma membrane,lipid binding,magnesium ion binding,membrane,microtubule bundle,microtubule cytoskeleton organization,mitochondrion,mitochondrion localization,neuron migration,nucleoplasm,peptidyl-threonine phosphorylation,plasma membrane,positive regulation of neuron projection development,protein autophosphorylation,protein binding,protein kinase activator activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of axonogenesis,regulation of cytoskeleton organization,tau-protein kinase activityAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Head and Neck Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesC=0, T=46 C=0.0, T=1.0 0.00001 768.313 46 C=0/0, T=28/18

chr3:3081750 T/T A T SNV

CNTN4,CNT

N4-AS1 CNTN4:exonic:NM_175607.2, CNTN4-AS1:exonic_nc:NR_046554.1 1
100

20 synonymous NM_175607.2, NR_046554.1c.2193A>T p.(=) 0.4 0.62(COSM3760039),0.62(COSM3760040)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs6802588 0.3976 YES 5.663E-1 (pos.3081750) acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomaContactin 4 C-terminal protein lipidation,anchored component of membrane,axon,axon guidance,axonal fasciculation,axonogenesis,brain development,cell adhesion,extracellular region,negative regulation of neuron differentiation,nervous system development,neuron cell-cell adhesion,neuron projection development,plasma membrane,regulation of synaptic plasticityAutistic Disorder;Biliary Tract Diseases;Biliary Tract Neoplasms;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Developmental Disabilities;Digestive System Diseases;Digestive System Neoplasms;Gallbladder Diseases;Gallbladder Neoplasms;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Neurodevelopmental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=0, T=42 A=0.0, T=1.0 0.00001 684.948 42 A=0/0, T=16/26

chr11:63720086 G/G T G SNV NAA40 NAA40:intronic:NM_024771.3 1 100 intronic NM_024771.3c.410+49T>Gp.? -1.23 Acetyltransferase (GNAT) familyrs4980513 3.00E-04 1.0 (pos.63720086) H2A histone acetyltransferase activity,H4 histone acetyltransferase activity,N-terminal protein amino acid acetylation,cytoplasm,histone H2A acetylation,histone H4 acetylation,lipid metabolic process,nucleus,peptide-serine-N-acetyltransferase activity,protein bindingT=0, G=44 T=0.0, G=1.0 0.00001 726.536 44 T=0/0, G=30/14

chr3:3081825 C/C T C SNV

CNTN4,CNT

N4-AS1 CNTN4:exonic:NM_175607.2, CNTN4-AS1:exonic_nc:NR_046554.1 1
100

20 synonymous NM_175607.2, NR_046554.1c.2268T>C p.(=) -3.02 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs339285 0.0858 YES 8.894E-1 (pos.3081825) Contactin 4 C-terminal protein lipidation,anchored component of membrane,axon,axon guidance,axonal fasciculation,axonogenesis,brain development,cell adhesion,extracellular region,negative regulation of neuron differentiation,nervous system development,neuron cell-cell adhesion,neuron projection development,plasma membrane,regulation of synaptic plasticityAutistic Disorder;Biliary Tract Diseases;Biliary Tract Neoplasms;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Developmental Disabilities;Digestive System Diseases;Digestive System Neoplasms;Gallbladder Diseases;Gallbladder Neoplasms;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Neurodevelopmental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersT=0, C=38 T=0.0, C=1.0 0.00001 603.777 38 T=0/0, C=11/27

chr2:125192068 C/C T C SNV CNTNAP5 CNTNAP5:exonic:NM_130773.3 1 100 5 synonymous NM_130773.3c.537T>C p.(=) -1.33 0.05(COSM4001161)F5/8 type C domain,Laminin G domainrs1425745 0.0329 YES 8.914E-1 (pos.125192068)acute_myeloid_leukaemiaContactin-associated protein-like 5cell adhesion,integral component of membrane T=0, C=38 T=0.0, C=1.0 0.00001 603.786 38 T=0/0, C=35/3

chr17:71196809 G/G A G SNV COG1 COG1:exonic:NM_018714.2 1 100 6 missense NM_018714.2c.1175A>G p.Asn392Ser 1.24 1 46 0 0.43(COSM3755788)Vps51/Vps67 rs1026128 0.4603 YES 6.143E-1 (pos.71196809) adenocarcinoma,neoplasmComponent of oligomeric golgi complex 1ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi organization,Golgi transport complex,intra-Golgi vesicle-mediated transport,protein binding,protein transport,trans-Golgi network membraneCarbohydrate Metabolism, Inborn Errors;Congenital Disorders of Glycosylation;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesBenign A=0, G=31 A=0.0, G=1.0 0.00001 465.819 31 A=0/0, G=13/18

chr17:71197439 T/T C T SNV COG1 COG1:exonic:NM_018714.2 1 100 7 synonymous NM_018714.2c.1473C>T p.(=) -1.8 0.03(COSM3755790)Vps51/Vps67 rs1551036 0.1931 YES 1.696E-1 (pos.71197439) acute_myeloid_leukaemia,adenocarcinomaComponent of oligomeric golgi complex 1ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi organization,Golgi transport complex,intra-Golgi vesicle-mediated transport,protein binding,protein transport,trans-Golgi network membraneCarbohydrate Metabolism, Inborn Errors;Congenital Disorders of Glycosylation;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesBenign/Likely benignC=0, T=26 C=0.0, T=1.0 0.00001 377.038 26 C=0/0, T=18/8

chr11:64052306 G/G T G SNV

BAD,GPR13

7 BAD:upstream:NM_032989.2, GPR137:intronic:NM_001170726.1 1
100

intronic NM_032989.2, NM_001170726.1c.-466A>C, c.159+71T>Gp.?, p.? 0.79 rs652611 YES BCL1 antagonist of cell death14-3-3 protein binding,ADP metabolic process,ATP metabolic process,activation of cysteine-type endopeptidase activity,activation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic process,cellular process regulating host cell cycle in response to virus,cellular response to chromate,cellular response to hypoxia,cellular response to lipid,cellular response to mechanical stimulus,cellular response to nicotine,cerebral cortex development,cysteine-type endopeptidase activator activity involved in apoptotic process,cytokine-mediated signaling pathway,cytosol,extrinsic apoptotic signaling pathway,extrinsic apoptotic signaling pathway in absence of ligand,extrinsic apoptotic signaling pathway via death domain receptors,glucose catabolic process,glucose homeostasis,integral component of membrane,intrinsic apoptotic signaling pathway,intrinsic apoptotic signaling pathway in response to DNA damage,lipid binding,mitochondrial outer membrane,mitochondrion,negative regulation of cytolysis,phospBrain Diseases;Brain Ischemia;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Endocrine System Diseases;Gastrointestinal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Heart Diseases;Intestinal Diseases;Ischemic Attack, Transient;Leukemia;Male Urogenital Diseases;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nervous System Diseases;Nutritional and Metabolic Diseases;Prostatic Diseases;Prostatic Neoplasms;Reperfusion Injury;Urogenital Neoplasms;Vascular DiseasesNavitoclax T=0, G=44 T=0.0, G=1.0 0.00001 726.569 44 T=0/0, G=18/26

chr17:71197748 A/A G A SNV COG1 COG1:exonic:NM_018714.2 1 100 7 synonymous NM_018714.2c.1782G>A p.(=) -0.71 0.02(COSM3755791)Vps51/Vps67 rs1037256 0.4603 YES 6.133E-1;0.0;0.0 (pos.71197748)adenocarcinomaComponent of oligomeric golgi complex 1ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi organization,Golgi transport complex,intra-Golgi vesicle-mediated transport,protein binding,protein transport,trans-Golgi network membraneCarbohydrate Metabolism, Inborn Errors;Congenital Disorders of Glycosylation;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesBenign G=0, A=76 G=0.0, A=1.0 0.00001 1209.59 76 G=0/0, A=32/44

chr11:64088435 G/G A G SNV PRDX5 PRDX5:intronic:NM_012094.4 1 100 intronic NM_012094.4c.478-44A>Gp.? 0.5 AhpC/TSA family,Redoxinrs566049 7.00E-04 YES 1.0 (pos.64088435) Peroxiredoxin 5NADPH oxidation,RNA polymerase III regulatory region DNA binding,antioxidant activity,apoptotic process,cell redox homeostasis,cellular oxidant detoxification,cellular response to oxidative stress,cellular response to reactive oxygen species,cysteine-type endopeptidase inhibitor activity involved in apoptotic process,cytoplasm,cytoplasmic vesicle,cytosol,extracellular exosome,extracellular space,hydrogen peroxide catabolic process,inflammatory response,intracellular membrane-bounded organelle,mitochondrial matrix,mitochondrion,negative regulation of apoptotic process,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of oxidoreductase activity,negative regulation of transcription from RNA polymerase III promoter,nucleus,oxidation-reduction process,perinuclear region of cytoplasm,peroxidase activity,peroxiredoxin activity,peroxisomal matrix,peroxisome,peroxynitrite reductase activity,positive regulation of collagen biosynthetic process,protein dimerizaAlopecia;Alopecia Areata;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hair Diseases;Hypotrichosis;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach NeoplasmsAuranofin,Benzoic Acid,DiminazeneA=0, G=39 A=0.0, G=1.0 0.00001 623.975 39 A=0/0, G=9/30

chr13:46108853 CA/CG TG CG SNV COG3 COG3:exonic:NM_031431.3 2 75 23 missense NM_031431.3, NM_031431.3c.2474T>C, c.2474_2475delTGinsCAp.Leu825Ser, p.Leu825Ser1.23, -3.77 1.0, 1.0 145.0, 145.00.0, 0.0 Sec34-like familyrs2985989,rs3014902,rs369949602,rs3867706000 YES 1.0 (pos.46108853),8.798E-1 (pos.46108854)Component of oligomeric golgi complex 3ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi cisterna membrane,Golgi membrane,Golgi organization,Golgi transport complex,cis-Golgi network,intra-Golgi vesicle-mediated transport,intracellular protein transport,membrane,protein binding,protein glycosylation,protein localization to organelle,protein stabilization,protein transporter activity,retrograde vesicle-mediated transport, Golgi to ER,trans-Golgi network membraneTG=0, CA=8, CG=24TG=0.0, CA=0.25, CG=0.75 0.00001 485.135 32 TG=0/0, CA=4/4, CG=21/3

chr11:64127876 CG/CG C CG INDEL RPS6KA4 RPS6KA4:intronic:NM_003942.2 1 100 intronic NM_003942.2c.346+23C>CGp.? 0.75 Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinase,RIO1 familyrs35455832,rs745439541,rs764308310 0.0 (pos.64127876),0.0;0.0 (pos.64127875)Ribosomal protein S6 kinase, 90kD, 4ATP binding,cytoplasm,cytosol,histone H3-S10 phosphorylation,histone H3-S28 phosphorylation,histone phosphorylation,inflammatory response,interleukin-1-mediated signaling pathway,intracellular signal transduction,magnesium ion binding,negative regulation of cytokine production,nucleoplasm,nucleus,positive regulation of CREB transcription factor activity,positive regulation of NF-kappaB transcription factor activity,positive regulation of histone acetylation,positive regulation of histone phosphorylation,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of transcription, DNA-templated,ribosomal protein S6 kinase activityBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Digestive System Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver DiseasesRiboflavin MonophosphateC=0, CG=46 C=0.0, CG=1.0 0.00001 572.131 46 C=0/0, CG=38/8

chr11:64127902 G/A G A SNV RPS6KA4 RPS6KA4:intronic:NM_003942.2 1 47.37 intronic NM_003942.2c.347-47G>Ap.? 0.01 Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinase,RIO1 familyrs2289573 0.1296 YES 1.552E-1 (pos.64127902) Ribosomal protein S6 kinase, 90kD, 4ATP binding,cytoplasm,cytosol,histone H3-S10 phosphorylation,histone H3-S28 phosphorylation,histone phosphorylation,inflammatory response,interleukin-1-mediated signaling pathway,intracellular signal transduction,magnesium ion binding,negative regulation of cytokine production,nucleoplasm,nucleus,positive regulation of CREB transcription factor activity,positive regulation of NF-kappaB transcription factor activity,positive regulation of histone acetylation,positive regulation of histone phosphorylation,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of transcription, DNA-templated,ribosomal protein S6 kinase activityBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Digestive System Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver DiseasesRiboflavin MonophosphateG=30, A=27 G=0.5263, A=0.4737 0.00001 255.997 57 G=22/8, A=16/11

chr11:64337410 C/A C A SNV SLC22A11 SLC22A11:intronic:NM_018484.3 1 50 intronic NM_018484.3c.1589+80C>Ap.? 0.2 Major Facilitator Superfamily,Sugar (and other) transporter Solute carrier family 22 (organic anion/cation transporter), member 11apical plasma membrane,external side of plasma membrane,extracellular exosome,inorganic anion exchanger activity,inorganic anion transport,integral component of membrane,integral component of plasma membrane,organic acid transmembrane transport,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,protein binding,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transmembrane transport,transmembrane transporter activity,urate metabolic process,urate transmembrane transporter activity,urate transportAminohippuric acid,Aspartame,Benzylpenicillin,Bumetanide,Caprylic acid,Cefalotin,Cefamandole,Cefazolin,Cefoperazone,Cefotaxime,Ceftriaxone,Cimetidine,Conjugated estrogens,Degraded Cephaloridine,Diclofenac,Dinoprost Tromethamine,Dinoprostone,Doxycycline,Ellagic Acid,Estradiol,Furosemide,Glutaric Acid,Ibuprofen,Indomethacin,Ketoprofen,Lesinurad,Methotrexate,Minocycline,Novobiocin,Oxytetracycline,Phenylbutazone,Piroxicam,Pravastatin,Probenecid,Salicylic acid,Tetracycline,ZidovudineC=18, A=19 C=0.4865, A=0.5135 0.00001 208.321 38 C=15/3, A=15/4

chr16:70548297 A/A G A SNV COG4 COG4:exonic:NM_015386.2 1 100 4 missense NM_015386.2c.485C>T p.Thr162Ile 6.98 1 89 0 COG4 transport proteinrs3931036 0.0605 YES 9.998E-1 (pos.70548297) Component of oligomeric golgi complex 4ER to Golgi vesicle-mediated transport,Golgi membrane,Golgi organization,Golgi transport complex,Golgi vesicle prefusion complex stabilization,identical protein binding,protein binding,protein transport,retrograde transport, vesicle recycling within Golgi,retrograde vesicle-mediated transport, Golgi to ER,trans-Golgi network membraneNeoplasms;Precancerous ConditionsBenign/Likely benignG=0, A=22 G=0.0, A=1.0 0.00001 298.891 22 G=0/0, A=13/9

chr11:64507315 C/C T C SNV RASGRP2 RASGRP2:intronic:NM_001098670.1 1 100 intronic NM_001098670.1c.523-34A>Gp.? -1.47 EF hand,EF-hand domain pair,Phorbol esters/diacylglycerol binding domain (C1 domain),RasGEF N-terminal motif,RasGEF domainrs550930 0.0014 YES 1.0 (pos.64507315) Ras guanyl nucleotide-releasing protein 2Ras protein signal transduction,calcium ion binding,cell junction,cellular response to calcium ion,cytosol,diacylglycerol binding,guanyl-nucleotide exchange factor activity,intracellular,lipid binding,neuron projection,plasma membrane,positive regulation of GTPase activity,regulation of cell growth,regulation of molecular function,ruffle membrane,signal transduction,small GTPase mediated signal transduction,synapseT=0, C=65 T=0.0, C=1.0 0.00001 982.907 65 T=0/0, C=37/28

chr11:64525464 T/T C T SNV PYGM PYGM:intronic:NM_005609.3 1 100 intronic NM_005609.3c.529-82G>Ap.? -4.17 Carbohydrate phosphorylasers490980 YES Phosphorylase, glycogen, muscleSHG alpha-glucan phosphorylase activity,cytoplasm,cytosol,extracellular exosome,glycogen catabolic process,glycogen metabolic process,glycogen phosphorylase activity,linear malto-oligosaccharide phosphorylase activity,nucleotide binding,protein binding,pyridoxal phosphate bindingCarbohydrate Metabolism, Inborn Errors;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Glycogen Storage Disease;Glycogen Storage Disease Type V;Heart Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases(2S)-N-(3S)-1-(2-AMINO-2-OXOETHYL)-2-OXO-1,2,3,4-TETRAHYDROQUINOLIN-3-YL-2-CHLORO-2H-THIENO2,3-BPYRROLE-5-CARBOXAMIDE,(3,4,5-Trihydroxy-6-Hydroxymethyl-Tetrahydro-Pyran-2-Yl)-Phosphoramidic Acid Dimethyl Ester,(3R,4R,5R)-5-(HYDROXYMETHYL)-1-(3-PHENYLPROPYL)PIPERIDINE-3,4-DIOL,(3S,5R,7R,8S,9S,10R)-7-(hydroxymethyl)-3-(2-naphthyl)-1,6-dioxa-2-azaspiro4.5decane-8,9,10-triol,(3S,5R,7R,8S,9S,10R)-7-(hydroxymethyl)-3-(4-methylphenyl)-1,6-dioxa-2-azaspiro4.5decane-8,9,10-triol,(5R,7R,8S,9S,10R)-7-(hydroxymethyl)-3-phenyl-1,6-dioxa-2-azaspiro4.5dec-2-ene-8,9,10-triol,(S)-2-CHLORO-N-(1-(2-(2-HYDROXYETHYLAMINO)-2-OXOETHYL)-2-OXO-1,2,3,4-TETRAHYDROQUINOLIN-3-YL)-6H-THIENO2,3-BPYRROLE-5-CARBOXAMIDE,({(3E)-2'-OXO-2',7'-DIHYDRO-2,3'-BIINDOL-3(7H)-YLIDENEAMINO}OXY)ACETIC ACID,1-Deoxy-1-Acetylamino-Beta-D-Gluco-2-Heptulopyranosonamide,1-Deoxy-1-Methoxycarbamido-Beta-D-Gluco-2-Heptulopyranosonamide,1-Deoxy-1-Methoxycarbamido-Beta-D-Glucopyranose,1-N-Acetyl-Beta-D-Glucosamine,2,3-Dicarboxy-4-(2-Chloro-Phenyl)-1-Ethyl-5-IsopropC=0, T=45 C=0.0, T=1.0 0.00001 747.37 45 C=0/0, T=10/35

chr7:107002806 G/G A G SNV COG5 COG5:exonic:NM_006348.3 1 100 9 missense NM_006348.3c.988T>C p.Phe330Leu 6.03 1 22 0 0.14(COSM150370)Golgi transport complex subunit 5,Vps51/Vps67rs2269970 0.4719 YES 6.564E-1 (pos.107002806)adenocarcinoma,carcinomaComponent of oligomeric golgi complex 5ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi transport complex,cytosol,intra-Golgi vesicle-mediated transport,membrane,molecular_function,nucleoplasm,protein binding,protein transport,trans-Golgi network membraneArthritis;Joint Diseases;Musculoskeletal Diseases;Osteoarthritis;Rheumatic DiseasesBenign A=0, G=95 A=0.0, G=1.0 0.00001 1596.89 95 A=0/0, G=50/45

chr11:64594490 G/G A G SNV CDC42BPG CDC42BPG:intronic:NM_017525.2 1 100 intronic NM_017525.2c.4389+32T>Cp.? -0.42 CNH domain,DMPK coiled coil domain like,Kinase-like,Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers646709 0 9.995E-1 (pos.64594490) CDC42-binding protein kinase, gammaATP binding,actin cytoskeleton reorganization,cell leading edge,cytosol,intracellular signal transduction,magnesium ion binding,microtubule organizing center,protein binding,protein phosphorylation,protein serine/threonine kinase activityA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=15/9

chr11:64596916 T/T C T SNV CDC42BPG CDC42BPG:intronic:NM_017525.2 1 100 intronic NM_017525.2c.3967+27G>Ap.? 0.48 CNH domain,DMPK coiled coil domain like,Kinase-like,Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers10897529,rs745548499 0.342 YES 0.0 (pos.64596906),4.958E-2 (pos.64596916)CDC42-binding protein kinase, gammaATP binding,actin cytoskeleton reorganization,cell leading edge,cytosol,intracellular signal transduction,magnesium ion binding,microtubule organizing center,protein binding,protein phosphorylation,protein serine/threonine kinase activityC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=6/16

chr11:64598944 G/G A G SNV CDC42BPG CDC42BPG:intronic:NM_017525.2 1 100 intronic NM_017525.2c.3304+33T>Cp.? -1.27 CNH domain,DMPK coiled coil domain like,Kinase-like,Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers684071 1.00E-04 1.0 (pos.64598944) CDC42-binding protein kinase, gammaATP binding,actin cytoskeleton reorganization,cell leading edge,cytosol,intracellular signal transduction,magnesium ion binding,microtubule organizing center,protein binding,protein phosphorylation,protein serine/threonine kinase activityA=0, G=54 A=0.0, G=1.0 0.00001 798.146 54 A=0/0, G=40/14

chr1:103354138 G/G A G SNV COL11A1 COL11A1:exonic:NM_001854.3 1 100 62 missense NM_001854.3c.4603T>C p.Ser1535Pro 6.35 1 74 0 0.09(COSM5438332),0.09(COSM5438333)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs1676486 0.1887 YES 7.304E-1 (pos.103354138)squamous_cell_carcinomaCollagen XI, alpha-1 polypeptidecartilage condensation,chondrocyte development,collagen catabolic process,collagen fibril organization,collagen type XI trimer,detection of mechanical stimulus involved in sensory perception of sound,embryonic skeletal system morphogenesis,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular matrix binding,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,inner ear morphogenesis,metal ion binding,ossification,protein binding, bridging,proteoglycan metabolic process,sensory perception of sound,tendon development,ventricular cardiac muscle tissue morphogenesis,visual perceptionAbnormalities, Multiple;Adnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Dwarfism;Ear Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glaucoma, Angle-Closure;Gonadal Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neurologic Manifestations;Ocular Hypertension;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Ovarian Cysts;Ovarian Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Spinal Diseases;Vitreous DetachmentBenign, risk factorA=0, G=35 A=0.0, G=1.0 0.00001 543.903 35 A=0/0, G=22/13

chr1:103379918 A/A G A SNV COL11A1 COL11A1:exonic:NM_001854.3 1 100 52 missense NM_001854.3c.3968C>T p.Pro1323Leu 9.37 0.09 98 0.044 1(COSM3747462),1(COSM3747463)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs3753841 0.3884 YES 6.892E-1 (pos.103379918)hepatocellular_carcinoma,squamous_cell_carcinomaCollagen XI, alpha-1 polypeptidecartilage condensation,chondrocyte development,collagen catabolic process,collagen fibril organization,collagen type XI trimer,detection of mechanical stimulus involved in sensory perception of sound,embryonic skeletal system morphogenesis,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular matrix binding,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,inner ear morphogenesis,metal ion binding,ossification,protein binding, bridging,proteoglycan metabolic process,sensory perception of sound,tendon development,ventricular cardiac muscle tissue morphogenesis,visual perceptionAbnormalities, Multiple;Adnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Dwarfism;Ear Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glaucoma, Angle-Closure;Gonadal Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neurologic Manifestations;Ocular Hypertension;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Ovarian Cysts;Ovarian Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Spinal Diseases;Vitreous DetachmentBenign G=0, A=78 G=0.0, A=1.0 0.00001 1248.85 78 G=0/0, A=32/46

chr6:33139328 T/T C T SNV COL11A2 COL11A2:exonic:NM_080680.2 1 100 43 synonymous NM_080680.2c.3174G>A p.(=) -3.76 0.04(COSM4161058)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs1799910 0.4524 YES 3.312E-1 (pos.33139328) neoplasm Collagen XI, alpha-2 polypeptidecartilage development,chondrocyte differentiation,collagen catabolic process,collagen fibril organization,collagen trimer,collagen type XI trimer,endoplasmic reticulum lumen,extracellular matrix structural constituent,extracellular matrix structural constituent conferring tensile strength,extracellular region,metal ion binding,osteoblast differentiation,palate development,protein binding,protein binding, bridging,ribosome,sensory perception of sound,skeletal system development,skeletal system morphogenesis,soft palate development,tissue homeostasisAbnormalities, Multiple;Arthritis;Bone Diseases;Bone Diseases, Developmental;Cartilage Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Deafness;Dwarfism;Ear Diseases;Endocrine System Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Maxillofacial Abnormalities;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Pierre Robin Syndrome;Sensation Disorders;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign C=0, T=52 C=0.0, T=1.0 0.00001 766.583 52 C=0/0, T=28/24



chr11:64702200 T/T C T SNV

GPHA2,PPP

2R5B PPP2R5B:downstream:NM_006244.3, GPHA2:utr_3:NM_130769.3 1
100

intronic NM_006244.3, NM_130769.3c.*884C>T, c.435G>Ap.?, p.? -0.71 rs673995 0.3018 YES 5.511E-1 (pos.64702200) Glycoprotein hormone, alpha-2,Protein phosphatase-2, regulatory subunit B (B56), beta isoformG-protein coupled receptor signaling pathway,IRE1-mediated unfolded protein response,cell surface receptor signaling pathway,cellular response to growth factor stimulus,cytoplasm,cytosol,extracellular region,hormone activity,negative regulation of G0 to G1 transition,negative regulation of protein kinase B signaling,positive regulation of DNA binding transcription factor activity,positive regulation of cAMP biosynthetic process,positive regulation of cell cycle arrest,positive regulation of neuron projection development,positive regulation of neurotrophin TRK receptor signaling pathway,positive regulation of protein complex assembly,positive regulation of protein targeting to mitochondrion,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein heterodimerization activity,protein phosphatase regulator activity,protein phosphatase type 2A complex,regulation of catalytic activity,regulation of peptidyl-tyrosine phosphorylation,regulation of phosphatidylinositol 3-kinase signMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasC=0, T=55 C=0.0, T=1.0 0.00001 814.907 55 C=0/0, T=34/21

chr6:75841722 T/T A T SNV COL12A1 COL12A1:exonic:NM_004370.5 1 100 35 synonymous NM_004370.5c.5871T>A p.(=) -2.7 Collagen triple helix repeat (20 copies),Fibronectin type III domain,von Willebrand factor type A domainrs594012 0.1154 YES 8.741E-1 (pos.75841722) Collagen, type XII, alpha-1cell adhesion,collagen catabolic process,collagen fibril organization,collagen type XII trimer,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix structural constituent conferring tensile strength,extracellular region,extracellular space,extracellular vesicle,skeletal system developmentCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Genetic Diseases, Inborn;Joint Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular DiseasesBenign A=0, T=39 A=0.0, T=1.0 0.00001 623.975 39 A=0/0, T=22/17

chr10:71657272 G/G A G SNV COL13A1 COL13A1:exonic:NM_001130103.1 1 100 13 synonymous NM_001130103.1c.699A>G p.(=) 1.75 Collagen triple helix repeat (20 copies)rs1227746 0 1.0 (pos.71657272) Collagen XIII, alpha-1 polypeptidecell differentiation,cell-cell adhesion,cell-cell junction,cell-matrix adhesion,collagen catabolic process,collagen type XIII trimer,endochondral ossification,endoplasmic reticulum lumen,extracellular matrix organization,extracellular region,heparin binding,morphogenesis of a branching structure,plasma membrane,postsynaptic membrane,protein bindingAbortion, Spontaneous;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Female Urogenital Diseases and Pregnancy Complications;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Pregnancy ComplicationsA=0, G=54 A=0.0, G=1.0 0.00001 798.148 54 A=0/0, G=22/32

chr11:64977644 T/T C T SNV CAPN1 CAPN1:intronic:NM_001198868.1 1 100 intronic NM_001198868.1c.1942+77C>Tp.? -0.16 Calpain family cysteine protease,Calpain large subunit, domain III,EF-hand domain pairrs625750 YES Calpain, large polypeptide L1calcium ion binding,calcium-dependent cysteine-type endopeptidase activity,cornification,cytosol,endopeptidase activity,extracellular exosome,extracellular matrix disassembly,extracellular region,ficolin-1-rich granule lumen,focal adhesion,intracellular,lysosome,mammary gland involution,membrane,mitochondrion,neutrophil degranulation,plasma membrane,positive regulation of cell proliferation,protein binding,proteolysis,receptor catabolic process,regulation of catalytic activity,regulation of macroautophagy,self proteolysisCranial Nerve Diseases;Eye Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Optic Nerve Diseases;Optic Neuritis(2S)-4-METHYL-2-(3-PHENYLTHIOUREIDO)-N-((3S)-TETRAHYDRO-2-HYDROXY-3-FURANYL)PENTANAMIDE,CBZ-LEU-LEU-TYR-CH2F,N-N-1-Hydroxycarboxyethyl-CarbonylLeucylamino-Butyl-GuanidineC=0, T=36 C=0.0, T=1.0 0.00001 563.637 36 C=0/0, T=20/16

chr10:105796817 AG/AG A AG INDEL COL17A1 COL17A1:exonic:NM_000494.3 1 100 47 frameshiftInsertion NM_000494.3c.3262_3263insCp.Leu1088fs 5.38 Collagen triple helix repeat (20 copies) Collagen XVII, alpha-1 polypeptidebasement membrane,cell-cell junction,cell-matrix adhesion,collagen trimer,endoplasmic reticulum lumen,epidermis development,extracellular region,hemidesmosome,hemidesmosome assembly,integral component of plasma membrane,plasma membrane,protein binding,regulation of immune responseCardiomegaly;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Epidermolysis Bullosa;Epidermolysis Bullosa, Junctional;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Heart Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesA=0, AG=55 A=0.0, AG=1.0 0.00001 359.685 55 A=0/0, AG=25/30

chr10:105819956 A/A G A SNV COL17A1 COL17A1:exonic:NM_000494.3 1 100 14 synonymous NM_000494.3c.1062C>T p.(=) 3.45 Collagen triple helix repeat (20 copies)rs805701 0.326 YES 6.937E-1 (pos.105819956) Collagen XVII, alpha-1 polypeptidebasement membrane,cell-cell junction,cell-matrix adhesion,collagen trimer,endoplasmic reticulum lumen,epidermis development,extracellular region,hemidesmosome,hemidesmosome assembly,integral component of plasma membrane,plasma membrane,protein binding,regulation of immune responseCardiomegaly;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Epidermolysis Bullosa;Epidermolysis Bullosa, Junctional;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Heart Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesBenign G=0, A=82 G=0.0, A=1.0 0.00001 1329.59 82 G=0/0, A=17/65

chr10:105824333 A/A G A SNV COL17A1 COL17A1:exonic:NM_000494.3 1 100 10 missense NM_000494.3c.629C>T p.Thr210Met 6.83 0.02 81 1 Collagen triple helix repeat (20 copies)rs805708 0.297 YES 6.933E-1 (pos.105824333) Collagen XVII, alpha-1 polypeptidebasement membrane,cell-cell junction,cell-matrix adhesion,collagen trimer,endoplasmic reticulum lumen,epidermis development,extracellular region,hemidesmosome,hemidesmosome assembly,integral component of plasma membrane,plasma membrane,protein binding,regulation of immune responseCardiomegaly;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Epidermolysis Bullosa;Epidermolysis Bullosa, Junctional;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Heart Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesBenign G=0, A=22 G=0.0, A=1.0 0.00001 298.89 22 G=0/0, A=9/13

chr21:46876083 A/G A G SNV COL18A1 COL18A1:exonic:NM_030582.3 1 47.37 1 synonymous NM_030582.3c.639A>G p.(=) -2.23 0(COSM4004828),0(COSM4004829)Collagen triple helix repeat (20 copies),Collagenase NC10 and Endostatin,Concanavalin A-like lectin/glucanases superfamily,Domain of Unknown Function (DUF959)rs2236451 0.325 YES 3.322E-1 (pos.46876083) carcinoma Collagen XVIII, alpha-1 polypeptideangiogenesis,animal organ morphogenesis,basement membrane,cell adhesion,collagen catabolic process,collagen trimer,endoplasmic reticulum lumen,endothelial cell morphogenesis,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,metal ion binding,negative regulation of cell proliferation,positive regulation of cell migration,positive regulation of cell proliferation,positive regulation of endothelial cell apoptotic process,response to drug,response to hydrostatic pressure,structural molecule activity,visual perceptionCalcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Encephalocele;Eye Diseases;Gastrointestinal Diseases;Heart Diseases;Heart Valve Diseases;Hemangiosarcoma;Intellectual Disability;Intestinal Diseases;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Vascular Tissue;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic Diseases;Retinal Detachment;Retinal Diseases;SarcomaBenign A=20, G=18 A=0.5263, G=0.4737 0.00001 183.803 38 A=10/10, G=12/6

chr6:70866609 T/T C T SNV COL19A1 COL19A1:exonic:NM_001858.5 1 100 34 synonymous NM_001858.5c.2286C>T p.(=) -2.49 0.02(COSM3762159)Collagen triple helix repeat (20 copies)rs2229799 0.47 YES 3.229E-1 (pos.70866609) adenocarcinoma,carcinoma,ductal_carcinoma,neoplasmCollagen XIX, alpha-1 polypeptidecell adhesion,cell differentiation,cell-cell adhesion,collagen catabolic process,collagen trimer,endoplasmic reticulum lumen,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,protein binding, bridging,proteinaceous extracellular matrix,skeletal muscle tissue development,skeletal system developmentC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=10/12

chr17:48268223 G/G A G SNV COL1A1 COL1A1:exonic:NM_000088.3 1 100 33 synonymous NM_000088.3c.2298T>C p.(=) 1.51 0.53(COSM4130379)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs2734272 1.00E-04 9.995E-1 (pos.48268223) neoplasm Collagen I, alpha-1 polypeptideGolgi apparatus,blood coagulation,blood vessel development,bone trabecula formation,cartilage development involved in endochondral bone morphogenesis,cellular response to amino acid stimulus,cellular response to epidermal growth factor stimulus,cellular response to fibroblast growth factor stimulus,cellular response to fluoride,cellular response to mechanical stimulus,cellular response to retinoic acid,cellular response to transforming growth factor beta stimulus,cellular response to tumor necrosis factor,cellular response to vitamin E,collagen biosynthetic process,collagen catabolic process,collagen fibril organization,collagen type I trimer,collagen-activated tyrosine kinase receptor signaling pathway,embryonic skeletal system development,endochondral ossification,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,face morphogenesis,identical protein binding,intramembranous ossification,leukoAbortion, Spontaneous;Aneurysm;Aneurysm, Dissecting;Aortic Valve Insufficiency;Bile Duct Diseases;Biliary Tract Diseases;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Breast Diseases;Breast Neoplasms;Calcinosis;Calcium Metabolism Disorders;Cardiomegaly;Cardiovascular Diseases;Cholestasis;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hyperostosis;Hyperostosis, Cortical, Congenital;Hypertension;Hypertrophy, Left Ventricular;Infant, Newborn, Diseases;Keloid;Kidney Diseases;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;NephrogenicCollagenase clostridium histolyticum,HalofuginoneBenign/Likely benignA=0, G=20 A=0.0, G=1.0 0.00001 263.785 20 A=0/0, G=4/16

chr7:94041937 C/C A C SNV COL1A2 COL1A2:exonic:NM_000089.3 1 100 25 synonymous NM_000089.3c.1446A>C p.(=) -0.01 0.64(COSM1452968)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs412777 0.3707 YES 3.269E-1;0.0 (pos.94041937)adenocarcinoma,carcinomaCollagen I, alpha-2 polypeptideRho protein signal transduction,SMAD binding,blood coagulation,blood vessel development,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type I trimer,endoplasmic reticulum,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,identical protein binding,leukocyte migration,metal ion binding,odontogenesis,platelet activation,platelet-derived growth factor binding,protease binding,protein binding,protein binding, bridging,protein heterotrimerization,regulation of blood pressure,regulation of immune response,skeletal system development,skin morphogenesis,transforming growth factor beta receptor signaling pathwayAbortion, Spontaneous;Arthritis;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Joint Diseases;Liver Diseases;Mouth Diseases;Musculoskeletal Diseases;Oral Submucous Fibrosis;Osteoarthritis;Osteochondrodysplasias;Osteogenesis Imperfecta;Osteoporosis;Osteoporosis, Postmenopausal;Pregnancy Complications;Rheumatic Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Vascular DiseasesCollagenase clostridium histolyticumBenign A=0, C=29 A=0.0, C=1.0 0.00001 426.116 29 A=0/0, C=18/11

chr7:94043239 G/G C G SNV COL1A2 COL1A2:exonic:NM_000089.3 1 100 28 missense NM_000089.3c.1645C>G p.Pro549Ala 1.25 1 27 0 0.19(COSM3762900)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs42524 0.2512 YES 9.151E-1;0.0;0.0 (pos.94043239)adenocarcinomaCollagen I, alpha-2 polypeptideRho protein signal transduction,SMAD binding,blood coagulation,blood vessel development,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type I trimer,endoplasmic reticulum,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,identical protein binding,leukocyte migration,metal ion binding,odontogenesis,platelet activation,platelet-derived growth factor binding,protease binding,protein binding,protein binding, bridging,protein heterotrimerization,regulation of blood pressure,regulation of immune response,skeletal system development,skin morphogenesis,transforming growth factor beta receptor signaling pathwayAbortion, Spontaneous;Arthritis;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Joint Diseases;Liver Diseases;Mouth Diseases;Musculoskeletal Diseases;Oral Submucous Fibrosis;Osteoarthritis;Osteochondrodysplasias;Osteogenesis Imperfecta;Osteoporosis;Osteoporosis, Postmenopausal;Pregnancy Complications;Rheumatic Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Vascular DiseasesCollagenase clostridium histolyticumBenign C=0, G=43 C=0.0, G=1.0 0.00001 705.844 43 C=0/0, G=21/22

chr5:177675217 T/T C T SNV COL23A1 COL23A1:exonic:NM_173465.3 1 100 20 synonymous NM_173465.3c.1188G>A p.(=) -1.72 0.01(COSM1436390),0.02(COSM4003465)Collagen triple helix repeat (20 copies)rs2913851,rs747701992,rs7803919420.4972 YES 0.0 (pos.177675208),0.0 (pos.177675216),2.197E-1 (pos.177675217)NS,acute_myeloid_leukaemia,adenocarcinoma,neoplasmCollagen, type XXIII, alpha-1collagen trimer,endoplasmic reticulum lumen,integral component of membrane,plasma membrane,protein bindingNeoplasms;Precancerous Conditions C=0, T=20 C=0.0, T=1.0 0.00001 263.782 20 C=0/0, T=8/12

chr11:65767153 G/G A G SNV EIF1AD EIF1AD:intronic:NM_001242485.1 1 100 intronic NM_001242485.1c.197-7T>C p.? 0.35 Translation initiation factor 1A / IF-1rs507672 0.1816 YES 8.363E-1 (pos.65767153) nucleus,protein binding,translation initiation factor activity,translational initiationMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasA=0, G=28 A=0.0, G=1.0 0.00001 408.718 28 A=0/0, G=17/11

chr1:86590915 A/A G A SNV COL24A1 COL24A1:exonic:NM_152890.6 1 100 3 synonymous NM_152890.6c.1104C>T p.(=) 0.17 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs2174767 7.00E-04 YES 9.693E-1 (pos.86590915) Collagen, type XXIV, alpha-1collagen trimer,endoplasmic reticulum lumen,extracellular matrix structural constituent,extracellular region,hematopoietic progenitor cell differentiation,protein binding,proteinaceous extracellular matrixG=0, A=64 G=0.0, A=1.0 0.00001 977.635 64 G=0/0, A=33/31

chr11:6579539 G/G A G SNV DNHD1 DNHD1:intronic:NM_144666.2 1 100 intronic NM_144666.2c.9002+12A>Gp.? 0.23 Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3rs10839583 0.4233 YES 2.37E-1 (pos.6579539) ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,cilium movement,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,extracellular exosome,inner dynein arm,inner dynein arm assembly,microtubule motor activity,microtubule-based movementAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=39 A=0.0, G=1.0 0.00001 623.979 39 A=0/0, G=17/22

chr7:101200835 G/G A G SNV COL26A1 COL26A1:utr_3:NM_133457.4 1 100 14 utr_3 NM_133457.4c.1344A>G p.? 0.19 Collagen triple helix repeat (20 copies),EMI domainrs7809926 0.0327 YES 9.996E-1 (pos.101200835) Golgi apparatus,collagen catabolic process,collagen trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular region,plasma membrane,positive regulation of cell-substrate adhesion,proteinaceous extracellular matrixA=0, G=21 A=0.0, G=1.0 0.00001 281.231 21 A=0/0, G=5/16

chr11:66006323 G/C G C SNV PACS1 PACS1:intronic:NM_018026.3 1 57.14 intronic NM_018026.3c.2293+6G>Cp.? -0.44 PACS-1 cytosolic sorting proteinrs476551 0.167 YES 3.53E-1 (pos.66006323) Phosphofurin acidic cluster sorting protein 1COPI-coated vesicle,cytosol,ion channel binding,protein binding,protein localization to plasma membrane,protein targeting to Golgi,regulation of defense response to virus by virusMental Disorders;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Substance-Related DisordersLikely benign G=12, C=16 G=0.4286, C=0.5714 0.00001 161.676 28 G=2/10, C=9/7

chr11:66010633 C/C T C SNV PACS1 PACS1:intronic:NM_018026.3 1 100 intronic NM_018026.3c.2777-3T>Cp.? -0.34 PACS-1 cytosolic sorting proteinrs524268 2.00E-04 1.0 (pos.66010633) Phosphofurin acidic cluster sorting protein 1COPI-coated vesicle,cytosol,ion channel binding,protein binding,protein localization to plasma membrane,protein targeting to Golgi,regulation of defense response to virus by virusMental Disorders;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Substance-Related DisordersLikely benign T=0, C=37 T=0.0, C=1.0 0.00001 583.32 37 T=0/0, C=18/19

chr9:117002517 T/T C T SNV COL27A1 COL27A1:exonic:NM_032888.3 1 100 20 synonymous NM_032888.3c.2745C>T p.(=) -0.54 0.13(COSM4407290)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs2014134 0.3787 YES 2.135E-1 (pos.117002517)acute_myeloid_leukaemia,ductal_carcinoma,hepatocellular_carcinomaCollagen, type XXVII, alpha-1endoplasmic reticulum lumen,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,fibrillar collagen trimer,growth plate cartilage chondrocyte development,metal ion bindingBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Mental Disorders;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Neurodevelopmental Disorders;Tic Disorders;Tourette SyndromeC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=16/4

chr9:117073006 T/T C T SNV COL27A1 COL27A1:utr_3:NM_032888.3 1 100 61 utr_3 NM_032888.3c.5614C>T p.? -0.44 rs1249756 0.4203 YES 6.034E-1 (pos.117073006) Collagen, type XXVII, alpha-1endoplasmic reticulum lumen,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,fibrillar collagen trimer,growth plate cartilage chondrocyte development,metal ion bindingBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Mental Disorders;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Neurodevelopmental Disorders;Tic Disorders;Tourette SyndromeC=0, T=37 C=0.0, T=1.0 0.00001 583.707 37 C=0/0, T=16/21

chr2:189875421 G/G T G SNV COL3A1 COL3A1:exonic:NM_000090.3 1 100 50 missense NM_000090.3c.4059T>G p.His1353Gln 1.66 1 24 0 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs1516446 0 1.0 (pos.189875421) Collagen III, alpha-1 polypeptideSMAD binding,aging,aorta smooth muscle tissue morphogenesis,cell-matrix adhesion,cellular response to amino acid stimulus,cerebral cortex development,collagen catabolic process,collagen fibril organization,collagen type III trimer,digestive tract development,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,heart development,integrin binding,integrin-mediated signaling pathway,metal ion binding,negative regulation of immune response,negative regulation of neuron migration,peptide cross-linking,platelet activation,platelet-derived growth factor binding,positive regulation of Rho protein signal transduction,protease binding,protein binding,regulation of immune response,response to cytokine,response to mechanical stimulus,response to radiation,skeletal system development,skin development,supramolecular fiber organization,transforming growth factor beta receptor signaling pathway,wound healingACMG Recommendations...;Aneurysm;Aortic Aneurysm;Aortic Aneurysm, Abdominal;Aortic Diseases;Aortic Valve Insufficiency;Cardiomegaly;Cardiomyopathies;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Drug-Induced Liver Injury;Dyslipidemias;Ehlers-Danlos Syndrome;Endomyocardial Fibrosis;Fatty Liver;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Heart Valve Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hypercholesterolemia;Hyperglycemia;Hyperinsulinism;Hyperlipidemias;Hypertension;Hypertrophy, Left Ventricular;Keloid;Lipid Metabolism Disorders;Liver Cirrhosis;Liver Cirrhosis, Alcoholic;Liver Cirrhosis, Experimental;Liver Diseases;Liver Diseases, Alcoholic;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;MetaboliCollagenase clostridium histolyticumBenign T=0, G=29 T=0.0, G=1.0 0.00001 427.603 29 T=0/0, G=19/10

chr11:66107527 A/A C A SNV BRMS1 BRMS1:intronic:NM_001024957.1 1 100 intronic NM_001024957.1c.628+65G>Tp.? -0.11 Sds3-like rs1785633 YES Breast cancer metastasis suppressor 1 C=0, A=30 C=0.0, A=1.0 0.00001 438.694 30 C=0/0, A=26/4

chr13:110827580 C/T C T SNV COL4A1 COL4A1:exonic:NM_001845.5 1 57.89 37 synonymous NM_001845.5c.3183G>A p.(=) -0.74 0.03(COSM5021805),0.03(COSM5021806)C-terminal tandem repeated domain in type 4 procollagen,Collagen triple helix repeat (20 copies)rs874204 0.3626 YES 2.877E-1;0.0 (pos.110827580)osteosarcoma Collagen IV, alpha-1 polypeptidebasement membrane,basement membrane organization,blood vessel morphogenesis,brain development,branching involved in blood vessel morphogenesis,cellular response to amino acid stimulus,collagen catabolic process,collagen type IV trimer,collagen-activated tyrosine kinase receptor signaling pathway,endoplasmic reticulum lumen,epithelial cell differentiation,extracellular matrix,extracellular matrix constituent conferring elasticity,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,neuromuscular junction development,platelet-derived growth factor binding,protein binding,renal tubule morphogenesis,retinal blood vessel morphogenesisBrain Diseases;CADASIL;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Small Vessel Diseases;Cerebrovascular Disorders;Cobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dementia;Dementia, Vascular;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Digestive System Diseases;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Eye Hemorrhage;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Hepatitis;Hepatitis, Animal;Hepatitis, Infectious Canine;Hepatitis, Viral, Animal;Intracranial Arterial Diseases;Kidney Diseases;Leukoencephalopathies;Lissencephaly;Liver Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Malformations of Cortical Development, Group III;Microcephaly;Muscle Benign C=16, T=22 C=0.4211, T=0.5789 0.00001 250.913 38 C=6/10, T=10/12

chr11:66133311 C/C T C SNV SLC29A2 SLC29A2:intronic:NM_001532.2 1 100 intronic NM_001532.2c.1059+96A>Gp.? -0.18 Nucleoside transporterrs4930358 YES Solute carrier family 29 (nucleoside transporters), member 2 (hydrophobic nucleolar protein, 36kD)basolateral plasma membrane,cell proliferation,integral component of plasma membrane,nuclear membrane,nucleobase-containing compound metabolic process,nucleolus,nucleoside transmembrane transport,nucleoside transmembrane transporter activity,nucleoside transport,plasma membraneDidanosine,Ethanol,Gemcitabine,Mercaptopurine,Zalcitabine,ZidovudineT=0, C=28 T=0.0, C=1.0 0.00001 403.273 28 T=0/0, C=25/3

chr11:66133336 G/G A G SNV SLC29A2 SLC29A2:intronic:NM_001532.2 1 100 intronic NM_001532.2c.1059+71T>Cp.? -0.18 Nucleoside transporterrs2279861 YES Solute carrier family 29 (nucleoside transporters), member 2 (hydrophobic nucleolar protein, 36kD)basolateral plasma membrane,cell proliferation,integral component of plasma membrane,nuclear membrane,nucleobase-containing compound metabolic process,nucleolus,nucleoside transmembrane transport,nucleoside transmembrane transporter activity,nucleoside transport,plasma membraneDidanosine,Ethanol,Gemcitabine,Mercaptopurine,Zalcitabine,ZidovudineA=0, G=28 A=0.0, G=1.0 0.00001 408.656 28 A=0/0, G=25/3

chr13:111155773 C/C T C SNV

COL4A2,COL

4A2-AS1 COL4A2-AS1:intronic_nc:NR_046583.1, COL4A2:exonic:NM_001846.31
100

43 synonymous NM_001846.3, NR_046583.1c.4083T>C p.(=) -0.42 C-terminal tandem repeated domain in type 4 procollagen,Collagen triple helix repeat (20 copies)rs438758 7.00E-04 9.755E-1;3.385E-4 (pos.111155773) Collagen IV, alpha-2 polypeptideangiogenesis,cellular response to transforming growth factor beta stimulus,collagen catabolic process,collagen type IV trimer,collagen-activated tyrosine kinase receptor signaling pathway,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,negative regulation of angiogenesis,protein binding,transcription, DNA-templatedBronchial Neoplasms;Carcinoma, Bronchogenic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hepatitis;Hepatitis, Animal;Hepatitis, Infectious Canine;Hepatitis, Viral, Animal;Kidney Diseases;Liver Diseases;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group III;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nephrosis;Nephrotic Syndrome;Nervous System Diseases;Nervous System Malformations;Porencephaly;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic Neoplasms;Urologic DiseasesT=0, C=27 T=0.0, C=1.0 0.00001 389.972 27 T=0/0, C=19/8

chr13:111158874 G/G A G SNV

COL4A2,COL

4A2-AS1 COL4A2-AS1:intronic_nc:NR_046583.1, COL4A2:exonic:NM_001846.31
100

46 synonymous NM_001846.3, NR_046583.1c.4515A>G p.(=) -9.57 C-terminal tandem repeated domain in type 4 procollagen,Collagen triple helix repeat (20 copies)rs445348 0.0944 YES 5.86E-1 (pos.111158874) Collagen IV, alpha-2 polypeptideangiogenesis,cellular response to transforming growth factor beta stimulus,collagen catabolic process,collagen type IV trimer,collagen-activated tyrosine kinase receptor signaling pathway,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,negative regulation of angiogenesis,protein binding,transcription, DNA-templatedBronchial Neoplasms;Carcinoma, Bronchogenic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hepatitis;Hepatitis, Animal;Hepatitis, Infectious Canine;Hepatitis, Viral, Animal;Kidney Diseases;Liver Diseases;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group III;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nephrosis;Nephrotic Syndrome;Nervous System Diseases;Nervous System Malformations;Porencephaly;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic Neoplasms;Urologic DiseasesBenign A=0, G=22 A=0.0, G=1.0 0.00001 291.2 22 A=0/0, G=5/17

chr9:137619195 T/T C T SNV COL5A1 COL5A1:exonic:NM_001278074.1 1 100 5 synonymous NM_001278074.1c.738C>T p.(=) -6.9 0.01(COSM3763736)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs3124299 0.4527 YES 3.976E-1;0.0 (pos.137619195)acute_myeloid_leukaemia,adenocarcinoma,squamous_cell_carcinomaCollagen V, alpha-1 polypeptideAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Keloid;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesBenign C=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=15/13

chr11:66481264 T/T C T SNV SPTBN2 SPTBN2:intronic:NM_006946.2 1 100 intronic NM_006946.2c.657-47G>Ap.? -0.61 CAMSAP CH domain,Calponin homology (CH) domain,PH domain,Pleckstrin homology domain,Spectrin repeatrs615536 0.0553 YES 8.95E-1 (pos.66481264) Spectrin, beta, nonerythrocytic, 2ER to Golgi vesicle-mediated transport,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin binding,actin filament capping,adult behavior,antigen processing and presentation of exogenous peptide antigen via MHC class II,apical plasma membrane,axon guidance,cadherin binding,cell junction,cerebellar Purkinje cell layer morphogenesis,cytoskeleton organization,cytosol,extracellular space,multicellular organism growth,neuronal cell body,phospholipid binding,regulation of molecular function,spectrin,structural constituent of cytoskeleton,synapse assembly,vesicle-mediated transportAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar DegenerationsC=0, T=55 C=0.0, T=1.0 0.00001 814.907 55 C=0/0, T=14/41

chr2:189904203 G/G A G SNV COL5A2 COL5A2:exonic:NM_000393.4 1 100 51 synonymous NM_000393.4c.3720T>C p.(=) -0.59 0.09(COSM4001448)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs10208525 0.1034 YES 1.048E-1 (pos.189904203)acute_myeloid_leukaemiaCollagen V, alpha-2 polypeptideSMAD binding,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,eye morphogenesis,metal ion binding,molecular_function,negative regulation of endodermal cell differentiation,ossification,skeletal system development,skin developmentAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesBenign/Likely benignA=0, G=46 A=0.0, G=1.0 0.00001 765.308 46 A=0/0, G=30/16

chr2:189904233 G/G T G SNV COL5A2 COL5A2:exonic:NM_000393.4 1 100 51 synonymous NM_000393.4c.3690A>C p.(=) -1.99 0.17(COSM4416643)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs10197596 0.1026 YES 1.23E-1 (pos.189904233) acute_myeloid_leukaemiaCollagen V, alpha-2 polypeptideSMAD binding,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,eye morphogenesis,metal ion binding,molecular_function,negative regulation of endodermal cell differentiation,ossification,skeletal system development,skin developmentAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesBenign/Likely benignT=0, G=46 T=0.0, G=1.0 0.00001 768.313 46 T=0/0, G=30/16

chr2:189932831 C/C T C SNV COL5A2 COL5A2:exonic:NM_000393.4 1 100 21 synonymous NM_000393.4c.1311A>G p.(=) -7.08 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs2229495 0.0178 YES 9.658E-1 (pos.189932831) Collagen V, alpha-2 polypeptideSMAD binding,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,eye morphogenesis,metal ion binding,molecular_function,negative regulation of endodermal cell differentiation,ossification,skeletal system development,skin developmentAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesT=0, C=35 T=0.0, C=1.0 0.00001 543.903 35 T=0/0, C=18/17

chr19:10079093 T/T C T SNV COL5A3 COL5A3:exonic:NM_015719.3 1 100 59 missense NM_015719.3c.4282G>A p.Val1428Met -0.27 0.06 21 0.015 0.08(COSM4000490)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs3815746 0.2229 YES 2.424E-1;0.0 (pos.10079093)acute_myeloid_leukaemiaCollagen, type V, alpha-3 polypeptidecell-matrix adhesion,collagen binding,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,heparin binding,proteoglycan binding,skin developmentC=0, T=36 C=0.0, T=1.0 0.00001 563.743 36 C=0/0, T=28/8

chr11:67071584 G/G C G SNV SSH3 SSH3:intronic:NM_017857.3 1 100 intronic NM_017857.3c.67-5C>G p.? -3.44 DEK C terminal domain,Dual specificity phosphatase, catalytic domainrs4244822 0.0332 YES 8.926E-1;0.0 (pos.67071584) Slingshot, Drosophila, homolog of, 3actin binding,cytoplasm,cytoskeleton,nucleus,peptidyl-tyrosine dephosphorylation,protein tyrosine phosphatase activity,protein tyrosine/serine/threonine phosphatase activity,regulation of actin polymerization or depolymerization,regulation of axonogenesis,regulation of lamellipodium assemblyC=0, G=49 C=0.0, G=1.0 0.00001 829.763 49 C=0/0, G=21/28

chr11:67196544 G/G C G SNV RPS6KB2 RPS6KB2:intronic:NM_003952.2 1 100 intronic NM_003952.2c.120-47C>Gp.? -1.64 Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers917570 0.4108 YES 1.404E-1;0.0 (pos.67196544) ATP binding,cytoplasm,intracellular signal transduction,nucleoplasm,nucleus,peptide binding,positive regulation of translational initiation,protein kinase B signaling,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,ribosomal protein S6 kinase activity,signal transduction,translationBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesC=0, G=38 C=0.0, G=1.0 0.00001 603.772 38 C=0/0, G=5/33

chr11:67257037 T/T C T SNV

AIP,MIR675

2 AIP:intronic:NM_003977.3, MIR6752:upstream:NR_106810.1 1
100

intronic NM_003977.3, NR_106810.1c.468+111C>Tp.? -1.76 FKBP-type peptidyl-prolyl cis-trans isomerase,Tetratricopeptide repeatrs4084113 YES 2.844E-1;1.272E-3 (pos.67257037) Aryl hydrocarbon receptor-interacting protein,Aurora kinase A-interacting protein 1GAF domain binding,aryl hydrocarbon receptor binding,aryl hydrocarbon receptor complex,cytoplasm,cytosol,interleukin-12-mediated signaling pathway,negative regulation of cyclic-nucleotide phosphodiesterase activity,nucleoplasm,peptidyl-prolyl cis-trans isomerase activity,plasma membrane,protein binding,protein maturation by protein folding,protein peptidyl-prolyl isomerization,protein targeting to mitochondrion,regulation of nucleic acid-templated transcription,regulation of protein kinase A signaling,signal transducer activity,transcription coactivator activity,transcription factor binding,unfolded protein binding,xenobiotic metabolic processACTH-Secreting Pituitary Adenoma;Acromegaly;Adenoma;Bone Diseases;Bone Diseases, Endocrine;Brain Diseases;Central Nervous System Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Growth Hormone-Secreting Pituitary Adenoma;Hyperpituitarism;Hypothalamic Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Pituitary ACTH Hypersecretion;Pituitary Diseases;Pituitary Neoplasms;ProlactinomaC=0, T=26 C=0.0, T=1.0 0.00001 371.419 26 C=0/0, T=4/22

chr19:10085054 A/A G A SNV COL5A3 COL5A3:exonic:NM_015719.3 1 100 46 missense NM_015719.3c.3373C>T p.Pro1125Ser 6.79 0.03 74 0.993 0.98(COSM4000492)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs3815745 0.2266 YES 2.355E-1 (pos.10085054) acute_myeloid_leukaemiaCollagen, type V, alpha-3 polypeptidecell-matrix adhesion,collagen binding,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,heparin binding,proteoglycan binding,skin developmentG=0, A=20 G=0.0, A=1.0 0.00001 263.781 20 G=0/0, A=5/15

chr19:10088271 G/G C G SNV COL5A3 COL5A3:exonic:NM_015719.3 1 100 42 missense NM_015719.3c.3125G>C p.Arg1042Pro 4.93 1 103 0.018 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs2161468 0.404 YES 3.362E-1;0.0 (pos.10088271) Collagen, type V, alpha-3 polypeptidecell-matrix adhesion,collagen binding,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,heparin binding,proteoglycan binding,skin developmentC=0, G=25 C=0.0, G=1.0 0.00001 352.576 25 C=0/0, G=17/8

chr19:10112346 C/C T C SNV COL5A3 COL5A3:exonic:NM_015719.3 1 100 8 missense NM_015719.3c.964A>G p.Arg322Gly 0.04 0.5 125 0 0(COSM4131130)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs2287803 0.025 YES 8.169E-1 (pos.10112346) acute_myeloid_leukaemia,neoplasmCollagen, type V, alpha-3 polypeptidecell-matrix adhesion,collagen binding,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,heparin binding,proteoglycan binding,skin developmentT=0, C=117 T=0.0, C=1.0 0.00001 1863.94 117 T=0/0, C=58/59

chr11:67434010 T/T C T SNV ALDH3B2 ALDH3B2:intronic:NM_001031615.1 1 100 intronic NM_001031615.1c.151+35G>Ap.? -0.77 Aldehyde dehydrogenase familyrs1871032 0.4973 YES 6.257E-1 (pos.67434010) Aldehyde dehydrogenase 3 family, member B23-chloroallyl aldehyde dehydrogenase activity,alcohol metabolic process,aldehyde dehydrogenase NAD(P)+ activity,ethanol catabolic process,lipid droplet,lipid metabolic process,oxidation-reduction process,oxidoreductase activity,sphingolipid biosynthetic processNADH C=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=14/8

chr21:47545768 A/A G A SNV COL6A2 COL6A2:exonic:NM_001849.3 1 100 26 missense NM_001849.3c.2039G>A p.Arg680His 4.76 0.03 29 1 0.86(COSM3758961),0.86(COSM3758962),0.86(COSM3758963)Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs1042917,rs1064795685,rs8860399050.4988 YES 4.363E-1 (pos.47545768) adenocarcinoma,hepatocellular_carcinoma,neoplasmCollagen VI, alpha-2 polypeptidecell adhesion,collagen catabolic process,collagen trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,extracellular vesicle,protein binding,protein complex,protein heterotrimerization,proteinaceous extracellular matrix,response to glucose,sarcolemmaArthritis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Genetic Diseases, Inborn;Joint Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular Diseases;Osteoarthritis;Rheumatic DiseasesBenign G=0, A=70 G=0.0, A=1.0 0.00001 1092.01 70 G=0/0, A=32/38

chr11:674454 T/T G T SNV DEAF1 DEAF1:intronic:NM_021008.3 1 100 intronic NM_021008.3c.1503+82C>Ap.? -0.69 MYND finger,SAND domainrs11246258 YES Deaf1, Drosophila, homolog ofDNA binding,DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,anatomical structure morphogenesis,behavioral fear response,cytoplasm,embryonic skeletal system development,extracellular region,fibrillar center,germ cell development,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,neural tube closure,nucleus,positive regulation of transcription, DNA-templated,protein binding,regulation of mammary gland epithelial cell proliferation,regulation of transcription from RNA polymerase II promoter,transcription factor complex,transcription from RNA polymerase II promoter,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,visual learningIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsG=0, T=60 G=0.0, T=1.0 0.00001 903.529 60 G=0/0, T=41/19

chr11:674458 A/A G A SNV DEAF1 DEAF1:intronic:NM_021008.3 1 100 intronic NM_021008.3c.1503+78C>Tp.? -0.44 MYND finger,SAND domainrs6597997 YES Deaf1, Drosophila, homolog ofDNA binding,DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,anatomical structure morphogenesis,behavioral fear response,cytoplasm,embryonic skeletal system development,extracellular region,fibrillar center,germ cell development,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,neural tube closure,nucleus,positive regulation of transcription, DNA-templated,protein binding,regulation of mammary gland epithelial cell proliferation,regulation of transcription from RNA polymerase II promoter,transcription factor complex,transcription from RNA polymerase II promoter,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,visual learningIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsG=0, A=64 G=0.0, A=1.0 0.00001 977.623 64 G=0/0, A=41/23

chr11:674499 A/A G A SNV DEAF1 DEAF1:intronic:NM_021008.3 1 100 intronic NM_021008.3c.1503+37C>Tp.? -0.12 MYND finger,SAND domainrs6597996 0.452 YES 7.175E-1 (pos.674499) Deaf1, Drosophila, homolog ofDNA binding,DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,anatomical structure morphogenesis,behavioral fear response,cytoplasm,embryonic skeletal system development,extracellular region,fibrillar center,germ cell development,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,neural tube closure,nucleus,positive regulation of transcription, DNA-templated,protein binding,regulation of mammary gland epithelial cell proliferation,regulation of transcription from RNA polymerase II promoter,transcription factor complex,transcription from RNA polymerase II promoter,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,visual learningIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsG=0, A=74 G=0.0, A=1.0 0.00001 1174.96 74 G=0/0, A=40/34

chr21:47545826 T/T C T SNV COL6A2 COL6A2:exonic:NM_001849.3 1 100 26 synonymous NM_001849.3c.2097C>T p.(=) -1.45 0.08(COSM3758967),0.08(COSM3758968),0.08(COSM3758969)Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs13046639 0.4995 YES 4.324E-1 (pos.47545826) adenocarcinoma,hepatocellular_carcinomaCollagen VI, alpha-2 polypeptidecell adhesion,collagen catabolic process,collagen trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,extracellular vesicle,protein binding,protein complex,protein heterotrimerization,proteinaceous extracellular matrix,response to glucose,sarcolemmaArthritis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Genetic Diseases, Inborn;Joint Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular Diseases;Osteoarthritis;Rheumatic DiseasesBenign C=0, T=70 C=0.0, T=1.0 0.00001 1091.41 70 C=0/0, T=32/38

chr11:67804156 T/T C T SNV NDUFS8 NDUFS8:downstream:NM_002496.3 1 100 intronic NM_002496.3c.*96C>T p.? 0.08 rs3133269 YES NADH dehydrogenase (ubiquinone) Fe-S protein 8, 23kD (NADH-coenzyme Q reductase)4 iron, 4 sulfur cluster binding,NADH dehydrogenase (ubiquinone) activity,NADH dehydrogenase activity,membrane,metal ion binding,mitochondrial electron transport, NADH to ubiquinone,mitochondrial matrix,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,mitochondrion,oxidation-reduction process,oxidoreductase activity, acting on NAD(P)H,response to oxidative stressArthritis;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Joint Diseases;Leigh Disease;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Musculoskeletal Diseases;Nervous System Diseases;Nutritional and Metabolic Diseases;Osteoarthritis;Pyruvate Metabolism, Inborn Errors;Rheumatic DiseasesNADH C=0, T=46 C=0.0, T=1.0 0.00001 768.31 46 C=0/0, T=31/15

chr2:238243285 G/A G A SNV COL6A3 COL6A3:exonic:NM_004369.3 1 50 41 synonymous NM_004369.3c.9213C>T p.(=) -3.21 Collagen triple helix repeat (20 copies),Kunitz/Bovine pancreatic trypsin inhibitor domain,von Willebrand factor type A domainrs2270671 0.1052 YES 3.557E-2 (pos.238243285) Collagen VI, alpha-3 polypeptidecell adhesion,collagen catabolic process,collagen type VI trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,extracellular vesicle,muscle organ development,negative regulation of endopeptidase activity,proteinaceous extracellular matrix,sarcolemma,serine-type endopeptidase inhibitor activityAbortion, Spontaneous;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Joint Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Pregnancy ComplicationsBenign/Likely benignG=37, A=37 G=0.5, A=0.5 0.00001 381.538 74 G=32/5, A=26/11

chr11:6789207 G/C G C SNV OR2AG2 OR2AG2:downstream:NM_001004490.1 1 50 intronic NM_001004490.1c.*31C>G p.? -0.29 rs72914876 0.0623 YES 0.0 (pos.6789207) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellG=16, C=16 G=0.5, C=0.5 0.00001 158.378 32 G=9/7, C=10/6

chr3:130124491 A/A G A SNV COL6A5 COL6A5:exonic:NM_001278298.1 1 100 14 synonymous NM_001278298.1c.4341G>A p.(=) -0.63 0.01(COSM1418897)Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs10934940 0.2448 YES 1.903E-1 (pos.130124491)adenocarcinoma,carcinomaCollagen, type VI, alpha-5cell adhesion,collagen catabolic process,collagen trimer,extracellular matrix,extracellular region,protein binding,proteinaceous extracellular matrixG=0, A=67 G=0.0, A=1.0 0.00001 1034.43 67 G=0/0, A=41/26

chr3:130124989 T/T C T SNV COL6A5 COL6A5:exonic:NM_001278298.1 1 100 16 synonymous NM_001278298.1c.4395C>T p.(=) -7.22 0(COSM6352465)Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs4688761 0.2901 YES 1.865E-1 (pos.130124989)carcinoma Collagen, type VI, alpha-5cell adhesion,collagen catabolic process,collagen trimer,extracellular matrix,extracellular region,protein binding,proteinaceous extracellular matrixC=0, T=164 C=0.0, T=1.0 0.00001 2659.32 164 C=0/0, T=95/69

chr3:130125116 C/C G C SNV COL6A5 COL6A5:exonic:NM_001278298.1 1 100 17 missense NM_001278298.1c.4430G>C p.Cys1477Ser -0.62 0.75 112 0 0.01(COSM4157259)Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs1497312 YES 2.016E-1 (pos.130125116)carcinoma,neoplasm,squamous_cell_carcinomaCollagen, type VI, alpha-5cell adhesion,collagen catabolic process,collagen trimer,extracellular matrix,extracellular region,protein binding,proteinaceous extracellular matrixG=0, C=78 G=0.0, C=1.0 0.00001 1249.35 78 G=0/0, C=27/51

chr3:130162395 G/G A G SNV COL6A5 COL6A5:exonic:NM_001278298.1 1 100 36 missense NM_001278298.1c.6563A>G p.Gln2188Arg -0.93 0.27 43 0 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs9883988 0.0519 YES 8.459E-1 (pos.130162395) Collagen, type VI, alpha-5cell adhesion,collagen catabolic process,collagen trimer,extracellular matrix,extracellular region,protein binding,proteinaceous extracellular matrixA=0, G=43 A=0.0, G=1.0 0.00001 622.727 43 A=0/0, G=20/23

chr11:68131167 T/T A T SNV LRP5 LRP5:intronic:NM_002335.3 1 100 intronic NM_002335.3c.687-48A>Tp.? -1.41 Coagulation Factor Xa inhibitory site,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs10791978 1.0 (pos.68131167) Low density lipoprotein receptor-related protein-5Wnt signaling pathway,Wnt signaling pathway involved in dorsal/ventral axis specification,Wnt signalosome,Wnt-Frizzled-LRP5/6 complex,Wnt-activated receptor activity,Wnt-protein binding,adipose tissue development,anatomical structure regression,anterior/posterior pattern specification,apoptotic process involved in blood vessel morphogenesis,beta-catenin destruction complex disassembly,bone marrow development,bone morphogenesis,bone remodeling,branching involved in mammary gland duct morphogenesis,canonical Wnt signaling pathway,cell migration involved in gastrulation,cell-cell signaling involved in mammary gland development,cholesterol homeostasis,cholesterol metabolic process,coreceptor activity involved in Wnt signaling pathway,coreceptor activity involved in canonical Wnt signaling pathway,embryonic digit morphogenesis,endocytosis,endoplasmic reticulum,extracellular matrix-cell signaling,gastrulation with mouth forming second,glucose catabolic process,integral component of membrane,mitochondrion,negative rBone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Digestive System Diseases;Eye Diseases;Genetic Diseases, Inborn;Hyperostosis;Hyperostosis, Cortical, Congenital;Infant, Newborn, Diseases;Infant, Premature, Diseases;Liver Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neuromuscular Diseases;Osteochondrodysplasias;Osteogenesis Imperfecta;Osteopetrosis;Osteoporosis;Osteosclerosis;Peripheral Nervous System Diseases;Retinal Diseases;Retinopathy of Prematurity;Skin and Connective Tissue Diseases;Vitreoretinopathy, ProliferativeA=0, T=28 A=0.0, T=1.0 0.00001 413.102 28 A=0/0, T=20/8

chr3:130174334 A/A G A SNV COL6A5 COL6A5:exonic:NM_001278298.1 1 100 37 missense NM_001278298.1c.6614G>A p.Gly2205Asp 1.08 0.56 94 0 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs819085 0.0541 YES 9.46E-1 (pos.130174334) Collagen, type VI, alpha-5cell adhesion,collagen catabolic process,collagen trimer,extracellular matrix,extracellular region,protein binding,proteinaceous extracellular matrixG=0, A=107 G=0.0, A=1.0 0.00001 1681.3 107 G=0/0, A=69/38

chr11:68177708 A/A G A SNV LRP5 LRP5:intronic:NM_002335.3 1 100 intronic NM_002335.3c.2318+100G>Ap.? -3.67 Coagulation Factor Xa inhibitory site,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs576118 YES Low density lipoprotein receptor-related protein-5Wnt signaling pathway,Wnt signaling pathway involved in dorsal/ventral axis specification,Wnt signalosome,Wnt-Frizzled-LRP5/6 complex,Wnt-activated receptor activity,Wnt-protein binding,adipose tissue development,anatomical structure regression,anterior/posterior pattern specification,apoptotic process involved in blood vessel morphogenesis,beta-catenin destruction complex disassembly,bone marrow development,bone morphogenesis,bone remodeling,branching involved in mammary gland duct morphogenesis,canonical Wnt signaling pathway,cell migration involved in gastrulation,cell-cell signaling involved in mammary gland development,cholesterol homeostasis,cholesterol metabolic process,coreceptor activity involved in Wnt signaling pathway,coreceptor activity involved in canonical Wnt signaling pathway,embryonic digit morphogenesis,endocytosis,endoplasmic reticulum,extracellular matrix-cell signaling,gastrulation with mouth forming second,glucose catabolic process,integral component of membrane,mitochondrion,negative rBone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Digestive System Diseases;Eye Diseases;Genetic Diseases, Inborn;Hyperostosis;Hyperostosis, Cortical, Congenital;Infant, Newborn, Diseases;Infant, Premature, Diseases;Liver Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neuromuscular Diseases;Osteochondrodysplasias;Osteogenesis Imperfecta;Osteopetrosis;Osteoporosis;Osteosclerosis;Peripheral Nervous System Diseases;Retinal Diseases;Retinopathy of Prematurity;Skin and Connective Tissue Diseases;Vitreoretinopathy, ProliferativeG=0, A=189 G=0.0, A=1.0 0.00001 3170.07 189 G=0/0, A=83/106

chr11:68331715 G/G C G SNV PPP6R3 PPP6R3:intronic:NM_001164160.1 1 100 intronic NM_001164160.1c.846-56C>Gp.? -1.55 SIT4 phosphatase-associated proteinrs10501398 YES COPII vesicle coating,Golgi membrane,cytoplasm,cytosol,glycoprotein catabolic process,nucleoplasm,plasma membrane,protein binding,protein phosphatase binding,regulation of phosphoprotein phosphatase activityC=0, G=211 C=0.0, G=1.0 0.00001 3432.82 211 C=0/0, G=61/150

chr3:130187817 C/C T C SNV COL6A5 COL6A5:exonic:NM_001278298.1 1 100 38 synonymous NM_001278298.1c.6969T>C p.(=) -0.54 0.02(COSM4157262),0.02(COSM4157263),0.02(COSM4157264)Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs322113 0.0915 YES 8.958E-1 (pos.130187817)neoplasm Collagen, type VI, alpha-5cell adhesion,collagen catabolic process,collagen trimer,extracellular matrix,extracellular region,protein binding,proteinaceous extracellular matrixT=0, C=24 T=0.0, C=1.0 0.00001 334.78 24 T=0/0, C=7/17

chr11:68548260 A/A C A SNV CPT1A CPT1A:intronic:NM_001876.3 1 100 intronic NM_001876.3c.1353-47G>Tp.? -0.84 Carnitine O-palmitoyltransferase N-terminus,Choline/Carnitine o-acyltransferasers3019576,rs750602950 0.0546 YES 9.105E-1;0.0 (pos.68548260) Carnitine palmitoyltransferase I, livercarnitine O-palmitoyltransferase activity,carnitine metabolic process,carnitine shuttle,cellular response to fatty acid,circadian rhythm,eating behavior,epithelial cell differentiation,fatty acid beta-oxidation,glucose metabolic process,identical protein binding,integral component of membrane,integral component of mitochondrial outer membrane,long-chain fatty acid metabolic process,membrane,mitochondrial inner membrane,mitochondrial outer membrane,mitochondrion,palmitoleoyltransferase activity,positive regulation of fatty acid beta-oxidation,protein homooligomerization,regulation of insulin secretion,regulation of lipid metabolic process,response to drug,response to organic cyclic compound,transferase activity, transferring acyl groups,triglyceride metabolic processBreast Diseases;Breast Neoplasms;Carnitine palmitoyltransferase I deficiency;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Endocrine System Diseases;Fatty Acid Oxidation Disorder;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hypoglycemia;Kidney Diseases;Kidney Failure, Chronic;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Recommended Newborn Screening Panels;Renal Insufficiency;Renal Insufficiency, Chronic;Secondary Conditions;Skin Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesGlyburide,L-Carnitine,PerhexilineC=0, A=50 C=0.0, A=1.0 0.00001 852.748 50 C=0/0, A=21/29

chr6:70984436 G/G A G SNV COL9A1 COL9A1:exonic:NM_001851.4 1 100 11 missense NM_001851.4c.1015T>C p.Ser339Pro 2.38 1 74 0.001 0.02(COSM1179829),0.02(COSM1179830),0.02(COSM3762166)Collagen triple helix repeat (20 copies)rs592121 0.3776 YES 3.442E-1 (pos.70984436) acute_myeloid_leukaemia,adenocarcinoma,adenoma,ductal_carcinomaCollagen IX, alpha-1 polypeptideanimal organ morphogenesis,collagen type IX trimer,endoplasmic reticulum lumen,extracellular matrix organization,extracellular matrix structural constituent conferring tensile strength,extracellular region,metal ion binding,proteinaceous extracellular matrixBone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Eye Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Musculoskeletal Diseases;Myopia;Nervous System Diseases;Neurologic Manifestations;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Refractive Errors;Retinal Diseases;Sensation DisordersBenign A=0, G=64 A=0.0, G=1.0 0.00001 977.277 64 A=0/0, G=31/33

chr11:6866815 T/T C T SNV OR10A5 OR10A5:upstream:NM_178168.1 1 100 intronic NM_178168.1c.-99C>T p.? -0.29 rs2741801,rs990924309 YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellC=0, T=34 C=0.0, T=1.0 0.00001 524.042 34 C=0/0, T=16/18

chr11:6866834 C/C T C SNV OR10A5 OR10A5:upstream:NM_178168.1 1 100 intronic NM_178168.1c.-80T>C p.? -0.03 rs2595439 YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellT=0, C=33 T=0.0, C=1.0 0.00001 504.598 33 T=0/0, C=16/17

chr18:334758 C/C T C SNV COLEC12 COLEC12:exonic:NM_130386.2 1 100 6 synonymous NM_130386.2c.1800A>G p.(=) -1.22 0.03(COSM4130969)Collagen triple helix repeat (20 copies),Lectin C-type domainrs2305026 0.1686 YES 9.92E-1 (pos.334758) neoplasm Collectin 12 carbohydrate mediated signaling,cellular response to exogenous dsRNA,collagen trimer,defense response,endocytic vesicle membrane,extracellular exosome,galactose binding,innate immune response,integral component of membrane,low-density lipoprotein particle binding,metal ion binding,phagocytosis, recognition,plasma membrane,positive regulation of cell adhesion molecule production,protein homooligomerization,receptor-mediated endocytosis,regulation of immune response,scavenger receptor activity,signaling pattern recognition receptor activity,toll-like receptor 3 signaling pathwayMental Disorders;Substance-Related DisordersT=0, C=48 T=0.0, C=1.0 0.00001 810.432 48 T=0/0, C=34/14

chr11:68825037 C/C A C SNV TPCN2 TPCN2:intronic:NM_139075.3 1 100 intronic NM_139075.3c.430-9A>C p.? -0.32 0.01(COSM6310451)Ion transport proteinrs3750973,rs764882085 0.009 YES 0.0 (pos.68825035),5.408E-1;0.0 (pos.68825037)neoplasm Two-pore segment channel 2NAADP-sensitive calcium-release channel activity,calcium-mediated signaling,cellular calcium ion homeostasis,endosome membrane,identical protein binding,integral component of membrane,ion transmembrane transport,lysosomal membrane,lysosome,lysosome organization,membrane depolarization during action potential,plasma membrane,protein binding,protein kinase binding,regulation of autophagy,regulation of ion transmembrane transport,release of sequestered calcium ion into cytosol,response to vitamin D,smooth muscle contraction,voltage-gated calcium channel activityA=0, C=26 A=0.0, C=1.0 0.00001 371.391 26 A=0/0, C=13/13

chr11:68831293 G/G C G SNV TPCN2 TPCN2:intronic:NM_139075.3 1 100 intronic NM_139075.3c.654-70C>Gp.? -0.8 Ion transport proteinrs11228472 YES Two-pore segment channel 2NAADP-sensitive calcium-release channel activity,calcium-mediated signaling,cellular calcium ion homeostasis,endosome membrane,identical protein binding,integral component of membrane,ion transmembrane transport,lysosomal membrane,lysosome,lysosome organization,membrane depolarization during action potential,plasma membrane,protein binding,protein kinase binding,regulation of autophagy,regulation of ion transmembrane transport,release of sequestered calcium ion into cytosol,response to vitamin D,smooth muscle contraction,voltage-gated calcium channel activityC=0, G=25 C=0.0, G=1.0 0.00001 353.019 25 C=0/0, G=8/17

chr11:68834968 C/C T C SNV TPCN2 TPCN2:intronic:NM_139075.3 1 100 intronic NM_139075.3c.727-3T>C p.? -2.52 Ion transport proteinrs6591368 0.0016 YES 8.629E-1 (pos.68834968) Two-pore segment channel 2NAADP-sensitive calcium-release channel activity,calcium-mediated signaling,cellular calcium ion homeostasis,endosome membrane,identical protein binding,integral component of membrane,ion transmembrane transport,lysosomal membrane,lysosome,lysosome organization,membrane depolarization during action potential,plasma membrane,protein binding,protein kinase binding,regulation of autophagy,regulation of ion transmembrane transport,release of sequestered calcium ion into cytosol,response to vitamin D,smooth muscle contraction,voltage-gated calcium channel activityT=0, C=46 T=0.0, C=1.0 0.00001 768.312 46 T=0/0, C=22/24

chr5:115469773 C/T C T SNV COMMD10 COMMD10:exonic:NM_016144.3 1 50 5 synonymous NM_016144.3c.408C>T p.(=) -0.47 0.04(COSM149902)COMM domainrs1129496,rs754675705 0.3574 YES 4.017E-1;0.0 (pos.115469773)adenocarcinoma,carcinomaCOMM domain-containing protein 10cytoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedC=17, T=17 C=0.5, T=0.5 0.00001 172.008 34 C=12/5, T=16/1

chr20:31291161 T/T C T SNV COMMD7 COMMD7:utr_3:NM_053041.2 1 100 9 utr_3 NM_053041.2c.626G>A p.? -1.87 COMM domainrs9421 0.2363 YES 4.646E-1 (pos.31291161) COMM domain-containing protein 7NF-kappaB binding,cytoplasmic vesicle,extracellular exosome,integral component of membrane,intracellular membrane-bounded organelle,negative regulation of NF-kappaB transcription factor activity,negative regulation of transcription, DNA-templated,protein binding,transcription, DNA-templated,tumor necrosis factor-mediated signaling pathwayC=0, T=38 C=0.0, T=1.0 0.00001 603.785 38 C=0/0, T=18/20

chr17:30183857 C/C T C SNV COPRS COPRS:exonic:NM_018405.3 1 100 2 missense NM_018405.3c.127A>G p.Ser43Gly -3.03 0.78 56 0 Cooperator of PRMT5 familyrs8068049 0.1241 YES 8.757E-1 (pos.30183857) cytosol,histone H4-R3 methylation,histone binding,muscle organ development,nucleoplasm,nucleus,plasma membrane,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=35 T=0.0, C=1.0 0.00001 543.902 35 T=0/0, C=21/14

chr4:84191031 G/G A G SNV COQ2 COQ2:exonic:NM_015697.7 1 100 5 synonymous NM_015697.7c.894T>C p.(=) 1.09 UbiA prenyltransferase familyrs6535454 0.2975 YES 8.45E-1 (pos.84191031) CoQ2, S. cerevisiae, homolog of (parahydroxybenzoate-polyprenyltransferase, mitochondrial)4-hydroxybenzoate decaprenyltransferase activity,4-hydroxybenzoate nonaprenyltransferase activity,glycerol metabolic process,integral component of membrane,integral component of mitochondrial inner membrane,isoprenoid biosynthetic process,mitochondrial inner membrane,prenyltransferase activity,transferase activity, transferring alkyl or aryl (other than methyl) groups,ubiquinone biosynthetic processAtaxia;Autonomic Nervous System Diseases;Basal Ganglia Diseases;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dyskinesias;Hypotension;Metabolic Diseases;Mitochondrial Diseases;Movement Disorders;Multiple System Atrophy;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Primary Dysautonomias;Shy-Drager Syndrome;Vascular DiseasesBenign/Likely benignA=0, G=48 A=0.0, G=1.0 0.00001 810.381 48 A=0/0, G=26/22

chr9:131085373 G/C G C SNV

COQ4,TRUB

2 COQ4:exonic:NM_016035.4, TRUB2:upstream:NM_015679.2 1
96.77

2 missense NM_015679.2, NM_016035.4c.-686C>G, c.149G>Cp.?, p.Gly50Ala 0.04 1 60 0 Coenzyme Q (ubiquinone) biosynthesis protein Coq4rs3003601 4.00E-04 1.0;0.0 (pos.131085373) Coenzyme Q4, S. cerevisiae, homolog of,TRUB pseudouridine synthase, E. coli, homolog of, 2RNA binding,cytosol,mRNA processing,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,protein binding,protein complex,pseudouridine synthase activity,pseudouridine synthesis,ubiquinone biosynthetic processG=1, C=30 G=0.0323, C=0.9677 0.00001 435.594 31 G=0/1, C=14/16

chr14:74428445 A/A G A SNV COQ6 COQ6:exonic:NM_182476.2 1 100 11 missense NM_182476.2c.1216G>A p.Val406Met 2.06 0.74 21 0.003 0.39(COSM3754104)FAD binding domainrs8500 0.4722 YES 1.883E-1 (pos.74428445) acute_myeloid_leukaemia,adenocarcinomaCoq6, S. cerevisiae, homolog ofFAD binding,Golgi apparatus,cell projection,mitochondrial inner membrane,mitochondrion,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,ubiquinone biosynthetic processCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neoplastic Syndromes, Hereditary;Nerve Sheath Neoplasms;Nervous System Diseases;Neurilemmoma;Neurocutaneous Syndromes;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurofibroma;Neurofibromatoses;Neuroma;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue DiseasesBenign/Likely benignG=0, A=33 G=0.0, A=1.0 0.00001 504.598 33 G=0/0, A=22/11

chr11:69954412 G/G A G SNV ANO1 ANO1:intronic:NM_018043.5 1 100 intronic NM_018043.5c.748-47A>Gp.? -0.18 Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs2509182 8.00E-04 YES 1.0 (pos.69954412) Anoctamin 1, calcium activated chloride channelapical plasma membrane,calcium activated cation channel activity,cation transmembrane transport,cation transport,cellular response to heat,chloride channel activity,chloride channel complex,chloride transmembrane transport,chloride transport,cytoplasm,detection of temperature stimulus involved in sensory perception of pain,extracellular exosome,integral component of membrane,intracellular calcium activated chloride channel activity,iodide transmembrane transporter activity,iodide transport,ion transmembrane transport,multicellular organism development,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of insulin secretion involved in cellular response to glucose stimulus,protein binding,protein dimerization activity,regulation of anion transmembrane transport,voltage-gated chloride channel activityCrofelemer A=0, G=42 A=0.0, G=1.0 0.00001 664.914 42 A=0/0, G=19/23

chr11:69962642 G/G A G SNV ANO1 ANO1:intronic:NM_018043.5 1 100 intronic NM_018043.5c.897+37A>Gp.? -2.05 Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs2515245 0.1233 YES 8.695E-1 (pos.69962642) Anoctamin 1, calcium activated chloride channelapical plasma membrane,calcium activated cation channel activity,cation transmembrane transport,cation transport,cellular response to heat,chloride channel activity,chloride channel complex,chloride transmembrane transport,chloride transport,cytoplasm,detection of temperature stimulus involved in sensory perception of pain,extracellular exosome,integral component of membrane,intracellular calcium activated chloride channel activity,iodide transmembrane transporter activity,iodide transport,ion transmembrane transport,multicellular organism development,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of insulin secretion involved in cellular response to glucose stimulus,protein binding,protein dimerization activity,regulation of anion transmembrane transport,voltage-gated chloride channel activityCrofelemer A=0, G=28 A=0.0, G=1.0 0.00001 408.709 28 A=0/0, G=16/12

chr11:69970637 G/G A G SNV ANO1 ANO1:intronic:NM_018043.5 1 100 intronic NM_018043.5c.962+117A>Gp.? 0.02 Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs2515258 YES Anoctamin 1, calcium activated chloride channelapical plasma membrane,calcium activated cation channel activity,cation transmembrane transport,cation transport,cellular response to heat,chloride channel activity,chloride channel complex,chloride transmembrane transport,chloride transport,cytoplasm,detection of temperature stimulus involved in sensory perception of pain,extracellular exosome,integral component of membrane,intracellular calcium activated chloride channel activity,iodide transmembrane transporter activity,iodide transport,ion transmembrane transport,multicellular organism development,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of insulin secretion involved in cellular response to glucose stimulus,protein binding,protein dimerization activity,regulation of anion transmembrane transport,voltage-gated chloride channel activityCrofelemer A=0, G=72 A=0.0, G=1.0 0.00001 1130.92 72 A=0/0, G=37/35

chr16:19079037 A/A G A SNV

COQ7,LOC1

02723385 COQ7:exonic:NM_016138.4, LOC102723385:upstream:NR_119379.1 1
100

1 synonymous NR_119379.1, NM_016138.4c.51G>A p.(=) -0.71 0.03(COSM3754739)Ubiquinone biosynthesis protein COQ7rs17357834 0.1777 YES 1.516E-1;0.0 (pos.19079037)adenocarcinoma,squamous_cell_carcinomaCOQ7, S. cerevisiae, homolog ofchromatin binding,extrinsic component of mitochondrial inner membrane,metal ion binding,mitochondrial inner membrane,mitochondrion,monooxygenase activity,negative regulation of transcription from RNA polymerase II promoter,nucleus,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of reactive oxygen species metabolic process,ubiquinone biosynthetic processG=0, A=38 G=0.0, A=1.0 0.00001 529.816 38 G=0/0, A=16/22

chr1:227149203 A/A G A SNV COQ8A COQ8A:exonic:NM_020247.4 1 100 2 synonymous NM_020247.4c.117G>A p.(=) -3.43 0.01(COSM3750928)ABC1 family rs11549708 0.239 YES 4.641E-4 (pos.227149203)adenocarcinoma ADP binding,ATP binding,integral component of membrane,kinase activity,mitochondrion,phosphorylation,protein binding,protein kinase activity,protein phosphorylation,ubiquinone biosynthetic processBenign/Likely benignG=0, A=33 G=0.0, A=1.0 0.00001 504.398 33 G=0/0, A=12/21

chr11:70007484 C/G C G SNV ANO1 ANO1:intronic:NM_018043.5 1 58.33 intronic NM_018043.5c.1780+16C>Gp.? -0.4 Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs2276068 0.4847 YES 7.008E-1 (pos.70007484) Anoctamin 1, calcium activated chloride channelapical plasma membrane,calcium activated cation channel activity,cation transmembrane transport,cation transport,cellular response to heat,chloride channel activity,chloride channel complex,chloride transmembrane transport,chloride transport,cytoplasm,detection of temperature stimulus involved in sensory perception of pain,extracellular exosome,integral component of membrane,intracellular calcium activated chloride channel activity,iodide transmembrane transporter activity,iodide transport,ion transmembrane transport,multicellular organism development,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of insulin secretion involved in cellular response to glucose stimulus,protein binding,protein dimerization activity,regulation of anion transmembrane transport,voltage-gated chloride channel activityCrofelemer C=10, G=14 C=0.4167, G=0.5833 0.00001 135.339 24 C=6/4, G=7/7

chr11:70208350 A/A G A SNV PPFIA1 PPFIA1:intronic:NM_003626.3 1 100 intronic NM_003626.3c.2665-44G>Ap.? -3.13 SAM domain (Sterile alpha motif)rs10751231 0.0013 1.0 (pos.70208350) Protein-tyrosine phosphatase, receptor-type, F polypeptide-interacting protein alpha-1axon,cell-matrix adhesion,cytoplasm,cytosol,dendrite,focal adhesion,glutamate secretion,integral component of membrane,negative regulation of protein localization to plasma membrane,negative regulation of stress fiber assembly,neurotransmitter secretion,presynaptic active zone,protein binding,protein complex,signal transducer activity,signal transductionG=0, A=50 G=0.0, A=1.0 0.00001 852.734 50 G=0/0, A=27/23

chr1:227174210 C/C T C SNV COQ8A COQ8A:exonic:NM_020247.4 1 100 15 synonymous NM_020247.4c.1716T>C p.(=) -5.97 0.07(COSM3997300),0.07(COSM3997301)ABC1 family rs3738725 0.4947 YES 2.27E-1 (pos.227174210) acute_myeloid_leukaemia,carcinomaADP binding,ATP binding,integral component of membrane,kinase activity,mitochondrion,phosphorylation,protein binding,protein kinase activity,protein phosphorylation,ubiquinone biosynthetic processBenign/Likely benignT=0, C=39 T=0.0, C=1.0 0.00001 623.98 39 T=0/0, C=30/9

chr11:70349061 G/G A G SNV SHANK2 SHANK2:intronic:NM_012309.4 1 100 intronic NM_012309.4c.1871-25T>Cp.? 0.22 Ankyrin repeats (3 copies),Ankyrin repeats (many copies),N-terminal or F0 domain of Talin-head FERM,PDZ domain (Also known as DHR or GLGF),SAM domain (Sterile alpha motif),SH3 domain,Variant SH3 domainrs7110158,rs7826283682.00E-04 0.0;0.0 (pos.70349046),1.0 (pos.70349061)SH3 and multiple ankyrin repeat domains 2GKAP/Homer scaffold activity,SH3 domain binding,adult behavior,apical plasma membrane,brain development,brush border membrane,cell junction,cellular_component,ciliary membrane,cytosol,dendritic spine,exploration behavior,growth cone,ionotropic glutamate receptor binding,ionotropic glutamate receptor complex,learning,long term synaptic depression,long-term synaptic potentiation,memory,neurofilament,neuron projection,neuronal cell body,photoreceptor inner segment,photoreceptor outer segment,plasma membrane,positive regulation of synaptic transmission, glutamatergic,postsynaptic density,postsynaptic membrane,presynaptic active zone,protein C-terminus binding,protein binding,response to nutrient,social behavior,synapse assembly,vocalization behaviorAutistic Disorder;Child Development Disorders, Pervasive;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=41 A=0.0, G=1.0 0.00001 664.7 41 A=0/0, G=17/24

chr4:47667064 C/C T C SNV CORIN CORIN:exonic:NM_006587.3 1 100 11 missense NM_006587.3c.1574A>G p.His525Arg 1.5 1 29 0 Fz domain,Low-density lipoprotein receptor domain class A,Scavenger receptor cysteine-rich domain,Trypsin,Trypsin-like peptidase domainrs11934749 0.1509 YES 9.764E-1 (pos.47667064) Corin, serine peptidaseactin cytoskeleton,cell surface,extracellular region,female pregnancy,integral component of membrane,integral component of plasma membrane,nuclear body,peptide hormone processing,plasma membrane,regulation of blood pressure,regulation of cardiac conduction,regulation of renal sodium excretion,regulation of systemic arterial blood pressure by atrial natriuretic peptide,serine-type endopeptidase activityCardiovascular Diseases;Female Urogenital Diseases and Pregnancy Complications;Heart Diseases;Hypertension, Pregnancy-Induced;Pre-Eclampsia;Pregnancy ComplicationsT=0, C=145 T=0.0, C=1.0 0.00001 2446.33 145 T=0/0, C=61/84

chr4:47682174 G/G A G SNV CORIN CORIN:exonic:NM_006587.3 1 100 8 synonymous NM_006587.3c.1116T>C p.(=) -1.46 Fz domain,Low-density lipoprotein receptor domain class A,Scavenger receptor cysteine-rich domain,Trypsin,Trypsin-like peptidase domainrs10517195 0.4066 YES 1.19E-1 (pos.47682174) Corin, serine peptidaseactin cytoskeleton,cell surface,extracellular region,female pregnancy,integral component of membrane,integral component of plasma membrane,nuclear body,peptide hormone processing,plasma membrane,regulation of blood pressure,regulation of cardiac conduction,regulation of renal sodium excretion,regulation of systemic arterial blood pressure by atrial natriuretic peptide,serine-type endopeptidase activityCardiovascular Diseases;Female Urogenital Diseases and Pregnancy Complications;Heart Diseases;Hypertension, Pregnancy-Induced;Pre-Eclampsia;Pregnancy ComplicationsA=0, G=37 A=0.0, G=1.0 0.00001 583.707 37 A=0/0, G=23/14

chr11:7070723 G/T G T SNV NLRP14 NLRP14:intronic:NM_176822.3 1 50 intronic NM_176822.3c.2124-179G>Tp.? 1.08 Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs10839700 YES ATP binding,cell differentiation,multicellular organism development,spermatogenesisG=31, T=31 G=0.5, T=0.5 0.00001 305.324 62 G=15/16, T=13/18

chr16:30198151 G/G A G SNV CORO1A CORO1A:exonic:NM_007074.3 1 100 4 synonymous NM_007074.3c.336A>G p.(=) -5.51 0.06(COSM3721331)Domain of unknown function (DUF1899),Trimerisation motif,Type of WD40 repeat,WD domain, G-beta repeatrs1132812 0.4466 YES 9.299E-1 (pos.30198151) neoplasm,squamous_cell_carcinomaCoronin 1A RNA binding,T cell homeostasis,actin binding,actin cytoskeleton organization,actin filament,actin filament binding,actin filament organization,actin monomer binding,axon,calcium ion transport,cell-cell junction,cell-substrate adhesion,cellular response to interleukin-4,cortical actin cytoskeleton,cytoplasm,cytoskeletal protein binding,cytosol,early endosome,early endosome to recycling endosome transport,extracellular exosome,homeostasis of number of cells within a tissue,immunological synapse,immunological synapse formation,innate immune response,lamellipodium,leukocyte chemotaxis,membrane,movement of cell or subcellular component,myosin heavy chain binding,natural killer cell degranulation,negative regulation of actin nucleation,negative regulation of neuron apoptotic process,negative regulation of vesicle fusion,nerve growth factor signaling pathway,nucleus,phagocytic cup,phagocytic vesicle,phagocytic vesicle membrane,phagocytosis,phagolysosome assembly,phosphatidylinositol 3-kinase binding,plasma membrane,Mammary Neoplasms, Animal;Neoplasms;Neoplasms by SiteBenign A=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=17/10

chr11:71149856 T/T C T SNV DHCR7 DHCR7:intronic:NM_001360.2 1 100 intronic NM_001360.2c.831+69G>Ap.? -0.98 Ergosterol biosynthesis ERG4/ERG24 familyrs1792265 YES Delta-7-dehydrocholesterol reductase7-dehydrocholesterol reductase activity,NADP binding,blood vessel development,brassinosteroid biosynthetic process,cell differentiation,cholesterol biosynthetic process,cholesterol biosynthetic process via desmosterol,cholesterol biosynthetic process via lathosterol,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,lung development,membrane,multicellular organism growth,nuclear outer membrane,oxidation-reduction process,oxidoreductase activity, acting on the CH-CH group of donors, NAD or NADP as acceptor,post-embryonic development,regulation of cell proliferation,regulation of cholesterol biosynthetic process,sterol delta7 reductase activityAbnormalities, Multiple;Autistic Disorder;Bone Diseases;Bone Diseases, Metabolic;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Dyslipidemias;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Cirrhosis;Liver Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Neurodevelopmental Disorders;Nutritional and Metabolic Diseases;Smith-Lemli-Opitz Syndrome;Steroid Metabolism, Inborn ErrorsNADH C=0, T=58 C=0.0, T=1.0 0.00001 867.38 58 C=0/0, T=27/31

chr14:70793004 G/G A G SNV

COX16,SYNJ

2BP-COX16 SYNJ2BP-COX16:utr_3:NM_001202547.2, COX16:utr_3:NM_016468.6 1

100

4 utr_3 NM_016468.6, NM_001202547.2c.367T>C, c.622T>Cp.?, p.? 0.56 Cytochrome c oxidase assembly protein COX16,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs4749 0.2506 YES 9.3E-1 (pos.70793004) biological_process,cellular_component,integral component of membrane,mitochondrial membrane,molecular_functionA=0, G=49 A=0.0, G=1.0 0.00001 831.568 49 A=0/0, G=31/18

chr11:71714526 C/C G C SNV

IL18BP,NU

MA1 NUMA1:utr_3:NM_006185.3, IL18BP:downstream:NM_001039660.1 1
100

intronic NM_001039660.1, NM_006185.3c.*1619G>C, c.6395C>Gp.?, p.? 0.8 rs386754843,rs949324 0.056 YES 8.39E-1;0.0 (pos.71714526) Interleukin 18-binding protein,Nuclear mitotic apparatus protein-1Golgi membrane,T-helper 1 type immune response,anastral spindle assembly,apical part of cell,astral microtubule organization,cell cortex,cell cortex region,cell division,cellular response to hydrogen peroxide,cellular response to tumor necrosis factor,centrosome,chromosome,chromosome segregation,cortical microtubule,cytoplasmic microtubule bundle,cytosol,dendrite,disordered domain specific binding,dynein complex binding,establishment of mitotic spindle orientation,extracellular exosome,extracellular negative regulation of signal transduction,extracellular region,extracellular space,extrinsic component of plasma membrane,interleukin-18 binding,lateral cell cortex,lateral plasma membrane,lung epithelial cell differentiation,meiotic cell cycle,microtubule binding,microtubule bundle,microtubule bundle formation,microtubule minus-end,microtubule minus-end binding,microtubule plus-end,microtubule plus-end binding,mitotic spindle,mitotic spindle astral microtubule,mitotic spindle midzone,mitotic spindle pole,neuronaDermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Neoplasms;Neoplasms by Histologic Type;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesG=0, C=45 G=0.0, C=1.0 0.00001 747.391 45 G=0/0, C=42/3

chr11:71714528 G/G T G SNV

IL18BP,NU

MA1 NUMA1:utr_3:NM_006185.3, IL18BP:downstream:NM_001039660.1 1
100

intronic NM_001039660.1, NM_006185.3c.*1621T>G, c.6393A>Cp.?, p.? -0.18 rs386754843,rs949323 0.0655 YES 8.388E-1 (pos.71714528) Interleukin 18-binding protein,Nuclear mitotic apparatus protein-1Golgi membrane,T-helper 1 type immune response,anastral spindle assembly,apical part of cell,astral microtubule organization,cell cortex,cell cortex region,cell division,cellular response to hydrogen peroxide,cellular response to tumor necrosis factor,centrosome,chromosome,chromosome segregation,cortical microtubule,cytoplasmic microtubule bundle,cytosol,dendrite,disordered domain specific binding,dynein complex binding,establishment of mitotic spindle orientation,extracellular exosome,extracellular negative regulation of signal transduction,extracellular region,extracellular space,extrinsic component of plasma membrane,interleukin-18 binding,lateral cell cortex,lateral plasma membrane,lung epithelial cell differentiation,meiotic cell cycle,microtubule binding,microtubule bundle,microtubule bundle formation,microtubule minus-end,microtubule minus-end binding,microtubule plus-end,microtubule plus-end binding,mitotic spindle,mitotic spindle astral microtubule,mitotic spindle midzone,mitotic spindle pole,neuronaDermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Neoplasms;Neoplasms by Histologic Type;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesT=0, G=45 T=0.0, G=1.0 0.00001 746.908 45 T=0/0, G=42/3

chr11:71727422 C/C A C SNV

LOC100128

494,NUMA1 NUMA1:intronic:NM_006185.3, LOC100128494:exonic_nc:NR_104178.11

100

intronic NM_006185.3, NR_104178.1c.1242+32T>Gp.? -1.02 rs1057992 0.0218 YES 8.445E-1 (pos.71727422) Nuclear mitotic apparatus protein-1Golgi membrane,anastral spindle assembly,apical part of cell,astral microtubule organization,cell cortex,cell cortex region,cell division,centrosome,chromosome,chromosome segregation,cortical microtubule,cytoplasmic microtubule bundle,cytosol,dendrite,disordered domain specific binding,dynein complex binding,establishment of mitotic spindle orientation,extracellular exosome,extrinsic component of plasma membrane,lateral cell cortex,lateral plasma membrane,lung epithelial cell differentiation,meiotic cell cycle,microtubule binding,microtubule bundle,microtubule bundle formation,microtubule minus-end,microtubule minus-end binding,microtubule plus-end,microtubule plus-end binding,mitotic spindle,mitotic spindle astral microtubule,mitotic spindle midzone,mitotic spindle pole,neuronal cell body,nuclear matrix,nucleoplasm,nucleus,nucleus organization,phosphatidylinositol binding,positive regulation of BMP signaling pathway,positive regulation of chromosome segregation,positive regulation of chromosome separation,poDermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Neoplasms;Neoplasms by Histologic Type;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesA=0, C=23 A=0.0, C=1.0 0.00001 316.747 23 A=0/0, C=9/14

chr11:71733519 C/T C T SNV NUMA1 NUMA1:intronic:NM_006185.3 1 50 intronic NM_006185.3c.292-54G>Ap.? -0.88 rs10128658 0.0534 YES Nuclear mitotic apparatus protein-1Golgi membrane,anastral spindle assembly,apical part of cell,astral microtubule organization,cell cortex,cell cortex region,cell division,centrosome,chromosome,chromosome segregation,cortical microtubule,cytoplasmic microtubule bundle,cytosol,dendrite,disordered domain specific binding,dynein complex binding,establishment of mitotic spindle orientation,extracellular exosome,extrinsic component of plasma membrane,lateral cell cortex,lateral plasma membrane,lung epithelial cell differentiation,meiotic cell cycle,microtubule binding,microtubule bundle,microtubule bundle formation,microtubule minus-end,microtubule minus-end binding,microtubule plus-end,microtubule plus-end binding,mitotic spindle,mitotic spindle astral microtubule,mitotic spindle midzone,mitotic spindle pole,neuronal cell body,nuclear matrix,nucleoplasm,nucleus,nucleus organization,phosphatidylinositol binding,positive regulation of BMP signaling pathway,positive regulation of chromosome segregation,positive regulation of chromosome separation,poDermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Neoplasms;Neoplasms by Histologic Type;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesC=24, T=24 C=0.5, T=0.5 0.00001 262.016 48 C=15/9, T=11/13

chr11:72295906 G/G A G SNV PDE2A PDE2A:intronic:NM_002599.4 1 100 intronic NM_002599.4c.1359+10T>Cp.? -0.87 3'5'-cyclic nucleotide phosphodiesterase,GAF domainrs452228 5.00E-04 1.0 (pos.72295906) Phosphodiesterase 2A3',5'-cyclic-AMP phosphodiesterase activity,3',5'-cyclic-GMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,G-protein coupled receptor signaling pathway,Golgi apparatus,TPR domain binding,cAMP binding,cAMP catabolic process,cAMP-mediated signaling,cGMP binding,cGMP catabolic process,cGMP-mediated signaling,cGMP-stimulated cyclic-nucleotide phosphodiesterase activity,calcium channel activity,calcium ion transmembrane transport,cellular response to cGMP,cellular response to drug,cellular response to granulocyte macrophage colony-stimulating factor stimulus,cellular response to macrophage colony-stimulating factor stimulus,cellular response to mechanical stimulus,cellular response to transforming growth factor beta stimulus,cyclic-nucleotide phosphodiesterase activity,cytoplasm,cytosol,drug binding,endoplasmic reticulum,establishment of endothelial barrier,identical protein binding,metabolic process,metal ion binding,mitochondrial inner membrane,mitochondrial matrix,mitochondrial oArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Breast Diseases;Breast Neoplasms;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases3-isobutyl-1-methyl-7H-xanthine,Caffeine,Cyclic Guanosine Monophosphate,ND7001,Tofisopam,TrapidilA=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=5/22

chr16:85838653 C/C T C SNV COX4I1 COX4I1:exonic:NM_001861.4 1 100 3 synonymous NM_001861.4c.184T>C p.(=) 1.14 Cytochrome c oxidase subunit IVrs2599091 2.00E-04 1.0;0.0 (pos.85838653) Cytochrome c oxidase, subunit IV, isoform 1cytochrome-c oxidase activity,electron transport chain,extracellular exosome,generation of precursor metabolites and energy,hydrogen ion transmembrane transport,integral component of membrane,membrane,mitochondrial electron transport, cytochrome c to oxygen,mitochondrial inner membrane,mitochondrial respiratory chain complex IV,mitochondrion,nucleus,protein binding,response to nutrientCholic Acid,N-FormylmethionineT=0, C=24 T=0.0, C=1.0 0.00001 334.79 24 T=0/0, C=9/15

chr7:129916515 C/C T C SNV CPA2 CPA2:exonic:NM_001869.2 1 100 7 synonymous NM_001869.2c.633T>C p.(=) 0.33 0(COSM6217208)Carboxypeptidase activation peptide,Zinc carboxypeptidasers17590 0.3885 YES 7.804E-1 (pos.129916515)adenocarcinomaCarboxypeptidase A2, pancreaticcarboxypeptidase activity,extracellular region,extracellular space,metallocarboxypeptidase activity,protein catabolic process in the vacuole,proteolysis,vacuole,zinc ion bindingT=0, C=69 T=0.0, C=1.0 0.00001 1072.78 69 T=0/0, C=35/34

chr7:129962360 G/G A G SNV CPA4 CPA4:exonic:NM_016352.3 1 100 11 synonymous NM_016352.3c.1110A>G p.(=) -3.37 Carboxypeptidase activation peptide,Zinc carboxypeptidasers1569133 2.00E-04 1.0 (pos.129962360) Carboxypeptidase A4cellular_component,extracellular space,histone acetylation,metallocarboxypeptidase activity,protein binding,proteolysis,zinc ion bindingA=0, G=47 A=0.0, G=1.0 0.00001 793.676 47 A=0/0, G=29/18

chr13:46629944 G/G A G SNV

CPB2,CPB2-

AS1 CPB2:exonic:NM_001872.4, CPB2-AS1:intronic_nc:NR_046226.1 1
100

10 missense NR_046226.1, NM_001872.4c.1040T>C p.Ile347Thr -0.82 0.82 89 0 0(COSM5959995)Carboxypeptidase activation peptide,Zinc carboxypeptidasers1926447 0.2969 YES 8.175E-1 (pos.46629944) carcinoma Carboxypeptidase B2, plasma (carboxypeptidase U)blood coagulation,cell,cellular response to glucose stimulus,extracellular exosome,extracellular region,extracellular space,fibrinolysis,liver regeneration,metallocarboxypeptidase activity,negative regulation of fibrinolysis,negative regulation of hepatocyte proliferation,negative regulation of plasminogen activation,positive regulation of extracellular matrix constituent secretion,proteolysis,regulation of complement activation,response to drug,response to heat,zinc ion bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionAZD-9684,Prothrombin A=0, G=67 A=0.0, G=1.0 0.00001 1034.43 67 A=0/0, G=25/42

chr11:74407676 T/T C T SNV CHRDL2 CHRDL2:intronic:NM_015424.5 1 100 intronic NM_015424.5c.1269-46G>Ap.? -0.49 von Willebrand factor type C domainrs3819242 0.2517 YES 4.628E-1 (pos.74407676) Chordin-like 2cartilage development,cell differentiation,cytoplasm,extracellular space,ossificationC=0, T=25 C=0.0, T=1.0 0.00001 353.017 25 C=0/0, T=10/15

chr11:74408384 T/T C T SNV CHRDL2 CHRDL2:intronic:NM_015424.5 1 100 intronic NM_015424.5c.1176-42G>Ap.? -1.12 von Willebrand factor type C domainrs10751240 0.1382 YES 7.847E-1 (pos.74408384) Chordin-like 2cartilage development,cell differentiation,cytoplasm,extracellular space,ossificationC=0, T=43 C=0.0, T=1.0 0.00001 670.125 43 C=0/0, T=33/10

chr13:46641481 C/C T C SNV

CPB2,CPB2-

AS1 CPB2:exonic:NM_001872.4, CPB2-AS1:intronic_nc:NR_046226.1 1
100

7 synonymous NR_046226.1, NM_001872.4c.663A>G p.(=) -1.8 0.03(COSM3999100)Carboxypeptidase activation peptide,Zinc carboxypeptidasers7337140 0.2648 YES 8.338E-1 (pos.46641481) acute_myeloid_leukaemiaCarboxypeptidase B2, plasma (carboxypeptidase U)blood coagulation,cell,cellular response to glucose stimulus,extracellular exosome,extracellular region,extracellular space,fibrinolysis,liver regeneration,metallocarboxypeptidase activity,negative regulation of fibrinolysis,negative regulation of hepatocyte proliferation,negative regulation of plasminogen activation,positive regulation of extracellular matrix constituent secretion,proteolysis,regulation of complement activation,response to drug,response to heat,zinc ion bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionAZD-9684,Prothrombin T=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=17/4

chr15:83215251 C/C T C SNV CPEB1 CPEB1:exonic:NM_030594.4 1 100 11 synonymous NM_030594.4c.1515A>G p.(=) -0.18 0.31(COSM3754506),0.31(COSM3754507)Cytoplasmic polyadenylation element-binding protein 1 N-terminus,Cytoplasmic polyadenylation element-binding protein ZZ domain,RNA recognition motifrs1267657 0.3749 YES 4.777E-1 (pos.83215251) adenocarcinomaCytoplasmic polyadenylation element-binding protein 1P-body,cell junction,cellular response to amino acid stimulus,cellular response to hypoxia,cellular response to insulin stimulus,cellular response to lipopolysaccharide,centrosome,cytoplasm,dendrite,growth cone,mRNA 3'-UTR AU-rich region binding,mRNA 3'-UTR binding,mRNA processing,mRNA transport,messenger ribonucleoprotein complex,metal ion binding,negative regulation of cell proliferation,negative regulation of cytoplasmic translation,neuron projection,neuronal cell body,nucleus,perinuclear region of cytoplasm,positive regulation of cell migration,positive regulation of neuron projection development,positive regulation of nitric-oxide synthase biosynthetic process,positive regulation of translation,postsynaptic density,postsynaptic membrane,regulation of translation,ribosome binding,synapse,translation,translation factor activity, RNA binding,translation regulator activity,translation repressor activity, nucleic acid bindingHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeT=0, C=79 T=0.0, C=1.0 0.00001 1269.33 79 T=0/0, C=24/55

chr15:83224696 T/T C T SNV CPEB1 CPEB1:exonic:NM_030594.4 1 100 5 synonymous NM_030594.4c.783G>A p.(=) 0.12 0.32(COSM4594930),0.32(COSM4594931)Cytoplasmic polyadenylation element-binding protein 1 N-terminus,Cytoplasmic polyadenylation element-binding protein ZZ domain,RNA recognition motifrs1145171 YES 1.0 (pos.83224696) squamous_cell_carcinomaCytoplasmic polyadenylation element-binding protein 1P-body,cell junction,cellular response to amino acid stimulus,cellular response to hypoxia,cellular response to insulin stimulus,cellular response to lipopolysaccharide,centrosome,cytoplasm,dendrite,growth cone,mRNA 3'-UTR AU-rich region binding,mRNA 3'-UTR binding,mRNA processing,mRNA transport,messenger ribonucleoprotein complex,metal ion binding,negative regulation of cell proliferation,negative regulation of cytoplasmic translation,neuron projection,neuronal cell body,nucleus,perinuclear region of cytoplasm,positive regulation of cell migration,positive regulation of neuron projection development,positive regulation of nitric-oxide synthase biosynthetic process,positive regulation of translation,postsynaptic density,postsynaptic membrane,regulation of translation,ribosome binding,synapse,translation,translation factor activity, RNA binding,translation regulator activity,translation repressor activity, nucleic acid bindingHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeC=0, T=62 C=0.0, T=1.0 0.00001 940.318 62 C=0/0, T=50/12

chr11:74676794 C/C G C SNV SPCS2 SPCS2:intronic:NM_014752.2 1 100 intronic NM_014752.2c.199-14G>Cp.? -0.33 Microsomal signal peptidase 25 kDa subunit (SPC25)rs514534 0.2018 YES 7.51E-1 (pos.74676794) endoplasmic reticulum membrane,integral component of membrane,organelle membrane,peptidase activity,protein targeting to ER,signal peptidase complex,signal peptide processingG=0, C=62 G=0.0, C=1.0 0.00001 928.709 62 G=0/0, C=35/27

chr11:75167704 C/C T C SNV GDPD5 GDPD5:intronic:NM_030792.7 1 100 intronic NM_030792.7c.375+98A>Gp.? -6.58 Glycerophosphoryl diester phosphodiesterase familyrs1793410 YES Glycerophosphodiester phosphodiesterase domain-containing protein 3axon,cerebral cortex neuron differentiation,glycerophosphocholine phosphodiesterase activity,glycerophosphodiester phosphodiesterase activity,growth cone,integral component of membrane,lipid metabolic process,negative regulation of Notch signaling pathway,neuron projection development,neuronal cell body,perinuclear endoplasmic reticulum,positive regulation of cell cycle,positive regulation of neuron differentiation,protein binding,regulation of timing of cell differentiation,spinal cord motor neuron differentiationT=0, C=31 T=0.0, C=1.0 0.00001 465.817 31 T=0/0, C=20/11

chr10:93841227 G/G A G SNV CPEB3 CPEB3:exonic:NM_014912.4 1 100 9 synonymous NM_014912.4c.1719T>C p.(=) 0.25 0.57(COSM4595195),0.57(COSM4595196)Cytoplasmic polyadenylation element-binding protein ZZ domain,RNA recognition motif,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2676811 1.0 (pos.93841227) squamous_cell_carcinomaCytoplasmic polyadenylation element-binding protein 33'-UTR-mediated mRNA destabilization,CCR4-NOT complex,RNA binding,RNA stem-loop binding,apical dendrite,cell junction,cellular response to amino acid stimulus,cytoplasm,dendrite,long-term memory,mRNA 3'-UTR AU-rich region binding,mRNA 3'-UTR binding,messenger ribonucleoprotein complex,negative regulation of cytoplasmic translation,negative regulation of cytoplasmic translational elongation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of translation,neuron projection,nucleus,positive regulation of dendritic spine development,positive regulation of mRNA polyadenylation,positive regulation of nuclear-transcribed mRNA catabolic process, deadenylation-dependent decay,positive regulation of nuclear-transcribed mRNA poly(A) tail shortening,positive regulation of translation,postsynaptic density,postsynaptic membrane,protein binding,regulation of dendritic spine development,regulation of synaptic plasticity,ribosome binding,synapse,translation,translation factor activity, RA=0, G=25 A=0.0, G=1.0 0.00001 353.018 25 A=0/0, G=12/13

chr7:120764477 G/C G C SNV CPED1 CPED1:exonic:NM_024913.4 1 50 8 synonymous NM_024913.4c.1011G>C p.(=) -0.93 0.06(COSM5654104),0.06(COSM5654105)Cadherin-like beta sandwich domainrs1524498 0.444 YES 8.392E-1;0.0;0.0 (pos.120764477)diffuse_large_B_cell_lymphomaendoplasmic reticulumBrain Diseases;Central Nervous System Diseases;Central Nervous System Infections;Creutzfeldt-Jakob Syndrome;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Prion DiseasesG=34, C=34 G=0.5, C=0.5 0.00001 342.021 68 G=10/24, C=16/18

chr6:36733132 A/A G A SNV CPNE5 CPNE5:exonic:NM_020939.1 1 100 11 synonymous NM_020939.1c.759C>T p.(=) -0.25 0.41(COSM3762019)C2 domain,Copiners763048 0.3471 YES 6.301E-1 (pos.36733132) adenocarcinoma,ductal_carcinomaCopine V extracellular exosome,molecular_function,neuron projection,perikaryon,positive regulation of dendrite extensionG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=15/9

chr11:75430950 G/G A G SNV MOGAT2 MOGAT2:intronic:NM_025098.3 1 100 intronic NM_025098.3c.92-87A>Gp.? -0.53 Diacylglycerol acyltransferasers650861 YES Monoacylglycerol O-acyltransferase 22-acylglycerol O-acyltransferase activity,acetyltransferase activity,diacylglycerol biosynthetic process,endoplasmic reticulum,endoplasmic reticulum membrane,glycerol metabolic process,integral component of membrane,intestinal absorption,triglyceride biosynthetic processA=0, G=26 A=0.0, G=1.0 0.00001 370.516 26 A=0/0, G=18/8

chr11:7614492 G/G A G SNV PPFIBP2 PPFIBP2:intronic:NM_003621.3 1 100 intronic NM_003621.3c.372+37A>Gp.? 0.25 SAM domain (Sterile alpha motif)rs7115173 0.3561 YES 4.59E-1 (pos.7614492) cytosol,extracellular space,identical protein binding,intracellular,molecular_functionGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, G=41 A=0.0, G=1.0 0.00001 664.69 41 A=0/0, G=22/19

chr11:7614530 CA/CA C CA INDEL PPFIBP2 PPFIBP2:intronic:NM_003621.3 1 100 intronic NM_003621.3c.372+75C>CAp.? -2.63 SAM domain (Sterile alpha motif) cytosol,extracellular space,identical protein binding,intracellular,molecular_functionGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, CA=29 C=0.0, CA=1.0 0.00001 334.867 29 C=0/0, CA=10/19

chr11:76183924 A/G A G SNV EMSY EMSY:intronic:NM_020193.4 1 50 intronic NM_020193.4c.1108+40A>Gp.? -3.69 ENT domain rs4245443 0.411 YES 7.213E-1 (pos.76183924) EMSY gene DNA repair,covalent chromatin modification,nucleoplasm,protein binding,protein homodimerization activity,regulation of transcription, DNA-templated,transcription, DNA-templatedA=15, G=15 A=0.5, G=0.5 0.00001 145.019 30 A=6/9, G=7/8

chr16:89662990 T/C T C SNV CPNE7 CPNE7:exonic:NM_153636.2 1 47.62 15 synonymous NM_153636.2c.1638T>C p.(=) -1.15 0(COSM1380543)C2 domain,Copiners694285,rs762185623 0.1857 YES 8.127E-1;0.0 (pos.89662990)adenocarcinoma,neoplasmCopine VII cellular response to calcium ion,cytoplasm,extracellular exosome,glycerophospholipid biosynthetic process,lipid metabolic process,nucleus,plasma membrane,protein binding,transport,transporter activityT=11, C=10 T=0.5238, C=0.4762 0.00001 82.2887 21 T=6/5, C=7/3

chr3:98304467 C/C T C SNV CPOX CPOX:exonic:NM_000097.5 1 100 5 synonymous NM_000097.5c.990A>G p.(=) 0.91 Coproporphyrinogen III oxidasers1729995 0.3217 YES 7.608E-1 (pos.98304467) Coproporphyrinogen oxidasecoproporphyrinogen oxidase activity,cytosol,heme biosynthetic process,integral component of membrane,mitochondrial inner membrane,mitochondrial intermembrane space,mitochondrion,oxidation-reduction process,porphyrin-containing compound biosynthetic process,protein homodimerization activity,protoporphyrinogen IX biosynthetic process,response to arsenic-containing substance,response to insecticide,response to iron ion,response to lead ion,response to methylmercury,structural constituent of eye lensCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Coproporphyria, Hereditary;Digestive System Diseases;Genetic Diseases, Inborn;Liver Diseases;Metabolic Diseases;Nutritional and Metabolic Diseases;Porphyria Cutanea Tarda;Porphyrias;Porphyrias, Hepatic;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign T=0, C=51 T=0.0, C=1.0 0.00001 754.584 51 T=0/0, C=25/26

chr16:12758966 C/C T C SNV CPPED1 CPPED1:exonic:NM_018340.2 1 100 4 missense NM_018340.2c.722A>G p.Lys241Arg 0.27 0.59 26 0.006 0.74(COSM4418628)Calcineurin-like phosphoesterasers1713480 0.0561 YES 5.519E-1 (pos.12758966) acute_myeloid_leukaemiaCalcineurin-like phosphoesterase domain-containing protein 1azurophil granule lumen,cytosol,extracellular exosome,extracellular region,metal ion binding,neutrophil degranulation,phosphoprotein phosphatase activity,plasma membrane,protein dephosphorylationT=0, C=77 T=0.0, C=1.0 0.00001 1229.44 77 T=0/0, C=28/49

chr2:211481257 G/G C G SNV CPS1 CPS1:exonic:NM_001875.4 1 100 21 synonymous NM_001875.4c.2679C>G p.(=) -0.23 0.07(COSM5021352),0.07(COSM5021353)ATP-grasp domain,Carbamoyl-phosphate synthase L chain, ATP binding domain,Carbamoyl-phosphate synthase small chain, CPSase domain,Carbamoyl-phosphate synthetase large chain, oligomerisation domain,D-ala D-ala ligase C-terminus,Glutamine amidotransferase class-I,MGS-like domainrs2287599 0.4384 YES 4.966E-1;0.0 (pos.211481257)osteosarcoma Carbamoyl-phosphate synthetase 1, mitochondrial'de novo' pyrimidine nucleobase biosynthetic process,ATP binding,anion homeostasis,arginine biosynthetic process,calcium ion binding,carbamoyl phosphate biosynthetic process,carbamoyl-phosphate synthase (ammonia) activity,carbamoyl-phosphate synthase (glutamine-hydrolyzing) activity,cellular response to ammonia,cellular response to cAMP,cellular response to fibroblast growth factor stimulus,cellular response to glucagon stimulus,cellular response to oleic acid,citrulline biosynthetic process,endopeptidase activity,glutamate binding,glutamine metabolic process,hepatocyte differentiation,homocysteine metabolic process,midgut development,mitochondrial inner membrane,mitochondrial matrix,mitochondrial nucleoid,modified amino acid binding,nitric oxide metabolic process,nucleolus,phospholipid binding,protein binding,protein complex,protein complex binding,proteolysis,response to amine,response to amino acid,response to dexamethasone,response to drug,response to food,response to growth hormone,response to lipopolysaAmino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbamoyl-Phosphate Synthase I Deficiency Disease;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hypertension, Pulmonary;Infant, Newborn, Diseases;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Lung Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Neoplasms;Nervous System Diseases;Neuralgia;Neuralgia, Postherpetic;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Pain;Peripheral Nervous System Diseases;Persistent Fetal Circulation Syndrome;Precancerous Conditions;Renal Insufficiency;Renal Insufficiency, Chronic;Respiratory Tract Diseases;Urea Cycle Disorders, Inborn;Urologic DiseasesCarglumic AcidBenign/Likely benignC=0, G=26 C=0.0, G=1.0 0.00001 371.3 26 C=0/0, G=13/13

chr14:92588002 G/G T G SNV

CPSF2,NDUF

B1 CPSF2:upstream:NM_017437.2, NDUFB1:exonic:NM_004545.3 1
100

1 synonymous NM_004545.3, NM_017437.2c.120A>C, c.-9327T>Gp.(=), p.? -1.3 0(COSM1563049)MNLL subunit rs3818263 0.3391 YES 8.334E-1 (pos.92588002) adenocarcinoma,squamous_cell_carcinomaNADH-ubiquinone oxidoreductase 1 beta subcomplex, 1NADH dehydrogenase (ubiquinone) activity,RNA binding,extracellular exosome,integral component of membrane,mRNA 3'-end processing,mRNA 3'-end processing by stem-loop binding and cleavage,mRNA cleavage,mRNA cleavage and polyadenylation specificity factor complex,mRNA export from nucleus,mRNA polyadenylation,mRNA splicing, via spliceosome,membrane,mitochondrial electron transport, NADH to ubiquinone,mitochondrial inner membrane,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,mitochondrion,nuclear speck,nucleoplasm,protein binding,termination of RNA polymerase II transcriptionNADH T=0, G=31 T=0.0, G=1.0 0.00001 465.81 31 T=0/0, G=20/11

chr11:76637730 G/G C G SNV ACER3 ACER3:intronic:NM_018367.6 1 100 intronic NM_018367.6c.214+19C>Gp.? -0.13 Ceramidase rs4604914 0.2671 YES 6.32E-1 (pos.76637730) Alkaline ceramidase 3ceramide metabolic process,endoplasmic reticulum membrane,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in linear amides,integral component of Golgi membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,phytoceramidase activity,phytosphingosine biosynthetic process,positive regulation of cell proliferation,sphingolipid biosynthetic process,sphingosine biosynthetic processMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasC=0, G=64 C=0.0, G=1.0 0.00001 977.63 64 C=0/0, G=25/39

chr11:76687399 C/C A C SNV ACER3 ACER3:intronic:NM_018367.6 1 100 intronic NM_018367.6c.320+14A>Cp.? 1.11 Ceramidase rs1517909 0.2364 YES 6.852E-1 (pos.76687399) Alkaline ceramidase 3ceramide metabolic process,endoplasmic reticulum membrane,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in linear amides,integral component of Golgi membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,phytoceramidase activity,phytosphingosine biosynthetic process,positive regulation of cell proliferation,sphingolipid biosynthetic process,sphingosine biosynthetic processMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasA=0, C=44 A=0.0, C=1.0 0.00001 726.569 44 A=0/0, C=26/18

chr11:76687448 C/C A C SNV ACER3 ACER3:intronic:NM_018367.6 1 100 intronic NM_018367.6c.320+63A>Cp.? 1.16 Ceramidase rs1517908 0.2415 YES Alkaline ceramidase 3ceramide metabolic process,endoplasmic reticulum membrane,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in linear amides,integral component of Golgi membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,phytoceramidase activity,phytosphingosine biosynthetic process,positive regulation of cell proliferation,sphingolipid biosynthetic process,sphingosine biosynthetic processMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasA=0, C=45 A=0.0, C=1.0 0.00001 747.393 45 A=0/0, C=26/19

chr11:76687516 C/C T C SNV ACER3 ACER3:intronic:NM_018367.6 1 100 intronic NM_018367.6c.320+131T>Cp.? 0.76 Ceramidase rs1517907 YES Alkaline ceramidase 3ceramide metabolic process,endoplasmic reticulum membrane,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in linear amides,integral component of Golgi membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,phytoceramidase activity,phytosphingosine biosynthetic process,positive regulation of cell proliferation,sphingolipid biosynthetic process,sphingosine biosynthetic processMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasT=0, C=45 T=0.0, C=1.0 0.00001 747.384 45 T=0/0, C=26/19

chr11:76701657 G/A G A SNV ACER3 ACER3:intronic:NM_018367.6 1 52.38 intronic NM_018367.6c.438+39G>Ap.? -0.2 Ceramidase rs3740766 0.4505 YES 2.656E-1 (pos.76701657) Alkaline ceramidase 3ceramide metabolic process,endoplasmic reticulum membrane,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in linear amides,integral component of Golgi membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,phytoceramidase activity,phytosphingosine biosynthetic process,positive regulation of cell proliferation,sphingolipid biosynthetic process,sphingosine biosynthetic processMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasG=10, A=11 G=0.4762, A=0.5238 0.00001 95.2994 21 G=6/4, A=5/6



chr11:61179285 A/A G A SNV CPSF7 CPSF7:exonic:NM_024811.3 1 100 8 synonymous NM_024811.3c.1338C>T p.(=) -0.79 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs3019198 0.1506 YES 9.622E-1 (pos.61179285) RNA binding,mRNA 3'-end processing,mRNA cleavage factor complex,mRNA splicing, via spliceosome,membrane,nucleic acid binding,nucleoplasm,nucleus,protein binding,protein tetramerization,termination of RNA polymerase II transcriptionG=0, A=42 G=0.0, A=1.0 0.00001 685.208 42 G=0/0, A=21/21

chr11:76796159 T/T C T SNV CAPN5 CAPN5:intronic:NM_004055.4 1 100 intronic NM_004055.4c.165+62C>Tp.? -0.08 Calpain family cysteine protease,Calpain large subunit, domain IIIrs2276029 YES Calpain 5 calcium-dependent cysteine-type endopeptidase activity,cell surface,cytoplasm,extracellular exosome,focal adhesion,intracellular,proteolysis,signal transductionDigestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Eye Diseases;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte Disorders;Retinal Diseases;Vitreoretinopathy, ProliferativeC=0, T=66 C=0.0, T=1.0 0.00001 1015.4 66 C=0/0, T=26/40

chr11:68549340 G/G A G SNV CPT1A CPT1A:exonic:NM_001876.3 1 100 11 synonymous NM_001876.3c.1251T>C p.(=) 0.25 Carnitine O-palmitoyltransferase N-terminus,Choline/Carnitine o-acyltransferasers2228502,rs755361411 0.0547 YES 0.0 (pos.68549331),9.112E-1 (pos.68549340)Carnitine palmitoyltransferase I, livercarnitine O-palmitoyltransferase activity,carnitine metabolic process,carnitine shuttle,cellular response to fatty acid,circadian rhythm,eating behavior,epithelial cell differentiation,fatty acid beta-oxidation,glucose metabolic process,identical protein binding,integral component of membrane,integral component of mitochondrial outer membrane,long-chain fatty acid metabolic process,membrane,mitochondrial inner membrane,mitochondrial outer membrane,mitochondrion,palmitoleoyltransferase activity,positive regulation of fatty acid beta-oxidation,protein homooligomerization,regulation of insulin secretion,regulation of lipid metabolic process,response to drug,response to organic cyclic compound,transferase activity, transferring acyl groups,triglyceride metabolic processBreast Diseases;Breast Neoplasms;Carnitine palmitoyltransferase I deficiency;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Endocrine System Diseases;Fatty Acid Oxidation Disorder;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hypoglycemia;Kidney Diseases;Kidney Failure, Chronic;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Recommended Newborn Screening Panels;Renal Insufficiency;Renal Insufficiency, Chronic;Secondary Conditions;Skin Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesGlyburide,L-Carnitine,PerhexilineBenign A=0, G=71 A=0.0, G=1.0 0.00001 1111.44 71 A=0/0, G=34/37

chr1:1262966 C/T C T SNV CPTP CPTP:exonic:NM_001029885.1 1 97.5 3 synonymous NM_001029885.1c.468C>T p.(=) 0.16 0.67(COSM3750295)Glycolipid transfer protein (GLTP)rs307349 0.0687 YES 8.336E-1 (pos.1262966) adenocarcinoma,neoplasmGlycolipid transfer protein domain-containing protein 1Golgi apparatus,ceramide 1-phosphate binding,ceramide 1-phosphate transport,ceramide 1-phosphate transporter activity,cytosol,endosome membrane,glycolipid transport,glycosphingolipid metabolic process,intermembrane lipid transfer,intermembrane lipid transfer activity,nuclear outer membrane,phospholipid binding,phospholipid transporter activity,plasma membraneC=1, T=39 C=0.025, T=0.975 0.00001 611.603 40 C=0/1, T=16/23

chr11:7687669 C/C A C SNV CYB5R2 CYB5R2:intronic:NM_016229.4 1 100 intronic NM_016229.4c.658+13T>Gp.? -1.05 Ferric reductase NAD binding domain,Oxidoreductase FAD-binding domain,Oxidoreductase NAD-binding domainrs12796110 0.2295 YES 7.894E-1 (pos.7687669) Cytochrome b5 reductase 2bicarbonate transport,cytochrome-b5 reductase activity, acting on NAD(P)H,endoplasmic reticulum membrane,integral component of membrane,membrane,mitochondrion,nucleus,oxidation-reduction process,oxidoreductase activity,protein binding,sterol biosynthetic processA=0, C=33 A=0.0, C=1.0 0.00001 504.595 33 A=0/0, C=19/14

chr7:29152371 G/A G A SNV CPVL CPVL:exonic:NM_019029.3 1 53.33 3 synonymous NM_019029.3c.237C>T p.(=) -1.4 0.02(COSM3762613)Serine carboxypeptidasers323182 0.1176 YES 3.205E-2;0.0 (pos.29152371)adenocarcinomaCarboxypeptidase, vitellogenic-likeextracellular exosome,proteolysis,proteolysis involved in cellular protein catabolic process,serine-type carboxypeptidase activityMental Disorders;Psychotic Disorders;Schizophrenia Spectrum and Other Psychotic DisordersG=14, A=16 G=0.4667, A=0.5333 0.00001 159.925 30 G=7/7, A=7/9

chr11:76885779 A/A G A SNV MYO7A MYO7A:intronic:NM_000260.3 1 100 intronic NM_000260.3c.1936-23G>Ap.? -0.24 FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain)rs2276283 0.457 YES 5.468E-1 (pos.76885779) Myosin VIIA ADP binding,ATP binding,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,apical plasma membrane,auditory receptor cell stereocilium organization,calmodulin binding,cell cortex,cytoplasm,cytoskeleton,cytosol,equilibrioception,eye photoreceptor cell development,intracellular protein transport,lysosomal membrane,lysosome organization,melanosome,microfilament motor activity,microvillus,motor activity,myosin VII complex,myosin complex,phagolysosome assembly,photoreceptor connecting cilium,photoreceptor inner segment,photoreceptor outer segment,pigment granule transport,post-embryonic animal organ morphogenesis,protein N-terminus binding,protein binding,protein domain specific binding,protein homodimerization activity,sensory perception of light stimulus,sensory perception of sound,spectrin binding,stereocilium,synapse,upper tip-link density,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Nevi and Melanomas;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersBenign G=0, A=338 G=0.0, A=1.0 0.00001 5696.88 338 G=0/0, A=162/176

chr11:76894235 C/C G C SNV MYO7A MYO7A:intronic:NM_000260.3 1 100 intronic NM_000260.3c.3375+33G>Cp.? -1.21 FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain)rs948972 0.4259 YES 4.533E-1;0.0 (pos.76894235) Myosin VIIA ADP binding,ATP binding,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,apical plasma membrane,auditory receptor cell stereocilium organization,calmodulin binding,cell cortex,cytoplasm,cytoskeleton,cytosol,equilibrioception,eye photoreceptor cell development,intracellular protein transport,lysosomal membrane,lysosome organization,melanosome,microfilament motor activity,microvillus,motor activity,myosin VII complex,myosin complex,phagolysosome assembly,photoreceptor connecting cilium,photoreceptor inner segment,photoreceptor outer segment,pigment granule transport,post-embryonic animal organ morphogenesis,protein N-terminus binding,protein binding,protein domain specific binding,protein homodimerization activity,sensory perception of light stimulus,sensory perception of sound,spectrin binding,stereocilium,synapse,upper tip-link density,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Nevi and Melanomas;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersBenign G=0, C=23 G=0.0, C=1.0 0.00001 302.424 23 G=0/0, C=11/12

chr11:76895770 G/G GGGAGGCGGGGACACCAGGGCCTG INDEL MYO7A MYO7A:intronic:NM_000260.3 22 100 intronic NM_000260.3c.3503+10GGGAGGCGGGGACACCAGGGCCT>Gp.? -2.39, 0.22, 0.56, -0.08, 0.41, 1.34, 0.33, -2.75, 0.5, 0.28, 0.58, 0.13, 0.04, -1.02, 0.42, 0.52, -2.32, 0.42, 0.56, -0.61, 0.14, 0.33, -0.04FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain)rs111033223,rs111906251,rs12291062,rs143953991,rs369969967,rs781790237,rs781955397,rs782049232,rs782169821,rs782601452,rs782767556,rs785092180.3973 YES 0.0 (pos.76895773),0.0 (pos.76895777),0.0 (pos.76895787),0.0;0.0 (pos.76895769),2.089E-1;0.0 (pos.76895770),3.344E-4 (pos.76895772),3.374E-4 (pos.76895774)Myosin VIIA ADP binding,ATP binding,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,apical plasma membrane,auditory receptor cell stereocilium organization,calmodulin binding,cell cortex,cytoplasm,cytoskeleton,cytosol,equilibrioception,eye photoreceptor cell development,intracellular protein transport,lysosomal membrane,lysosome organization,melanosome,microfilament motor activity,microvillus,motor activity,myosin VII complex,myosin complex,phagolysosome assembly,photoreceptor connecting cilium,photoreceptor inner segment,photoreceptor outer segment,pigment granule transport,post-embryonic animal organ morphogenesis,protein N-terminus binding,protein binding,protein domain specific binding,protein homodimerization activity,sensory perception of light stimulus,sensory perception of sound,spectrin binding,stereocilium,synapse,upper tip-link density,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Nevi and Melanomas;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersBenign GGGAGGCGGGGACACCAGGGCCT=0, G=40GGGAGGCGGGGACACCAGGGCCT=0.0, G=1.00.00001 642.863 40 GGGAGGCGGGGACACCAGGGCCT=0/0, G=22/18

chr11:7689633 C/C A C SNV CYB5R2 CYB5R2:intronic:NM_016229.4 1 100 intronic NM_016229.4c.472+76T>Gp.? -0.23 Ferric reductase NAD binding domain,Oxidoreductase FAD-binding domain,Oxidoreductase NAD-binding domainrs10743030 Cytochrome b5 reductase 2bicarbonate transport,cytochrome-b5 reductase activity, acting on NAD(P)H,endoplasmic reticulum membrane,integral component of membrane,membrane,mitochondrion,nucleus,oxidation-reduction process,oxidoreductase activity,protein binding,sterol biosynthetic processA=0, C=43 A=0.0, C=1.0 0.00001 681.494 43 A=0/0, C=29/14

chr11:76901273 T/T C T SNV MYO7A MYO7A:intronic:NM_000260.3 1 100 intronic NM_000260.3c.3750+89C>Tp.? 0.77 FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain)rs2276286 YES Myosin VIIA ADP binding,ATP binding,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,apical plasma membrane,auditory receptor cell stereocilium organization,calmodulin binding,cell cortex,cytoplasm,cytoskeleton,cytosol,equilibrioception,eye photoreceptor cell development,intracellular protein transport,lysosomal membrane,lysosome organization,melanosome,microfilament motor activity,microvillus,motor activity,myosin VII complex,myosin complex,phagolysosome assembly,photoreceptor connecting cilium,photoreceptor inner segment,photoreceptor outer segment,pigment granule transport,post-embryonic animal organ morphogenesis,protein N-terminus binding,protein binding,protein domain specific binding,protein homodimerization activity,sensory perception of light stimulus,sensory perception of sound,spectrin binding,stereocilium,synapse,upper tip-link density,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Nevi and Melanomas;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersC=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=16/8

chr11:76905604 T/T G T SNV MYO7A MYO7A:intronic:NM_000260.3 1 100 intronic NM_000260.3c.4323+35G>Tp.? -1.44 FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain)rs1109977 0.4632 YES 4.984E-1 (pos.76905604) Myosin VIIA ADP binding,ATP binding,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,apical plasma membrane,auditory receptor cell stereocilium organization,calmodulin binding,cell cortex,cytoplasm,cytoskeleton,cytosol,equilibrioception,eye photoreceptor cell development,intracellular protein transport,lysosomal membrane,lysosome organization,melanosome,microfilament motor activity,microvillus,motor activity,myosin VII complex,myosin complex,phagolysosome assembly,photoreceptor connecting cilium,photoreceptor inner segment,photoreceptor outer segment,pigment granule transport,post-embryonic animal organ morphogenesis,protein N-terminus binding,protein binding,protein domain specific binding,protein homodimerization activity,sensory perception of light stimulus,sensory perception of sound,spectrin binding,stereocilium,synapse,upper tip-link density,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Nevi and Melanomas;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersBenign G=0, T=54 G=0.0, T=1.0 0.00001 798.148 54 G=0/0, T=22/32

chr7:29152416 G/A G A SNV CPVL CPVL:exonic:NM_019029.3 1 53.33 3 synonymous NM_019029.3c.192C>T p.(=) 0.09 0.08(COSM3762614)Serine carboxypeptidasers2011337 0.1183 YES 3.221E-2 (pos.29152416) adenocarcinomaCarboxypeptidase, vitellogenic-likeextracellular exosome,proteolysis,proteolysis involved in cellular protein catabolic process,serine-type carboxypeptidase activityMental Disorders;Psychotic Disorders;Schizophrenia Spectrum and Other Psychotic DisordersG=14, A=16 G=0.4667, A=0.5333 0.00001 159.942 30 G=7/7, A=7/9

chr11:76916967 G/G A G SNV MYO7A MYO7A:intronic:NM_000260.3 1 100 intronic NM_000260.3c.5637-175A>Gp.? -1.77 FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain)rs4945160 YES Myosin VIIA ADP binding,ATP binding,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,apical plasma membrane,auditory receptor cell stereocilium organization,calmodulin binding,cell cortex,cytoplasm,cytoskeleton,cytosol,equilibrioception,eye photoreceptor cell development,intracellular protein transport,lysosomal membrane,lysosome organization,melanosome,microfilament motor activity,microvillus,motor activity,myosin VII complex,myosin complex,phagolysosome assembly,photoreceptor connecting cilium,photoreceptor inner segment,photoreceptor outer segment,pigment granule transport,post-embryonic animal organ morphogenesis,protein N-terminus binding,protein binding,protein domain specific binding,protein homodimerization activity,sensory perception of light stimulus,sensory perception of sound,spectrin binding,stereocilium,synapse,upper tip-link density,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Nevi and Melanomas;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersA=0, G=21 A=0.0, G=1.0 0.00001 281.232 21 A=0/0, G=11/10

chr10:125506302 C/C T C SNV CPXM2 CPXM2:exonic:NM_198148.2 1 100 14 missense NM_198148.2c.2249A>G p.Gln750Arg 2.75 1 43 0 Carboxypeptidase regulatory-like domain,F5/8 type C domain,Zinc carboxypeptidasers7088479,rs777252348 0.0015 0.0 (pos.125506301),1.0 (pos.125506302)Carboxypeptidase X, M14 family, member 2extracellular matrix,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=14/20

chr11:76925075 T/T G T SNV MYO7A MYO7A:intronic:NM_000260.3 1 100 intronic NM_000260.3c.6558+51G>Tp.? -0.4 FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain)rs745519631,rs948959 0.0288 YES 0.0 (pos.76925066) Myosin VIIA ADP binding,ATP binding,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,apical plasma membrane,auditory receptor cell stereocilium organization,calmodulin binding,cell cortex,cytoplasm,cytoskeleton,cytosol,equilibrioception,eye photoreceptor cell development,intracellular protein transport,lysosomal membrane,lysosome organization,melanosome,microfilament motor activity,microvillus,motor activity,myosin VII complex,myosin complex,phagolysosome assembly,photoreceptor connecting cilium,photoreceptor inner segment,photoreceptor outer segment,pigment granule transport,post-embryonic animal organ morphogenesis,protein N-terminus binding,protein binding,protein domain specific binding,protein homodimerization activity,sensory perception of light stimulus,sensory perception of sound,spectrin binding,stereocilium,synapse,upper tip-link density,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Nevi and Melanomas;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersG=0, T=20 G=0.0, T=1.0 0.00001 263.778 20 G=0/0, T=8/12

chr10:125521590 A/A G A SNV CPXM2 CPXM2:exonic:NM_198148.2 1 100 11 synonymous NM_198148.2c.1575C>T p.(=) 3.92 0.97(COSM4144417),0.97(COSM4144418)Carboxypeptidase regulatory-like domain,F5/8 type C domain,Zinc carboxypeptidasers10794567 0.2471 YES 5.534E-1 (pos.125521590)neoplasm Carboxypeptidase X, M14 family, member 2extracellular matrix,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingG=0, A=21 G=0.0, A=1.0 0.00001 273.904 21 G=0/0, A=11/10

chr11:77775466 C/G C G SNV

NDUFC2-

KCTD14,THR

SP THRSP:intronic:NM_003251.3, NDUFC2-KCTD14:intronic:NM_001203261.11

52.38

intronic NM_001203261.1, NM_003251.3c.310+8578G>C, c.*460+79C>Gp.?, p.? 0.74 NADH-ubiquinone oxidoreductase subunit b14.5b (NDUFC2),Thyroid hormone-inducible hepatic protein Spot 14rs545869 YES Thyroid hormone responsive SPOT14, rat, homolog ofNADH dehydrogenase (ubiquinone) activity,carnitine shuttle,cytosol,identical protein binding,integral component of membrane,lipid metabolic process,mitochondrial electron transport, NADH to ubiquinone,mitochondrial inner membrane,mitochondrion,nucleoplasm,protein homodimerization activity,regulation of lipid biosynthetic process,regulation of transcription, DNA-templated,regulation of triglyceride biosynthetic process,respiratory chain,transcription, DNA-templatedMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalC=10, G=11 C=0.4762, G=0.5238 0.00001 95.2978 21 C=8/2, G=5/6

chr4:8602884 C/C T C SNV CPZ CPZ:exonic:NM_001014447.2 1 100 3 synonymous NM_001014447.2c.156T>C p.(=) -3.15 0.04(COSM4159244)Carboxypeptidase regulatory-like domain,Fz domain,Zinc carboxypeptidasers4301095,rs7561313731.00E-04 0.0 (pos.8602870),1.0 (pos.8602884)neoplasm Carboxypeptidase ZWnt signaling pathway,extracellular exosome,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteinaceous extracellular matrix,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingT=0, C=23 T=0.0, C=1.0 0.00001 316.746 23 T=0/0, C=6/17

chr11:77850517 A/A C A SNV

ALG8,KCTD2

1-AS1 ALG8:intronic:NM_024079.4, KCTD21-AS1:upstream:NR_102280.1 1
100

intronic NM_024079.4, NR_102280.1c.95+23G>Tp.? 1.21 ALG6, ALG8 glycosyltransferase familyrs10793289 0.4556 YES 3.989E-1 (pos.77850517) Alg8, S. cerevisiae, homolog ofalpha-1,3-mannosyltransferase activity,dolichol-linked oligosaccharide biosynthetic process,dolichyl pyrophosphate Man9GlcNAc2 alpha-1,3-glucosyltransferase activity,dolichyl-phosphate-glucose-glycolipid alpha-glucosyltransferase activity,endoplasmic reticulum membrane,integral component of membrane,mannosylation,oligosaccharide-lipid intermediate biosynthetic process,protein N-linked glycosylation,protein binding,protein glycosylation,transferase activity, transferring hexosyl groupsCarbohydrate Metabolism, Inborn Errors;Congenital Disorders of Glycosylation;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesBenign C=0, A=24 C=0.0, A=1.0 0.00001 334.792 24 C=0/0, A=15/9

chr4:8602935 G/G A G SNV CPZ CPZ:exonic:NM_001014447.2 1 100 3 synonymous NM_001014447.2c.207A>G p.(=) -1.28 0.04(COSM4159245)Carboxypeptidase regulatory-like domain,Fz domain,Zinc carboxypeptidasers4431213 1.00E-04 1.0;0.0 (pos.8602935) neoplasm Carboxypeptidase ZWnt signaling pathway,extracellular exosome,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteinaceous extracellular matrix,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingA=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=8/19

chr11:78189558 C/C T C SNV NARS2 NARS2:intronic:NM_024678.5 1 100 intronic NM_024678.5c.922-37A>Gp.? -0.2 OB-fold nucleic acid binding domain,tRNA synthetases class II (D, K and N)rs4944202 0.1841 YES 5.773E-1 (pos.78189558) Asparaginyl-tRNA synthetase 2ATP binding,aminoacyl-tRNA ligase activity,asparagine-tRNA ligase activity,asparaginyl-tRNA aminoacylation,cytosol,ligase activity,mitochondrial matrix,mitochondrion,nucleic acid binding,nucleoplasm,tRNA aminoacylation for protein translationBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Leigh Disease;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Nervous System Diseases;Nutritional and Metabolic Diseases;Pyruvate Metabolism, Inborn ErrorsL-Asparagine T=0, C=95 T=0.0, C=1.0 0.00001 1601.41 95 T=0/0, C=54/41

chr4:8621386 G/G A G SNV CPZ CPZ:utr_3:NM_001014447.2 1 100 11 utr_3 NM_001014447.2c.2001A>G p.? -1.15 Carboxypeptidase regulatory-like domain,Fz domain,Zinc carboxypeptidasers1050464 0.4309 YES 5.13E-1 (pos.8621386) Carboxypeptidase ZWnt signaling pathway,extracellular exosome,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteinaceous extracellular matrix,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingA=0, G=55 A=0.0, G=1.0 0.00001 814.906 55 A=0/0, G=26/29

chr4:8621480 C/C G C SNV CPZ CPZ:utr_3:NM_001014447.2 1 100 11 utr_3 NM_001014447.2c.2095G>C p.? 0.16 Carboxypeptidase regulatory-like domain,Fz domain,Zinc carboxypeptidasers6816032 Carboxypeptidase ZWnt signaling pathway,extracellular exosome,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteinaceous extracellular matrix,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingG=0, C=45 G=0.0, C=1.0 0.00001 747.392 45 G=0/0, C=16/29

chr1:197390368 G/G A G SNV CRB1 CRB1:exonic:NM_201253.2 1 100 6 synonymous NM_201253.2c.1410A>G p.(=) -3.4 Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs3902057 0.0014 YES 9.995E-1 (pos.197390368) Crumbs, Drosophila, homolog of, 1apical plasma membrane,calcium ion binding,cell-cell signaling,establishment or maintenance of cell polarity,extracellular region,eye photoreceptor cell development,integral component of membrane,intracellular,microvillus,plasma membrane organization,protein binding,protein export from nucleusAsthma;Bronchial Diseases;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leber Congenital Amaurosis;Lung Diseases;Lung Diseases, Obstructive;Respiratory Hypersensitivity;Respiratory Tract Diseases;Retinal Degeneration;Retinal Detachment;Retinal Diseases;Retinal Dystrophies;Retinal Telangiectasis;Retinitis Pigmentosa;Telangiectasis;Vascular DiseasesBenign A=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=13/13

chr9:126125318 A/A C A SNV CRB2 CRB2:exonic:NM_173689.6 1 100 2 missense NM_173689.6c.269C>A p.Thr90Asn -1.48 1 65 0 0(COSM3763614),0(COSM3763615)Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs2808415 0 1.0;0.0 (pos.126125318) adenocarcinoma,neoplasmCrumbs, Drosophila, homolog ofapical plasma membrane,aspartic-type endopeptidase inhibitor activity,calcium ion binding,cardiovascular system development,enzyme binding,extracellular exosome,ingression involved in gastrulation with mouth forming second,integral component of membrane,maintenance of epithelial cell apical/basal polarity,membrane raft,mesoderm formation,negative regulation of endopeptidase activity,notochord formation,positive regulation of BMP signaling pathway,positive regulation of epithelial to mesenchymal transition,protein complex,regulation of gastrulation,somitogenesisBrain Diseases;Central Nervous System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hydrocephalus;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Nervous System Diseases;Urologic DiseasesC=0, A=65 C=0.0, A=1.0 0.00001 996.446 65 C=0/0, A=32/33

chr9:126133547 C/C T C SNV CRB2 CRB2:exonic:NM_173689.6 1 100 8 missense NM_173689.6c.2126T>C p.Val709Ala -2.34 1 64 0.001 Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs2488602 0 1.0 (pos.126133547) Crumbs, Drosophila, homolog ofapical plasma membrane,aspartic-type endopeptidase inhibitor activity,calcium ion binding,cardiovascular system development,enzyme binding,extracellular exosome,ingression involved in gastrulation with mouth forming second,integral component of membrane,maintenance of epithelial cell apical/basal polarity,membrane raft,mesoderm formation,negative regulation of endopeptidase activity,notochord formation,positive regulation of BMP signaling pathway,positive regulation of epithelial to mesenchymal transition,protein complex,regulation of gastrulation,somitogenesisBrain Diseases;Central Nervous System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hydrocephalus;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Nervous System Diseases;Urologic DiseasesT=0, C=36 T=0.0, C=1.0 0.00001 563.71 36 T=0/0, C=19/17

chr1:152488063 T/T C T SNV CRCT1 CRCT1:exonic:NM_019060.2 1 100 2 synonymous NM_019060.2c.204C>T p.(=) -0.45 0.26(COSM3750360)Cysteine-rich C-terminal 1 familyrs1053588 0.3273 YES 7.383E-1;0.0 (pos.152488063)adenocarcinoma,neoplasmCysteine-rich c-terminal 1protein binding C=0, T=32 C=0.0, T=1.0 0.00001 485.14 32 C=0/0, T=19/13

chr11:802125 C/C T C SNV PIDD1 PIDD1:intronic:NM_145886.3 1 100 intronic NM_145886.3c.1177-35A>Gp.? -2.34 Death domain,Leucine rich repeat,Peptidase S68,ZU5 domainrs28498421 0.0321 YES 9.983E-1 (pos.802125) p53-induced death domain protein 1DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,Golgi apparatus,activation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic process,cellular response to DNA damage stimulus,cytoplasm,cytosol,death receptor binding,negative regulation of apoptotic process,nucleoplasm,nucleus,positive regulation of NF-kappaB transcription factor activity,positive regulation of apoptotic process,positive regulation of extrinsic apoptotic signaling pathway via death domain receptors,protein binding,regulation of apoptotic process,signal transductionAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=41 T=0.0, C=1.0 0.00001 664.698 41 T=0/0, C=17/24

chr11:8115762 C/G C G SNV TUB TUB:intronic:NM_003320.4 1 96.67 intronic NM_003320.4c.562+26C>Gp.? 0.62 Tub family,Tubby N-terminalrs7396690 0.0569 YES 7.785E-1 (pos.8115762) Tubby, mouse, homolog ofcilium,cytoplasm,cytosol,extracellular region,nucleus,phagocytosis, recognition,phosphatidylinositol binding,photoreceptor cell maintenance,plasma membrane,positive regulation of phagocytosis,protein complex binding,protein localization to photoreceptor outer segment,receptor localization to non-motile cilium,response to hormone,retina development in camera-type eye,sensory perception of soundCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaL-Alpha-Glycerophospho-D-Myo-Inositol-4,5-Bis-PhosphateC=2, G=58 C=0.0333, G=0.9667 0.00001 821.5 60 C=1/1, G=18/40

chr11:8117228 G/G A G SNV TUB TUB:intronic:NM_003320.4 1 100 intronic NM_003320.4c.730+16A>Gp.? 0.25 Tub family,Tubby N-terminalrs11041739 0 1.0 (pos.8117228) Tubby, mouse, homolog ofcilium,cytoplasm,cytosol,extracellular region,nucleus,phagocytosis, recognition,phosphatidylinositol binding,photoreceptor cell maintenance,plasma membrane,positive regulation of phagocytosis,protein complex binding,protein localization to photoreceptor outer segment,receptor localization to non-motile cilium,response to hormone,retina development in camera-type eye,sensory perception of soundCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaL-Alpha-Glycerophospho-D-Myo-Inositol-4,5-Bis-PhosphateA=0, G=21 A=0.0, G=1.0 0.00001 280.463 21 A=0/0, G=4/17

chr11:8122234 A/A G A SNV TUB TUB:intronic:NM_003320.4 1 100 intronic NM_003320.4c.1380+86G>Ap.? -1.24 Tub family,Tubby N-terminalrs145905715,rs7394561 YES Tubby, mouse, homolog ofcilium,cytoplasm,cytosol,extracellular region,nucleus,phagocytosis, recognition,phosphatidylinositol binding,photoreceptor cell maintenance,plasma membrane,positive regulation of phagocytosis,protein complex binding,protein localization to photoreceptor outer segment,receptor localization to non-motile cilium,response to hormone,retina development in camera-type eye,sensory perception of soundCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaL-Alpha-Glycerophospho-D-Myo-Inositol-4,5-Bis-PhosphateG=0, A=54 G=0.0, A=1.0 0.00001 798.147 54 G=0/0, A=26/28

chr11:82976874 G/C G C SNV CCDC90B CCDC90B:intronic:NM_021825.4 1 45.45 intronic NM_021825.4c.709+33C>Gp.? -0.14 Protein of unknown function (DUF1640)rs99146 0.273 YES 2.57E-1;1.198E-4 (pos.82976874) integral component of membrane,mitochondrial membrane,mitochondrion,protein bindingG=24, C=20 G=0.5455, C=0.4545 0.00001 211.72 44 G=14/10, C=4/16

chr11:83810113 G/G T G SNV DLG2 DLG2:intronic:NM_001142699.1 1 100 intronic NM_001142699.1c.625-23A>Cp.? 1.38 Guanylate kinase,L27_1,PDZ domain (Also known as DHR or GLGF),PDZ-associated domain of NMDA receptors,Polyubiquitination (PEST) N-terminal domain of MAGUK,SH3 domain,Variant SH3 domainrs3750917 0.0746 YES 7.813E-1 (pos.83810113) Discs large, Drosophila, homolog of, 2 (channel-associated protein of synapses, 110kD),Membrane protein, palmitoylated-2 (MAGUK p55 subfamily member 2)GDP metabolic process,GMP metabolic process,basolateral plasma membrane,cell junction,chemical synaptic transmission,cytosol,establishment or maintenance of epithelial cell apical/basal polarity,guanylate kinase activity,ionotropic glutamate receptor binding,ionotropic glutamate receptor complex,juxtaparanode region of axon,kinase binding,membrane,negative regulation of phosphatase activity,nervous system development,plasma membrane,postsynaptic density,postsynaptic membrane,protein binding,receptor clustering,receptor localization to synapse,sensory perception of pain,voltage-gated potassium channel complexBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Melanoma;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Complex and Mixed;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Parkinson Disease;Parkinsonian Disorders;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Wilms TumorT=0, G=30 T=0.0, G=1.0 0.00001 446.639 30 T=0/0, G=11/19

chr7:137600690 T/T C T SNV CREB3L2 CREB3L2:exonic:NM_194071.3 1 100 3 missense NM_194071.3c.388G>A p.Val130Ile 0.42 0.46 29 0 Basic region leucine zipper,bZIP Maf transcription factor,bZIP transcription factorrs273957 0.3867 YES 9.243E-1 (pos.137600690) cAMP response element-binding protein 3-like 2DNA binding transcription factor activity,ER to Golgi vesicle-mediated transport,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cAMP response element binding,cartilage development,chondrocyte differentiation,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum unfolded protein response,integral component of membrane,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,response to endoplasmic reticulum stress,transcription from RNA polymerase II promoter,transcription regulatory region DNA binding,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingC=0, T=40 C=0.0, T=1.0 0.00001 644.278 40 C=0/0, T=19/21

chr3:9974809 A/A G A SNV

CRELD1,IL1

7RC CRELD1:upstream:NM_001031717.3, IL17RC:exonic:NM_153461.3 1
100

19 synonymous NM_153461.3, NM_001031717.3c.1908G>A, c.-1314G>Ap.(=), p.? -1.14 Interleukin-17 receptor extracellular region,SEFIR domainrs76999397 0.0486 YES 6.833E-2 (pos.9974809) Cysteine-rich protein with EGF-like domains 1,Interleukin 17 receptor Ccalcium ion binding,cardiac septum development,cell surface,cellular response to interleukin-17,cytokine-mediated signaling pathway,defense response to fungus,endocardial cushion development,granulocyte chemotaxis,integral component of membrane,integral component of plasma membrane,interleukin-17 receptor activity,plasma membrane,positive regulation of cytokine production involved in inflammatory response,positive regulation of interleukin-6 secretion,receptor bindingAbnormalities, Multiple;Candidiasis, Chronic Mucocutaneous;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatomycoses;Genital Diseases, Male;Genital Neoplasms, Male;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Heart Septal Defects, Ventricular;Hemic and Lymphatic Diseases;Heterotaxy Syndrome;Lymphatic Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin Diseases, Infectious;Skin and Connective Tissue Diseases;Splenic Diseases;Urogenital NeoplasmsG=0, A=125 G=0.0, A=1.0 0.00001 2033.69 125 G=0/0, A=78/47

chr11:864626 G/G A G SNV TSPAN4 TSPAN4:intronic:NM_001025238.1 1 100 intronic NM_001025238.1c.330+115A>Gp.? -3.04 Tetraspanin familyrs28377158,rs796783336 Tetraspanin 4antigen binding,cell surface receptor signaling pathway,focal adhesion,integral component of membrane,integral component of plasma membrane,integrin binding,plasma membrane,protein binding,protein complex assembly,vesicleA=0, G=23 A=0.0, G=1.0 0.00001 321.141 23 A=0/0, G=16/7

chr11:87032215 C/C T C SNV TMEM135 TMEM135:intronic:NM_022918.3 1 100 intronic NM_022918.3c.1245-28T>Cp.? -1.2 N-terminal cysteine-rich region of Transmembrane protein 135,Tim17/Tim22/Tim23/Pmp24 familyrs7112344 1.0 (pos.87032215) Transmembrane protein 135integral component of membrane,lipid droplet,mitochondrial membrane,peroxisomal membrane,peroxisome,peroxisome organization,regulation of mitochondrial fission,response to cold,response to foodAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephritis;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Urologic DiseasesT=0, C=41 T=0.0, C=1.0 0.00001 664.601 41 T=0/0, C=29/12

chr3:9975247 G/G C G SNV

CRELD1,IL1

7RC CRELD1:upstream:NM_001031717.3, IL17RC:exonic:NM_153461.3 1
100

19 synonymous NM_153461.3, NM_001031717.3c.2346C>G, c.-876C>Gp.(=), p.? 0 Interleukin-17 receptor extracellular region,SEFIR domainrs183956,rs758690678,rs7653146160.0109 YES 0.0;0.0 (pos.9975244),9.972E-1;0.0 (pos.9975247)Cysteine-rich protein with EGF-like domains 1,Interleukin 17 receptor Ccalcium ion binding,cardiac septum development,cell surface,cellular response to interleukin-17,cytokine-mediated signaling pathway,defense response to fungus,endocardial cushion development,granulocyte chemotaxis,integral component of membrane,integral component of plasma membrane,interleukin-17 receptor activity,plasma membrane,positive regulation of cytokine production involved in inflammatory response,positive regulation of interleukin-6 secretion,receptor bindingAbnormalities, Multiple;Candidiasis, Chronic Mucocutaneous;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatomycoses;Genital Diseases, Male;Genital Neoplasms, Male;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Heart Septal Defects, Ventricular;Hemic and Lymphatic Diseases;Heterotaxy Syndrome;Lymphatic Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin Diseases, Infectious;Skin and Connective Tissue Diseases;Splenic Diseases;Urogenital NeoplasmsC=0, G=22 C=0.0, G=1.0 0.00001 298.656 22 C=0/0, G=13/9

chr10:35426755 G/G A G SNV CREM CREM:utr_5:NM_181571.2 1 100 2 utr_5 NM_181571.2c.-9A>G p.? 2.52 Basic region leucine zipper,bZIP transcription factor,pKID domainrs17499247,rs9849793800.3424 YES 2.846E-1 (pos.35426755) cAMP-responsive element modulatorDNA binding,DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,cAMP response element binding protein binding,cell differentiation,cytoplasm,fatty acid metabolic process,glucose metabolic process,glycosphingolipid metabolic process,multicellular organism development,negative regulation of transcription from RNA polymerase II promoter,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of circadian rhythm,regulation of transcription, DNA-templated,retinoic acid receptor signaling pathway,rhythmic process,signal transduction,spermatogenesis,transcription factor complex,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific bindingAcneiform Eruptions;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Cardiovascular Diseases;Chloracne;Connective Tissue Diseases;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Heart Diseases;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Myocardial Infarction;Myocardial Ischemia;Rheumatic Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Vascular DiseasesA=0, G=21 A=0.0, G=1.0 0.00001 274.497 21 A=0/0, G=13/8

chr11:89223616 G/G C G SNV NOX4 NOX4:intronic:NM_016931.4 1 100 intronic NM_016931.4c.153+10G>Cp.? -2.19 FAD-binding domain,Ferric reductase NAD binding domain,Ferric reductase like transmembrane componentrs490934 0.0559 YES 7.797E-1 (pos.89223616) NADPH oxidase 4NAD(P)H oxidase activity,NADPH oxidase complex,apical plasma membrane,bone resorption,cardiac muscle cell differentiation,cell aging,cell morphogenesis,cellular response to cAMP,cellular response to gamma radiation,cellular response to glucose stimulus,cellular response to oxidative stress,cellular response to transforming growth factor beta stimulus,electron transfer activity,electron transport chain,endoplasmic reticulum membrane,flavin adenine dinucleotide binding,focal adhesion,gene expression,heme binding,homocysteine metabolic process,inflammatory response,integral component of membrane,mitochondrion,modified amino acid binding,negative regulation of cell proliferation,nucleolus,nucleotide binding,nucleus,oxidation-reduction process,oxidoreductase activity,oxygen sensor activity,perinuclear region of cytoplasm,positive regulation of DNA biosynthetic process,positive regulation of ERK1 and ERK2 cascade,positive regulation of MAP kinase activity,positive regulation of apoptotic process,positive regulationCardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heart Diseases;Heart Failure;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Failure, Chronic;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Renal Insufficiency;Renal Insufficiency, Chronic;Urologic Diseases;Vascular DiseasesC=0, G=155 C=0.0, G=1.0 0.00001 2484.96 155 C=0/0, G=92/63

chr11:8934101 G/G A G SNV AKIP1 AKIP1:intronic:NM_020642.3 1 100 intronic NM_020642.3c.303+21A>Gp.? 1.43 rs2742518,rs759742435 0.0022 YES 0.0;0.0 (pos.8934100),9.991E-1;8.089E-4 (pos.8934101)Protein kinase A-interacting protein 1nucleoplasm,protein binding,regulation of NIK/NF-kappaB signaling,substrate adhesion-dependent cell spreadingA=0, G=31 A=0.0, G=1.0 0.00001 470.193 31 A=0/0, G=7/24

chr6:49815997 C/T C T SNV CRISP1 CRISP1:exonic:NM_001131.2 1 57.14 4 missense NM_001131.2c.211G>A p.Ala71Thr 3.04 0.05 58 0.996 Crisp,Cysteine-rich secretory protein familyrs150372078,rs7502725138.00E-04 0.0 (pos.49815995),0.0;7.705E-3;0.0 (pos.49815997)Cysteine-rich secretory protein 1binding of sperm to zona pellucida,calcium channel regulator activity,extracellular space,fusion of sperm to egg plasma membrane involved in single fertilization,nucleus,regulation of acrosome reaction,regulation of molecular functionC=45, T=60 C=0.4286, T=0.5714 0.00001 654.696 105 C=28/17, T=24/36

chr17:29113016 A/G A G SNV CRLF3 CRLF3:exonic:NM_015986.3 1 57.89 7 synonymous NM_015986.3c.993T>C p.(=) 2.98 0.06(COSM4419662)Apolipoprotein A1/A4/E domainrs34756112 0.1156 YES 1.33E-1;0.0 (pos.29113016)acute_myeloid_leukaemiaCytokine receptor-like factor 3G1/S transition of mitotic cell cycle,cytoplasm,cytosol,identical protein binding,integral component of membrane,negative regulation of cell growth,plasma membrane,positive regulation of JAK-STAT cascade,positive regulation of cell cycle arrest,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=24, G=33 A=0.4211, G=0.5789 0.00001 344.741 57 A=8/16, G=14/19

chr11:89451071 C/A C A SNV TRIM77 TRIM77:downstream:NM_001146162.1 1 46.51 intronic NM_001146162.1c.*31C>A p.? -1.12 rs3881254 YES 3.117E-1 (pos.89451071) intracellular,zinc ion binding C=23, A=20 C=0.5349, A=0.4651 0.00001 212.324 43 C=5/18, A=11/9

chr11:89936093 C/C T C SNV CHORDC1 CHORDC1:intronic:NM_012124.2 1 100 intronic NM_012124.2c.790-50A>Gp.? -0.28 CHORD,CS domainrs3758757 0.4342 YES 6.166E-1 (pos.89936093) ADP binding,ATP binding,Hsp90 protein binding,cellular_component,chaperone-mediated protein folding,negative regulation of Rho-dependent protein serine/threonine kinase activity,protein binding,regulation of cellular response to heat,regulation of centrosome duplication,zinc ion bindingT=0, C=164 T=0.0, C=1.0 0.00001 2659.32 164 T=0/0, C=72/92

chr11:89938615 A/A AAG A INDEL CHORDC1 CHORDC1:intronic:NM_012124.2 2 100 intronic NM_012124.2c.669+13CTT>Tp.? 1.13, 2.1, 0.1 CHORD,CS domainrs36109540,rs398045392,rs786671480.4366 YES 6.141E-1 (pos.89938615) ADP binding,ATP binding,Hsp90 protein binding,cellular_component,chaperone-mediated protein folding,negative regulation of Rho-dependent protein serine/threonine kinase activity,protein binding,regulation of cellular response to heat,regulation of centrosome duplication,zinc ion bindingAAG=0, A=48AAG=0.0, A=1.0 0.00001 810.435 48 AAG=0/0, A=25/23

chr15:91083353 G/A G A SNV CRTC3 CRTC3:exonic:NM_022769.4 1 57.14 2 missense NM_022769.4c.215G>A p.Ser72Asn 1.23 0.23 46 0.955 0.47(COSM3999686)Transducer of regulated CREB activity middle domain,Transducer of regulated CREB activity, C terminus,Transducer of regulated CREB activity, N terminusrs8033595 0.4523 YES 1.495E-1 (pos.91083353) acute_myeloid_leukaemia,carcinomaCREB-regulated transcription coactivator 3cAMP response element binding protein binding,cytoplasm,cytosol,energy homeostasis,macrophage activation,negative regulation of cAMP-mediated signaling,negative regulation of lipid catabolic process,nucleoplasm,nucleus,positive regulation of CREB transcription factor activity,positive regulation of transcription from RNA polymerase II promoter,protein homotetramerization,transcription, DNA-templated,viral processDigestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesG=18, A=24 G=0.4286, A=0.5714 0.00001 279.085 42 G=13/5, A=12/12

chr12:107395106 G/G A G SNV CRY1 CRY1:exonic:NM_004075.4 1 100 5 synonymous NM_004075.4c.636T>C p.(=) -3.18 DNA photolyase,FAD binding domain of DNA photolyasers8192440 0.3759 YES 9.742E-1;0.0 (pos.107395106) Cryptochrome 1 (photolyase-like)DNA (6-4) photolyase activity,DNA binding,DNA damage induced protein phosphorylation,blue light photoreceptor activity,blue light signaling pathway,circadian regulation of gene expression,core promoter binding,core promoter sequence-specific DNA binding,deoxyribodipyrimidine photo-lyase activity,double-stranded DNA binding,entrainment of circadian clock by photoperiod,gluconeogenesis,glucose homeostasis,histone deacetylase binding,lipid storage,mitochondrion,negative regulation of G-protein coupled receptor protein signaling pathway,negative regulation of circadian rhythm,negative regulation of glucocorticoid receptor signaling pathway,negative regulation of glucocorticoid secretion,negative regulation of protein ubiquitination,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear hormone receptor binding,nucleotide binding,nucleus,phosphatase binding,protein binding,protein kinase binding,protein-chromophore linkage,regulation of DNA Bone Marrow Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukemia;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeA=0, G=63 A=0.0, G=1.0 0.00001 958.917 63 A=0/0, G=48/15

chr11:9072139 AT/AT A AT INDEL SCUBE2 SCUBE2:intronic:NM_020974.2 1 100 intronic NM_020974.2c.1639+14T>ATp.? 0.23 CUB domain,Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,EGF-like domain,Human growth factor-like EGF,Putative ephrin-receptor likeSignal peptide-, CUB domain-, and EGF-like domains-containing protein 2calcium ion binding,cell differentiation,cell surface,extracellular region,extracellular space,lipid binding,multicellular organism development,signal transductionA=0, AT=78 A=0.0, AT=1.0 0.00001 1009.2 78 A=0/0, AT=64/14

chr11:9072140 C/T C T SNV SCUBE2 SCUBE2:intronic:NM_020974.2 1 98.72 intronic NM_020974.2c.1639+13G>Ap.? -0.04 CUB domain,Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,EGF-like domain,Human growth factor-like EGF,Putative ephrin-receptor likers3751052 0.4166 YES 6.027E-1 (pos.9072140) Signal peptide-, CUB domain-, and EGF-like domains-containing protein 2calcium ion binding,cell differentiation,cell surface,extracellular region,extracellular space,lipid binding,multicellular organism development,signal transductionC=1, T=77 C=0.0128, T=0.9872 0.00001 1115.7 78 C=1/0, T=63/14

chr11:9075020 T/T G T SNV SCUBE2 SCUBE2:intronic:NM_020974.2 1 100 intronic NM_020974.2c.1330+164C>Ap.? 0.58 CUB domain,Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,EGF-like domain,Human growth factor-like EGF,Putative ephrin-receptor likers3763904 YES Signal peptide-, CUB domain-, and EGF-like domains-containing protein 2calcium ion binding,cell differentiation,cell surface,extracellular region,extracellular space,lipid binding,multicellular organism development,signal transductionG=0, T=30 G=0.0, T=1.0 0.00001 446.639 30 G=0/0, T=27/3

chr11:9167399 C/C T C SNV DENND5A DENND5A:intronic:NM_015213.3 1 100 intronic NM_015213.3c.2858-37A>Gp.? -0.16 DENN (AEX-3) domain,PLAT/LH2 domain,RUN domain,dDENN domain,uDENN domainrs10732517 1.00E-04 1.0 (pos.9167399) DENN domain-containing protein 5AGolgi membrane,Rab guanyl-nucleotide exchange factor activity,calcium channel activity,calcium ion transmembrane transport,cytosol,detection of mechanical stimulus,negative regulation of neuron projection development,regulation of molecular function,retrograde transport, endosome to Golgi,retromer complex,trans-Golgi networkT=0, C=50 T=0.0, C=1.0 0.00001 852.729 50 T=0/0, C=17/33

chr21:44589215 T/T C T SNV

CRYAA,LOC1

02724652 LOC102724652:exonic:NM_001314050.2, CRYAA:exonic:NM_000394.31
100

1 synonymous NM_000394.3, NM_001314050.2c.6C>T, c.6C>Tp.(=), p.(=) 0.77 0.42(COSM4134966)Alpha crystallin A chain, N terminal,Hsp20/alpha crystallin familyrs872331 0.3994 YES 1.993E-1 (pos.44589215) neoplasm Crystallin, alpha Acytoplasm,cytosol,extracellular exosome,identical protein binding,metal ion binding,negative regulation of apoptotic process,negative regulation of intracellular transport,nucleoplasm,nucleus,protein binding,protein homooligomerization,protein refolding,protein stabilization,response to stimulus,structural constituent of eye lens,unfolded protein binding,visual perceptionAutoimmune Diseases;Cataract;Corneal Diseases;Eye Diseases;Immune System Diseases;Lens Diseases;Uveal Diseases;UveitisBenign C=0, T=28 C=0.0, T=1.0 0.00001 408.713 28 C=0/0, T=16/12

chr1:26670752 T/T C T SNV CRYBG2 CRYBG2:exonic:NM_001039775.3 1 100 2 synonymous NM_001039775.3c.2397G>A p.(=) -5.71 Beta/Gamma crystallinrs11247923 YES 1.528E-1 (pos.26670752) carbohydrate binding C=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=22/5

chr1:26673076 A/A G A SNV CRYBG2 CRYBG2:exonic:NM_001039775.3 1 100 2 missense NM_001039775.3c.73C>T p.Arg25Trp 0.7 0 101 0.995 Beta/Gamma crystallinrs11247924 0.1941 YES 2.421E-1 (pos.26673076) carbohydrate binding G=0, A=44 G=0.0, A=1.0 0.00001 702.442 44 G=0/0, A=29/15

chr11:92564767 G/G T G SNV FAT3 FAT3:intronic:NM_001008781.2 1 100 intronic NM_001008781.2c.9482-21T>Gp.? -0.58 Cadherin domain,Calcium-binding EGF domain,Human growth factor-like EGF,Laminin G domainrs6483189 0.1543 YES 6.457E-1 (pos.92564767) FAT tumor suppressor, Drosophila, homolog of, 3calcium ion binding,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,multicellular organism development,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellT=0, G=36 T=0.0, G=1.0 0.00001 563.431 36 T=0/0, G=30/6

chr11:92599851 A/A G A SNV FAT3 FAT3:intronic:NM_001008781.2 1 100 intronic NM_001008781.2c.11659-56G>Ap.? -0.23 Cadherin domain,Calcium-binding EGF domain,Human growth factor-like EGF,Laminin G domainrs3847553 YES FAT tumor suppressor, Drosophila, homolog of, 3calcium ion binding,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,multicellular organism development,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellG=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=18/11

chr11:92615715 T/T C T SNV FAT3 FAT3:intronic:NM_001008781.2 1 100 intronic NM_001008781.2c.12282-189C>Tp.? -0.74 Cadherin domain,Calcium-binding EGF domain,Human growth factor-like EGF,Laminin G domainrs12224637 YES FAT tumor suppressor, Drosophila, homolog of, 3calcium ion binding,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,multicellular organism development,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellC=0, T=46 C=0.0, T=1.0 0.00001 768.283 46 C=0/0, T=20/26

chr11:9316937 A/A G A SNV TMEM41B TMEM41B:intronic:NM_015012.3 1 100 intronic NM_015012.3c.240-3C>T p.? 1.16 SNARE associated Golgi proteinrs4601780 0.0012 YES 1.0 (pos.9316937) integral component of membrane,nervous system developmentG=0, A=103 G=0.0, A=1.0 0.00001 1603.66 103 G=0/0, A=45/58

chr1:26673108 T/T C T SNV CRYBG2 CRYBG2:exonic:NM_001039775.3 1 100 2 missense NM_001039775.3c.41G>A p.Arg14Gln 0.09 0 43 0.853 0.22(COSM4143724),0.22(COSM4143725)Beta/Gamma crystallinrs11247925 0.1902 YES 2.383E-1 (pos.26673108) neoplasm carbohydrate binding C=0, T=28 C=0.0, T=1.0 0.00001 408.416 28 C=0/0, T=12/16

chr11:93417437 T/T C T SNV CEP295 CEP295:intronic:NM_033395.1 1 100 intronic NM_033395.1c.1114+143C>Tp.? -0.72 ALMS motif rs4753098 YES Centrosomal protein, 295kDcentriole,centrosome,cytoplasm,cytoskeleton,positive regulation of organelle assemblyC=0, T=34 C=0.0, T=1.0 0.00001 524.186 34 C=0/0, T=19/15

chr11:93463332 G/G A G SNV

CEP295,SNO

RA25,SNOR

A32 CEP295:intronic:NM_033395.1, SNORA25:downstream:NR_003028.1, SNORA32:downstream:NR_003032.11

100

intronic NM_033395.1, NR_003028.1, NR_003032.1c.7767+18A>Gp.? -1 ALMS motif rs7101779 0.0126 YES 9.984E-1 (pos.93463332) Centrosomal protein, 295kDcentriole,centrosome,cytoplasm,cytoskeleton,positive regulation of organelle assemblyA=0, G=34 A=0.0, G=1.0 0.00001 524.185 34 A=0/0, G=11/23

chr2:209007559 G/G T G SNV

CRYGB,LOC1

00507443 CRYGB:exonic:NM_005210.3, LOC100507443:intronic_nc:NR_038437.11
100

3 missense NR_038437.1, NM_005210.3c.331A>C p.Ile111Leu 0.83 0.13 5 0 0.01(COSM3757921)Beta/Gamma crystallinrs796287 0.2635 YES 5.404E-1 (pos.209007559)acute_myeloid_leukaemia,adenocarcinoma,osteosarcomaCrystallin, gamma Bcellular_component,cytoplasm,lens fiber cell morphogenesis,nucleus,structural constituent of eye lens,visual perceptionCataract;Eye Diseases;Lens Diseases T=0, G=27 T=0.0, G=1.0 0.00001 389.979 27 T=0/0, G=18/9

chr2:208986637 C/C T C SNV

CRYGD,LOC

100507443 CRYGD:exonic:NM_006891.3, LOC100507443:intronic_nc:NR_038437.11
100

3 synonymous NR_038437.1, NM_006891.3c.285A>G p.(=) -0.4 Beta/Gamma crystallinrs2305430 0.0848 YES 5.756E-1;0.0 (pos.208986637) Crystallin, gamma Dcellular response to reactive oxygen species,cytoplasm,lens development in camera-type eye,lens fiber cell differentiation,nucleus,protein binding,structural constituent of eye lens,visual perceptionCataract;Corneal Diseases;Eye Diseases;Lens DiseasesBenign T=0, C=33 T=0.0, C=1.0 0.00001 504.598 33 T=0/0, C=18/15

chr11:93521405 T/T C T SNV MED17 MED17:intronic:NM_004268.4 1 100 intronic NM_004268.4c.417+72C>Tp.? -1.62 Subunit 17 of Mediator complexrs676586 YES Mediator complex subunit 17RNA polymerase II transcription cofactor activity,androgen receptor signaling pathway,intracellular steroid hormone receptor signaling pathway,ligand-dependent nuclear receptor transcription coactivator activity,mediator complex,membrane,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,receptor activity,regulation of transcription from RNA polymerase II promoter,thyroid hormone receptor binding,transcription coactivator activity,transcription cofactor activity,transcription factor complex,transcription initiation from RNA polymerase II promoter,vitamin D receptor bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleC=0, T=24 C=0.0, T=1.0 0.00001 332.259 24 C=0/0, T=11/13

chr11:93527099 GT/G GT G INDEL MED17 MED17:intronic:NM_004268.4 1 50 intronic NM_004268.4c.775-18GT>Gp.? 0.02, 0.23 Subunit 17 of Mediator complexrs755576982 0.0 (pos.93527093) Mediator complex subunit 17RNA polymerase II transcription cofactor activity,androgen receptor signaling pathway,intracellular steroid hormone receptor signaling pathway,ligand-dependent nuclear receptor transcription coactivator activity,mediator complex,membrane,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,receptor activity,regulation of transcription from RNA polymerase II promoter,thyroid hormone receptor binding,transcription coactivator activity,transcription cofactor activity,transcription factor complex,transcription initiation from RNA polymerase II promoter,vitamin D receptor bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleGT=17, G=17GT=0.5, G=0.5 0.00001 71.3717 34 GT=12/5, G=11/6

chr11:93527219 T/C T C SNV MED17 MED17:intronic:NM_004268.4 1 97.3 intronic NM_004268.4c.859+18T>Cp.? -1.12 Subunit 17 of Mediator complexrs657177 8.00E-04 YES 1.0;0.0 (pos.93527219) Mediator complex subunit 17RNA polymerase II transcription cofactor activity,androgen receptor signaling pathway,intracellular steroid hormone receptor signaling pathway,ligand-dependent nuclear receptor transcription coactivator activity,mediator complex,membrane,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,receptor activity,regulation of transcription from RNA polymerase II promoter,thyroid hormone receptor binding,transcription coactivator activity,transcription cofactor activity,transcription factor complex,transcription initiation from RNA polymerase II promoter,vitamin D receptor bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleT=1, C=36 T=0.027, C=0.973 0.00001 551.82 37 T=1/0, C=20/16

chr11:93583790 G/G T G SNV VSTM5 VSTM5:upstream:NM_001144871.1 1 100 intronic NM_001144871.1c.-122A>C p.? 0.14 rs10831106,rs536485018 YES axon,dendrite,integral component of membrane,multicellular organism development,plasma membraneT=0, G=24 T=0.0, G=1.0 0.00001 334.524 24 T=0/0, G=6/18

chrX:1422868 G/A G A SNV CSF2RA CSF2RA:exonic:NM_001161530.1 1 47.37 10 synonymous NM_001161530.1c.1101G>A p.(=) 1.25 0.04(COSM4002265),0.04(COSM4002266),0.04(COSM6310360)Interleukin-6 receptor alpha chain, bindingrs28460440 0.4301 YES 3.569E-1 (pos.1422868) acute_myeloid_leukaemia,neoplasmColony-stimulating factor-2 receptor, alpha, low-affinity, granulocyte-macrophageMAPK cascade,Ras guanyl-nucleotide exchange factor activity,cellular protein metabolic process,cytokine receptor activity,cytokine-mediated signaling pathway,extracellular region,integral component of plasma membrane,intracellular,membrane,peptidyl-tyrosine phosphorylation,plasma membrane,protein binding,protein tyrosine kinase activity,receptor activity,regulation of molecular functionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Lung Diseases;Pulmonary Alveolar Proteinosis;Respiratory Tract DiseasesKB002,Sargramostim,recombinant human GM-CSFBenign G=20, A=18 G=0.5263, A=0.4737 0.00001 184.537 38 G=17/3, A=6/12

chr22:37333794 G/G A G SNV CSF2RB CSF2RB:exonic:NM_000395.2 1 100 14 synonymous NM_000395.2c.1944A>G p.(=) -0.19 0(COSM3766706)Interferon-alpha/beta receptor, fibronectin type III,Interleukin-6 receptor alpha chain, bindingrs131840 0.1858 YES 9.514E-1 (pos.37333794) hepatocellular_carcinoma,neoplasmColony-stimulating factor-2 receptor, beta, low-affinityMAPK cascade,Ras guanyl-nucleotide exchange factor activity,cellular protein metabolic process,cellular response to interleukin-3,cytokine receptor activity,cytokine-mediated signaling pathway,granulocyte macrophage colony-stimulating factor receptor complex,integral component of membrane,integral component of plasma membrane,interleukin-3 receptor activity,interleukin-3-mediated signaling pathway,interleukin-5 receptor activity,interleukin-5-mediated signaling pathway,intracellular,peptidyl-tyrosine phosphorylation,plasma membrane,protein binding,protein tyrosine kinase activity,receptor activity,regulation of molecular function,respiratory gaseous exchange,response to lipopolysaccharide,signal transductionLung Diseases;Lung Diseases, Interstitial;Pulmonary Alveolar Proteinosis;Respiratory Tract DiseasesNPI 32101,SargramostimBenign A=0, G=38 A=0.0, G=1.0 0.00001 603.766 38 A=0/0, G=14/24

chr11:94197260 G/G A G SNV MRE11 MRE11:intronic:NM_005591.3 1 100 intronic NM_005591.3c.1225+19T>Cp.? -1.92 Calcineurin-like phosphoesterase,Mre11 DNA-binding presumed domainrs641936 0.3399 YES 4.152E-1 (pos.94197260) Meiotic recombination 11, S. cerevisiae, homolog A of3'-5' exonuclease activity,ATP-dependent DNA helicase activity,DNA binding,DNA double-strand break processing,DNA duplex unwinding,DNA recombination,DNA repair,DNA replication,DNA synthesis involved in DNA repair,Mre11 complex,PML body,cadherin binding,cell proliferation,cellular response to DNA damage stimulus,chromosome, telomeric region,cytoplasm,cytosol,double-strand break repair,double-strand break repair via homologous recombination,double-strand break repair via nonhomologous end joining,double-stranded DNA binding,endodeoxyribonuclease activity,endonuclease activity,hydrolase activity,identical protein binding,intra-S DNA damage checkpoint,manganese ion binding,meiotic cell cycle,mitotic G2 DNA damage checkpoint,negative regulation of DNA endoreduplication,negative regulation of apoptotic process,nuclear chromosome, telomeric region,nuclease activity,nucleic acid phosphodiester bond hydrolysis,nucleoplasm,nucleus,positive regulation of kinase activity,positive regulation of protein autophosphorylationBenign A=0, G=27 A=0.0, G=1.0 0.00001 389.986 27 A=0/0, G=14/13

chr11:94203868 A/T A T SNV MRE11 MRE11:intronic:NM_005591.3 1 95.45 intronic NM_005591.3c.846-60T>Ap.? -3.06 Calcineurin-like phosphoesterase,Mre11 DNA-binding presumed domainrs610611 YES Meiotic recombination 11, S. cerevisiae, homolog A of3'-5' exonuclease activity,ATP-dependent DNA helicase activity,DNA binding,DNA double-strand break processing,DNA duplex unwinding,DNA recombination,DNA repair,DNA replication,DNA synthesis involved in DNA repair,Mre11 complex,PML body,cadherin binding,cell proliferation,cellular response to DNA damage stimulus,chromosome, telomeric region,cytoplasm,cytosol,double-strand break repair,double-strand break repair via homologous recombination,double-strand break repair via nonhomologous end joining,double-stranded DNA binding,endodeoxyribonuclease activity,endonuclease activity,hydrolase activity,identical protein binding,intra-S DNA damage checkpoint,manganese ion binding,meiotic cell cycle,mitotic G2 DNA damage checkpoint,negative regulation of DNA endoreduplication,negative regulation of apoptotic process,nuclear chromosome, telomeric region,nuclease activity,nucleic acid phosphodiester bond hydrolysis,nucleoplasm,nucleus,positive regulation of kinase activity,positive regulation of protein autophosphorylationA=1, T=21 A=0.0455, T=0.9545 0.00001 271.51 22 A=1/0, T=10/11

chr11:94225920 T/T C T SNV MRE11 MRE11:intronic:NM_005591.3 1 100 intronic NM_005591.3c.20+28G>Ap.? 0.25 Calcineurin-like phosphoesterase,Mre11 DNA-binding presumed domainrs497763 0.429 YES 4.99E-1;0.0 (pos.94225920) Meiotic recombination 11, S. cerevisiae, homolog A of3'-5' exonuclease activity,ATP-dependent DNA helicase activity,DNA binding,DNA double-strand break processing,DNA duplex unwinding,DNA recombination,DNA repair,DNA replication,DNA synthesis involved in DNA repair,Mre11 complex,PML body,cadherin binding,cell proliferation,cellular response to DNA damage stimulus,chromosome, telomeric region,cytoplasm,cytosol,double-strand break repair,double-strand break repair via homologous recombination,double-strand break repair via nonhomologous end joining,double-stranded DNA binding,endodeoxyribonuclease activity,endonuclease activity,hydrolase activity,identical protein binding,intra-S DNA damage checkpoint,manganese ion binding,meiotic cell cycle,mitotic G2 DNA damage checkpoint,negative regulation of DNA endoreduplication,negative regulation of apoptotic process,nuclear chromosome, telomeric region,nuclease activity,nucleic acid phosphodiester bond hydrolysis,nucleoplasm,nucleus,positive regulation of kinase activity,positive regulation of protein autophosphorylationBenign C=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=20/4

chr22:37328901 C/G C G SNV CSF2RB CSF2RB:exonic:NM_000395.2 1 51.85 9 missense NM_000395.2c.1107C>G p.Asp369Glu -3.21 1 45 0 Interferon-alpha/beta receptor, fibronectin type III,Interleukin-6 receptor alpha chain, bindingrs139685237 0 0.0 (pos.37328901) Colony-stimulating factor-2 receptor, beta, low-affinityMAPK cascade,Ras guanyl-nucleotide exchange factor activity,cellular protein metabolic process,cellular response to interleukin-3,cytokine receptor activity,cytokine-mediated signaling pathway,granulocyte macrophage colony-stimulating factor receptor complex,integral component of membrane,integral component of plasma membrane,interleukin-3 receptor activity,interleukin-3-mediated signaling pathway,interleukin-5 receptor activity,interleukin-5-mediated signaling pathway,intracellular,peptidyl-tyrosine phosphorylation,plasma membrane,protein binding,protein tyrosine kinase activity,receptor activity,regulation of molecular function,respiratory gaseous exchange,response to lipopolysaccharide,signal transductionLung Diseases;Lung Diseases, Interstitial;Pulmonary Alveolar Proteinosis;Respiratory Tract DiseasesNPI 32101,Sargramostim C=13, G=14 C=0.4815, G=0.5185 0.00001 132.664 27 C=11/2, G=6/8

chr22:37329999 C/T C T SNV CSF2RB CSF2RB:exonic:NM_000395.2 1 47.62 10 synonymous NM_000395.2c.1278C>T p.(=) -1.36 0.08(COSM3759164)Interferon-alpha/beta receptor, fibronectin type III,Interleukin-6 receptor alpha chain, bindingrs1801117,rs7665524800.2277,1.0E-4YES 6.199E-2;0.0 (pos.37329999)adenocarcinoma,neoplasmColony-stimulating factor-2 receptor, beta, low-affinityMAPK cascade,Ras guanyl-nucleotide exchange factor activity,cellular protein metabolic process,cellular response to interleukin-3,cytokine receptor activity,cytokine-mediated signaling pathway,granulocyte macrophage colony-stimulating factor receptor complex,integral component of membrane,integral component of plasma membrane,interleukin-3 receptor activity,interleukin-3-mediated signaling pathway,interleukin-5 receptor activity,interleukin-5-mediated signaling pathway,intracellular,peptidyl-tyrosine phosphorylation,plasma membrane,protein binding,protein tyrosine kinase activity,receptor activity,regulation of molecular function,respiratory gaseous exchange,response to lipopolysaccharide,signal transductionLung Diseases;Lung Diseases, Interstitial;Pulmonary Alveolar Proteinosis;Respiratory Tract DiseasesNPI 32101,SargramostimBenign C=22, T=20 C=0.5238, T=0.4762 0.00001 212.935 42 C=8/14, T=8/12

chr1:36937059 G/G A G SNV CSF3R CSF3R:exonic:NM_156039.3 1 100 10 synonymous NM_156039.3c.1260T>C p.(=) -0.84 0(COSM1748390),0(COSM1748391)Fibronectin type III domain,Ig-like C2-type domainrs3917981 0.4465 YES 4.048E-1 (pos.36937059) acute_myeloid_leukaemia,diffuse_large_B_cell_lymphoma,neoplasm,transitional_cell_carcinomaColony-stimulating factor-3 receptor (granulocyte)amelogenesis,cell adhesion,cytokine receptor activity,cytokine-mediated signaling pathway,defense response,extracellular region,granulocyte colony-stimulating factor binding,integral component of membrane,integral component of plasma membrane,neutrophil chemotaxis,plasma membrane,protein binding,receptor activity,regulation of myeloid cell differentiation,signal transductionAgranulocytosis;Bone Marrow Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukemia, Neutrophilic, Chronic;Leukocyte Disorders;Leukocytosis;Leukopenia;Myeloproliferative Disorders;NeutropeniaFavId,Filgrastim,Lenograstim,PegfilgrastimBenign A=0, G=32 A=0.0, G=1.0 0.00001 485.141 32 A=0/0, G=23/9

chr11:95825037 T/T G T SNV MAML2 MAML2:intronic:NM_032427.3 1 100 intronic NM_032427.3c.2139+19C>Ap.? 0.04 MamL-1 domainrs77959876 0.0253 YES 4.926E-4 (pos.95825037) Mastermind-like 2Notch signaling pathway,nuclear speck,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription of Notch receptor target,transcription coactivator activity,transcription initiation from RNA polymerase II promoterArthritis;Arthritis, Juvenile;Autoimmune Diseases;Cardiovascular Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Connective Tissue Diseases;Death, Sudden, Cardiac;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Heart Arrest;Heart Diseases;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=0, T=39 G=0.0, T=1.0 0.00001 623.819 39 G=0/0, T=16/23

chr1:36937065 G/G A G SNV CSF3R CSF3R:exonic:NM_156039.3 1 100 10 synonymous NM_156039.3c.1254T>C p.(=) -2.3 0.01(COSM4143873),0.01(COSM4143874)Fibronectin type III domain,Ig-like C2-type domainrs3917980 0.3487 YES 1.025E-1 (pos.36937065) neoplasm Colony-stimulating factor-3 receptor (granulocyte)amelogenesis,cell adhesion,cytokine receptor activity,cytokine-mediated signaling pathway,defense response,extracellular region,granulocyte colony-stimulating factor binding,integral component of membrane,integral component of plasma membrane,neutrophil chemotaxis,plasma membrane,protein binding,receptor activity,regulation of myeloid cell differentiation,signal transductionAgranulocytosis;Bone Marrow Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukemia, Neutrophilic, Chronic;Leukocyte Disorders;Leukocytosis;Leukopenia;Myeloproliferative Disorders;NeutropeniaFavId,Filgrastim,Lenograstim,PegfilgrastimBenign A=0, G=32 A=0.0, G=1.0 0.00001 484.879 32 A=0/0, G=23/9

chr11:96106661 G/G C G SNV CCDC82 CCDC82:intronic:NM_024725.3 1 100 intronic NM_024725.3c.992-30G>Cp.? -0.64 Domain of unknown function (DUF4196),Domain of unknown function (DUF4211)rs11021560 0.3933 YES 2.83E-1;0.0 (pos.96106661) Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersC=0, G=21 C=0.0, G=1.0 0.00001 281.235 21 C=0/0, G=15/6

chr11:96123734 TG/TG T TG INDEL

CCDC82,JRK

L JRKL:utr_5:NM_001261833.1, CCDC82:upstream:NM_024725.3 1
100

intronic NM_024725.3, NM_001261833.1c.-5823A>CA, c.-80T>TGp.?, p.? -0.11 CENP-B N-terminal DNA-binding domain,DDE superfamily endonuclease,Tc5 transposase DNA-binding domainrs3842515,rs397763454 YES Jerky, mouse, homolog-likeDNA binding,central nervous system development,nucleusBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersT=0, TG=22 T=0.0, TG=1.0 0.00001 289.691 22 T=0/0, TG=11/11

chr11:99941322 T/T C T SNV CNTN5 CNTN5:intronic:NM_001243270.1 1 100 intronic NM_001243270.1c.1299+30C>Tp.? -1.58 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs2059014 0.2625 YES 9.964E-1 (pos.99941322) Contactin 5 C-terminal protein lipidation,anchored component of membrane,cell adhesion,cytosol,extracellular region,plasma membrane,sensory perception of soundC=0, T=21 C=0.0, T=1.0 0.00001 279.822 21 C=0/0, T=6/15

chr12:100219207 G/G A G SNV ANKS1B ANKS1B:intronic:NM_152788.4 1 100 intronic NM_152788.4c.135-40T>Cp.? 1.02 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Phosphotyrosine interaction domain (PTB/PID),SAM domain (Sterile alpha motif)rs7138513 0.3855 YES 8.166E-2 (pos.100219207) Ankyrin repeat and sterile alpha motif domain-containing protein 1BCajal body,cell junction,cytosol,dendritic spine,ephrin receptor binding,intracellular membrane-bounded organelle,membrane,plasma membrane,postsynaptic density,postsynaptic membrane,regulation of synaptic plasticity by receptor localization to synapseBasal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Genetic Diseases, Inborn;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic DiseasesA=0, G=60 A=0.0, G=1.0 0.00001 903.531 60 A=0/0, G=18/42

chr8:19362768 T/T C T SNV

CSGALNACT

1 CSGALNACT1:exonic:NM_018371.4 1
100

4 missense NM_018371.4c.578G>A p.Ser193Asn -0.84 1 46 0 0.06(COSM4162882)Chondroitin N-acetylgalactosaminyltransferase,N-terminal domain of galactosyltransferasers7017776 0.1927 YES 8.532E-1 (pos.19362768) neoplasm Chondroitin sulfate N-acetylgalactosaminyltransferase 1Golgi cisterna membrane,Golgi membrane,UDP-N-acetylgalactosamine metabolic process,UDP-glucuronate metabolic process,acetylgalactosaminyltransferase activity,anatomical structure morphogenesis,cartilage development,cell proliferation,cell recognition,chondroitin sulfate biosynthetic process,chondroitin sulfate proteoglycan biosynthetic process,chondroitin sulfate proteoglycan biosynthetic process, polysaccharide chain biosynthetic process,dermatan sulfate proteoglycan biosynthetic process,endochondral ossification,extracellular matrix organization,glucuronosyl-N-acetylgalactosaminyl-proteoglycan 4-beta-N-acetylgalactosaminyltransferase activity,glucuronosyltransferase activity,glucuronylgalactosylproteoglycan 4-beta-N-acetylgalactosaminyltransferase activity,heparan sulfate proteoglycan biosynthetic process, polysaccharide chain biosynthetic process,heparin biosynthetic process,integral component of Golgi membrane,intracellular,metal ion binding,nervous system development,peptidoglycan glycosyltransferase actC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=16/13

chr12:1005162 T/C T C SNV WNK1 WNK1:intronic:NM_001184985.1 1 50 intronic NM_001184985.1c.6364-75T>Cp.? 0.32 Oxidative-stress-responsive kinase 1 C-terminal domain,Protein kinase domain,Protein tyrosine kinasers35956200 YES WNK lysine deficient protein kinase 1ATP binding,activation of protein kinase activity,cellular response to calcium ion,chloride channel inhibitor activity,cytoplasm,cytosol,intracellular signal transduction,ion transport,magnesium ion binding,membrane,negative regulation of pancreatic juice secretion,negative regulation of phosphatase activity,negative regulation of protein serine/threonine kinase activity,negative regulation of sodium ion transport,neuron development,peptidyl-threonine phosphorylation,phosphatase binding,positive regulation of systemic arterial blood pressure,potassium channel inhibitor activity,protein autophosphorylation,protein binding,protein kinase activator activity,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine kinase inhibitor activity,regulation of cellular process,regulation of sodium ion transport,signal transduction by trans-phosphorylationCardiovascular Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hereditary Sensory and Autonomic Neuropathies;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Pseudohypoaldosteronism;Renal Tubular Transport, Inborn Errors;Urologic Diseases;Vascular DiseasesT=10, C=14 T=0.4167, C=0.5833 0.00001 156.491 28 T=5/5, C=4/10

chr10:43678796 T/T C T SNV

CSGALNACT

2 CSGALNACT2:exonic:NM_018590.4 1
100

8 missense NM_018590.4c.1435C>T p.Pro479Ser 2.88 0.2 74 0.128 0.88(COSM3751781),0.93(COSM3675735)Chondroitin N-acetylgalactosaminyltransferase,N-terminal domain of galactosyltransferasers2435381 0.2666 YES 2.321E-1 (pos.43678796) acute_myeloid_leukaemia,adenocarcinoma,neoplasm,rhabdomyosarcomaChondroitin sulfate N-acetylgalactosaminyltransferase 2Golgi cisterna membrane,Golgi membrane,acetylgalactosaminyltransferase activity,chondroitin sulfate biosynthetic process,chondroitin sulfate proteoglycan biosynthetic process,chondroitin sulfate proteoglycan biosynthetic process, polysaccharide chain biosynthetic process,dermatan sulfate proteoglycan biosynthetic process,dermatan sulfate proteoglycan biosynthetic process, polysaccharide chain biosynthetic process,glucuronosyl-N-acetylgalactosaminyl-proteoglycan 4-beta-N-acetylgalactosaminyltransferase activity,glucuronylgalactosylproteoglycan 4-beta-N-acetylgalactosaminyltransferase activity,integral component of Golgi membrane,membrane,metal ion binding,protein binding,proteoglycan biosynthetic processC=0, T=76 C=0.0, T=1.0 0.00001 1208.65 76 C=0/0, T=26/50

chr17:61987570 T/T G T SNV CSHL1 CSHL1:exonic:NM_022579.2 1 100 4 missense NM_022579.2c.423C>A p.Asp141Glu 1.43 0.01 45 0.389 0.81(COSM1178445),0.81(COSM1178446)Somatotropin hormone familyrs2727307 0.4142 YES 3.96E-1 (pos.61987570) acute_myeloid_leukaemia,adenocarcinoma,adenomaChorionic somatomammotropin hormone-like 1biological_process,cellular_component,extracellular region,hormone activity,metal ion binding,regulation of receptor activityG=0, T=22 G=0.0, T=1.0 0.00001 298.892 22 G=0/0, T=13/9

chr17:61987576 A/A G A SNV CSHL1 CSHL1:exonic:NM_022579.2 1 100 4 synonymous NM_022579.2c.417C>T p.(=) -0.64 0.01(COSM1178447),0.01(COSM1178448)Somatotropin hormone familyrs2246207 0.4152 YES 3.963E-1;1.159E-4 (pos.61987576)acute_myeloid_leukaemia,adenocarcinoma,adenomaChorionic somatomammotropin hormone-like 1biological_process,cellular_component,extracellular region,hormone activity,metal ion binding,regulation of receptor activityG=0, A=22 G=0.0, A=1.0 0.00001 298.882 22 G=0/0, A=13/9

chr12:101728166 A/G A G SNV UTP20 UTP20:intronic:NM_014503.2 1 59.09 intronic NM_014503.2c.3562-37A>Gp.? -1.62 Down-regulated in metastasisrs2002895,rs776346167 0.268 YES 0.0 (pos.101728156),9.163E-1 (pos.101728166)UTP20, S. cerevisiae, homolog of90S preribosome,RNA binding,cytoplasm,endonucleolytic cleavage in 5'-ETS of tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),endonucleolytic cleavage in ITS1 to separate SSU-rRNA from 5.8S rRNA and LSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),endonucleolytic cleavage to generate mature 5'-end of SSU-rRNA from (SSU-rRNA, 5.8S rRNA, LSU-rRNA),maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),negative regulation of cell proliferation,nucleolus,nucleoplasm,plasma membrane,preribosome, small subunit precursor,protein binding,rRNA processing,small-subunit processomeAlcohol-Related Disorders;Alcoholism;Mental Disorders;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Substance-Related DisordersA=9, G=13 A=0.4091, G=0.5909 0.00001 122.568 22 A=3/6, G=12/1

chr12:101734277 T/C T C SNV UTP20 UTP20:intronic:NM_014503.2 1 51.85 intronic NM_014503.2c.4014-24T>Cp.? -0.23 Down-regulated in metastasisrs7963896 0.2685 YES 9.148E-1 (pos.101734277) UTP20, S. cerevisiae, homolog of90S preribosome,RNA binding,cytoplasm,endonucleolytic cleavage in 5'-ETS of tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),endonucleolytic cleavage in ITS1 to separate SSU-rRNA from 5.8S rRNA and LSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),endonucleolytic cleavage to generate mature 5'-end of SSU-rRNA from (SSU-rRNA, 5.8S rRNA, LSU-rRNA),maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),negative regulation of cell proliferation,nucleolus,nucleoplasm,plasma membrane,preribosome, small subunit precursor,protein binding,rRNA processing,small-subunit processomeAlcohol-Related Disorders;Alcoholism;Mental Disorders;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Substance-Related DisordersT=13, C=14 T=0.4815, C=0.5185 0.00001 132.665 27 T=9/4, C=4/10

chr8:2807783 A/A G A SNV CSMD1 CSMD1:exonic:NM_033225.5 1 100 67 synonymous NM_033225.5c.10284C>Tp.(=) 0.88 0.35(COSM3763302),0.35(COSM3763303),0.35(COSM4785143)CUB domain,Sushi repeat (SCR repeat)rs35043129 0.1244 YES 1.398E-1 (pos.2807783) acute_myeloid_leukaemia,adenocarcinoma,osteosarcomaCub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesG=0, A=21 G=0.0, A=1.0 0.00001 280.99 21 G=0/0, A=3/18

chr12:102046595 C/C T C SNV MYBPC1 MYBPC1:intronic:NM_001254718.1 1 100 intronic NM_001254718.1c.1558+33T>Cp.? -0.1 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs1997204 0.052 YES 9.95E-1 (pos.102046595) Myosin-binding protein C, slow typeM band,Z disc,actin filament binding,actin filament organization,cell adhesion,cytosol,muscle alpha-actinin binding,muscle filament sliding,muscle myosin complex,myofibril,myosin filament,positive regulation of protein targeting to mitochondrion,protein binding,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticity,titin bindingArthrogryposis;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Joint Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal DiseasesT=0, C=24 T=0.0, C=1.0 0.00001 334.69 24 T=0/0, C=18/6

chr8:3253768 T/T C T SNV CSMD1 CSMD1:exonic:NM_033225.5 1 100 17 synonymous NM_033225.5c.2541G>A p.(=) -3.1 0.02(COSM1456709),0.02(COSM1456710),0.02(COSM3763324),0.02(COSM4783692)CUB domain,Sushi repeat (SCR repeat)rs3802303 0.4062 YES 1.837E-1;0.0 (pos.3253768)adenocarcinomaCub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesC=0, T=32 C=0.0, T=1.0 0.00001 485.141 32 C=0/0, T=25/7

chr12:102078094 C/C G C SNV MYBPC1 MYBPC1:intronic:NM_001254718.1 1 100 intronic NM_001254718.1c.3472-1266G>Cp.? 0.41 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs2303629 0.34 YES Myosin-binding protein C, slow typeM band,Z disc,actin filament binding,actin filament organization,cell adhesion,cytosol,muscle alpha-actinin binding,muscle filament sliding,muscle myosin complex,myofibril,myosin filament,positive regulation of protein targeting to mitochondrion,protein binding,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticity,titin bindingArthrogryposis;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Joint Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal DiseasesG=0, C=22 G=0.0, C=1.0 0.00001 298.892 22 G=0/0, C=15/7

chr8:3265590 T/T C T SNV CSMD1 CSMD1:exonic:NM_033225.5 1 100 14 synonymous NM_033225.5c.1902G>A p.(=) 0.21 0.72(COSM3763325),0.72(COSM3763326),0.72(COSM3763327),0.72(COSM4783700),0.86(COSM3982521),0.86(COSM3982522),0.86(COSM3982523)CUB domain,Sushi repeat (SCR repeat)rs10088378 0.3324 YES 3.647E-1 (pos.3265590) acute_myeloid_leukaemia,adenocarcinomaCub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesC=0, T=40 C=0.0, T=1.0 0.00001 644.264 40 C=0/0, T=13/27

chr1:34038214 C/C T C SNV CSMD2 CSMD2:exonic:NM_052896.4 1 100 51 missense NM_052896.4c.7660A>G p.Met2554Val 0.28 0.59 21 0 0.03(COSM3751157),0.03(COSM3751158)CUB domain,Sushi repeat (SCR repeat)rs2641962 0.4681 YES 3.764E-1 (pos.34038214) acute_myeloid_leukaemia,adenocarcinoma,carcinomaCub and Sushi multiple domains 2integral component of membrane,plasma membraneAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Depressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood Disorders;Neurodevelopmental DisordersT=0, C=64 T=0.0, C=1.0 0.00001 977.613 64 T=0/0, C=25/39

chr12:102295218 C/C T C SNV DRAM1 DRAM1:intronic:NM_018370.2 1 100 intronic NM_018370.2c.342+7T>Cp.? -0.58 Frag1/DRAM/Sfk1 familyrs201692573,rs386765823,rs72955690.386 YES 9.206E-1 (pos.102295218) Damage-regulated autophagy modulator 1apoptotic process,autophagy,cytoplasm,integral component of membrane,lysosomal membrane,lysosome,protein binding,regulation of autophagyT=0, C=25 T=0.0, C=1.0 0.00001 353.015 25 T=0/0, C=13/12

chr12:102433811 C/C T C SNV WASHC3 WASHC3:intronic:NM_016053.3 1 100 intronic NM_016053.3c.325-55A>Gp.? 0.22 Subunit CCDC53 of WASH complexrs4237982 YES WASH complex,biological_process,early endosome,protein binding,protein transportT=0, C=20 T=0.0, C=1.0 0.00001 268.184 20 T=0/0, C=8/12

chr1:34329897 C/C T C SNV

CSMD2,HM

GB4 CSMD2:intronic:NM_052896.4, HMGB4:exonic:NM_145205.5 1
100

2 synonymous NM_052896.4, NM_145205.5c.801-17300A>G, c.105T>Cp.?, p.(=) -0.32 CUB domain,HMG (high mobility group) box,HMG-box domain,Sushi repeat (SCR repeat)rs911218 0.0455 YES 1.0;0.0 (pos.34329897) Cub and Sushi multiple domains 2,High mobility group box 4DNA binding,chromosome,integral component of membrane,nucleus,plasma membrane,protein bindingAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Depressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood Disorders;Neurodevelopmental DisordersT=0, C=103 T=0.0, C=1.0 0.00001 1611.39 103 T=0/0, C=45/58

chr12:103271350 A/A G A SNV PAH PAH:intronic:NM_000277.1 1 100 intronic NM_000277.1c.353-22C>Tp.? -0.23 ACT domain,Biopterin-dependent aromatic amino acid hydroxylasers2037639 0.2309 YES 7.108E-1 (pos.103271350) Phenylalanine hydroxylaseL-phenylalanine catabolic process,aromatic amino acid family metabolic process,catecholamine biosynthetic process,cellular amino acid biosynthetic process,cytosol,extracellular exosome,iron ion binding,monooxygenase activity,neurotransmitter biosynthetic process,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced pteridine as one donor, and incorporation of one atom of oxygen,phenylalanine 4-monooxygenase activityAmino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Phenylketonuria;Phenylketonuria, Maternal;Phenylketonurias;Pregnancy Complications;Recommended Newborn Screening PanelsBeta(2-Thienyl)Alanine,Droxidopa,Epinephrine,L-Phenylalanine,L-erythro-7,8-dihydrobiopterin,Norepinephrine,Norleucine,Quinonoid 7,8-Tetrahydrobiopterin,SapropterinBenign G=0, A=54 G=0.0, A=1.0 0.00001 798.148 54 G=0/0, A=10/44

chr12:104149251 T/T C T SNV STAB2 STAB2:intronic:NM_017564.9 1 100 intronic NM_017564.9c.6880+6C>Tp.? -2.17 EGF domain,Extracellular link domain,Fasciclin domainrs7296626 0.0616 YES 9.999E-1 (pos.104149251) angiogenesis,calcium ion binding,cell adhesion,cytosol,defense response to bacterium,endocytic vesicle membrane,endocytosis,external side of plasma membrane,hyaluronan catabolic process,hyaluronic acid binding,integral component of plasma membrane,low-density lipoprotein particle binding,low-density lipoprotein receptor activity,oxidation-reduction process,plasma membrane,protein binding,protein disulfide oxidoreductase activity,receptor-mediated endocytosis,regulation of blood coagulation,regulation of gene expression,scavenger receptor activityHyaluronic acid C=0, T=88 C=0.0, T=1.0 0.00001 1451.91 88 C=0/0, T=49/39

chr12:104174192 C/T C T SNV NT5DC3 NT5DC3:intronic:NM_001031701.2 1 57.58 intronic NM_001031701.2c.1330-50G>Ap.? 0.06 5' nucleotidase familyrs1866292 0.2643 YES 4.11E-1 (pos.104174192) 5' nucleotidase domain-containing protein 35'-nucleotidase activity,dephosphorylation,metal ion binding,receptor complexC=14, T=19 C=0.4242, T=0.5758 0.00001 204.394 33 C=7/7, T=8/11

chr12:10461883 G/G A G SNV KLRD1 KLRD1:intronic:NM_002262.4 1 100 intronic NM_002262.4c.8-104A>Gp.? -0.27 Lectin C-type domainrs10734825 YES Killer cell lectin-like receptor, subfamily D, member 1MHC class I protein complex binding,MHC class Ib protein binding, via antigen binding groove,carbohydrate binding,cell surface receptor signaling pathway,external side of plasma membrane,innate immune response,integral component of membrane,natural killer cell mediated immunity,plasma membrane,protein antigen binding,protein binding,receptor complex,regulation of immune response,transmembrane signaling receptor activityA=0, G=50 A=0.0, G=1.0 0.00001 852.705 50 A=0/0, G=32/18

chr1:34330067 C/C A C SNV

CSMD2,HM

GB4 CSMD2:intronic:NM_052896.4, HMGB4:exonic:NM_145205.5 1
100

2 missense NM_052896.4, NM_145205.5c.801-17470T>G, c.275A>Cp.?, p.Glu92Ala 3.89 107 0.02(COSM4415754)CUB domain,HMG (high mobility group) box,HMG-box domain,Sushi repeat (SCR repeat)rs10379 0.2401 YES 8.863E-1 (pos.34330067) acute_myeloid_leukaemiaCub and Sushi multiple domains 2,High mobility group box 4DNA binding,chromosome,integral component of membrane,nucleus,plasma membrane,protein bindingAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Depressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood Disorders;Neurodevelopmental DisordersA=0, C=53 A=0.0, C=1.0 0.00001 782.024 53 A=0/0, C=22/31

chr8:113241088 G/G T G SNV CSMD3 CSMD3:exonic:NM_198123.1 1 100 70 missense NM_198123.1c.10861A>Cp.Asn3621His 4.19 0.47 68 0.883 0.94(COSM1166813),0.94(COSM1166814)CUB domain,Sushi repeat (SCR repeat)rs1592624 0.4415 YES 7.6E-1 (pos.113241088) adenocarcinoma,neoplasm,serous_carcinomaCub and Sushi multiple domains 3integral component of membrane,plasma membrane,regulation of dendrite developmentAdenocarcinoma;Autistic Disorder;Carcinoma;Carcinoma, Renal Cell;Child Development Disorders, Pervasive;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Substance-Related Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, G=122 T=0.0, G=1.0 0.00001 1973.7 122 T=0/0, G=55/67

chr12:105446719 T/T G T SNV ALDH1L2 ALDH1L2:intronic:NM_001034173.3 1 100 intronic NM_001034173.3c.1288-10C>Ap.? 1.27 0.03(COSM147599)Aldehyde dehydrogenase family,Formyl transferase,Formyl transferase, C-terminal domain,Phosphopantetheine attachment siters56118650 0.4843 YES 3.834E-1 (pos.105446719)adenocarcinomaAldehyde dehydrogenase 1 family, member L210-formyltetrahydrofolate catabolic process,aldehyde dehydrogenase (NAD) activity,biosynthetic process,extracellular exosome,folic acid metabolic process,formyltetrahydrofolate dehydrogenase activity,hydroxymethyl-, formyl- and related transferase activity,mitochondrial matrix,mitochondrion,one-carbon metabolic process,oxidation-reduction process,oxidoreductase activityG=0, T=87 G=0.0, T=1.0 0.00001 1431.38 87 G=0/0, T=41/46

chr12:105509160 T/T G T SNV WASHC4 WASHC4:intronic:NM_015275.2 1 100 intronic NM_015275.2c.367+153G>Tp.? -0.5 WASH complex subunit 7,WASH complex subunit 7, C-terminal,WASH complex subunit 7, N-terminalrs1196801 YES WASH complex, subunit 4BLOC-1 complex,WASH complex,early endosome,endosomal transport,endosome,endosome organization,protein transportG=0, T=41 G=0.0, T=1.0 0.00001 664.7 41 G=0/0, T=19/22

chr12:105514480 G/G A G SNV WASHC4 WASHC4:intronic:NM_015275.2 1 100 intronic NM_015275.2c.561+105A>Gp.? -1.63 WASH complex subunit 7,WASH complex subunit 7, C-terminal,WASH complex subunit 7, N-terminalrs1196837 YES WASH complex, subunit 4BLOC-1 complex,WASH complex,early endosome,endosomal transport,endosome,endosome organization,protein transportA=0, G=114 A=0.0, G=1.0 0.00001 1812.57 114 A=0/0, G=67/47

chr12:105534025 A/A G A SNV WASHC4 WASHC4:intronic:NM_015275.2 1 100 intronic NM_015275.2c.1453-47G>Ap.? -0.35 WASH complex subunit 7,WASH complex subunit 7, C-terminal,WASH complex subunit 7, N-terminalrs1196808,rs386765996 0.1708 YES 9.993E-1 (pos.105534025) WASH complex, subunit 4BLOC-1 complex,WASH complex,early endosome,endosomal transport,endosome,endosome organization,protein transportG=0, A=59 G=0.0, A=1.0 0.00001 885.361 59 G=0/0, A=28/31

chr15:75982428 C/T C T SNV CSPG4 CSPG4:exonic:NM_001897.4 1 46.43 3 synonymous NM_001897.4c.978G>A p.(=) -1.48 0.11(COSM434332)Cadherin-like,Laminin G domainrs7182906 YES 1.972E-1 (pos.75982428) astrocytoma_Grade_IV,carcinoma,neoplasm,squamous_cell_carcinomaChondroitin sulfate proteoglycanGolgi lumen,activation of MAPK activity,angiogenesis,apical plasma membrane,cell proliferation,cell surface,chondroitin sulfate biosynthetic process,chondroitin sulfate catabolic process,dermatan sulfate biosynthetic process,extracellular exosome,extracellular matrix,extracellular region,focal adhesion,glial cell migration,glycosaminoglycan metabolic process,integral component of plasma membrane,intracellular signal transduction,lamellipodium membrane,lysosomal lumen,positive regulation of peptidyl-tyrosine phosphorylation,protein kinase binding,signal transducer activity,tissue remodeling,transmembrane receptor protein tyrosine kinase signaling pathwayBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Nervous System Diseases;Vascular DiseasesC=14, T=13 C=0.5185, T=0.4815 0.00001 125.566 28 C=10/4, T=7/6

chr3:39185077 A/A G A SNV CSRNP1 CSRNP1:exonic:NM_033027.3 1 100 5 synonymous NM_033027.3c.1239C>T p.(=) -1.93 0.1(COSM6352279)Cysteine/serine-rich nuclear protein N-terminusrs1274957 0.3495 YES 6E-1 (pos.39185077) carcinoma DNA binding transcription factor activity,apoptotic process,face morphogenesis,molecular_function,nucleus,palate development,platelet-derived growth factor receptor signaling pathway,positive regulation of transcription from RNA polymerase II promoter,post-embryonic development,protein binding,sequence-specific DNA binding,skeletal system morphogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingCardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Heart DiseasesG=0, A=32 G=0.0, A=1.0 0.00001 485.141 32 G=0/0, A=24/8

chr3:39185248 G/G A G SNV CSRNP1 CSRNP1:exonic:NM_033027.3 1 100 5 synonymous NM_033027.3c.1068T>C p.(=) 0.02 0.03(COSM4158021)Cysteine/serine-rich nuclear protein N-terminusrs784519 0.1263 YES 8.968E-1 (pos.39185248) neoplasm DNA binding transcription factor activity,apoptotic process,face morphogenesis,molecular_function,nucleus,palate development,platelet-derived growth factor receptor signaling pathway,positive regulation of transcription from RNA polymerase II promoter,post-embryonic development,protein binding,sequence-specific DNA binding,skeletal system morphogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingCardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Heart DiseasesA=0, G=57 A=0.0, G=1.0 0.00001 849.51 57 A=0/0, G=30/27

chr3:39186728 T/T C T SNV CSRNP1 CSRNP1:exonic:NM_033027.3 1 100 3 synonymous NM_033027.3c.225G>A p.(=) 1.83 Cysteine/serine-rich nuclear protein N-terminusrs784517 0.4351 YES 5.872E-1 (pos.39186728) DNA binding transcription factor activity,apoptotic process,face morphogenesis,molecular_function,nucleus,palate development,platelet-derived growth factor receptor signaling pathway,positive regulation of transcription from RNA polymerase II promoter,post-embryonic development,protein binding,sequence-specific DNA binding,skeletal system morphogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingCardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Heart DiseasesC=0, T=38 C=0.0, T=1.0 0.00001 603.786 38 C=0/0, T=15/23

chr20:23618395 C/C T C SNV CST3 CST3:exonic:NM_000099.3 1 100 1 synonymous NM_000099.3c.105A>G p.(=) -1.44 0.02(COSM3758491)Cystatin domainrs6138024 0.0017 YES 1.0 (pos.23618395) adenocarcinoma,neoplasmCystatin C Sertoli cell development,amyloid-beta binding,apoptotic process,axon,basement membrane,brain development,cellular protein metabolic process,cellular response to hydrogen peroxide,circadian sleep/wake cycle, REM sleep,contractile fiber,cysteine-type endopeptidase inhibitor activity,defense response,embryo implantation,endopeptidase inhibitor activity,endoplasmic reticulum lumen,extracellular exosome,extracellular region,extracellular space,eye development,ficolin-1-rich granule lumen,identical protein binding,lysosome,multivesicular body,negative regulation of blood vessel remodeling,negative regulation of cell death,negative regulation of collagen catabolic process,negative regulation of cysteine-type endopeptidase activity,negative regulation of elastin catabolic process,negative regulation of extracellular matrix disassembly,negative regulation of peptidase activity,negative regulation of proteolysis,neuronal cell body,neutrophil degranulation,nuclear membrane,perinuclear region of cytoplasm,positive regulaAcute Kidney Injury;Alzheimer Disease;Amyloidosis;Amyloidosis, Familial;Amyotrophic Lateral Sclerosis;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Cardiovascular Diseases;Central Nervous System Diseases;Central Nervous System Neoplasms;Cerebral Amyloid Angiopathy;Cerebral Amyloid Angiopathy, Familial;Cerebral Arterial Diseases;Cerebral Small Vessel Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Intracranial Arterial Diseases;Kidney Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Macular Degeneration;Male Urogenital Diseases;Meningeal Neoplasms;Meningioma;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Motor Neuron Disease;Mouth Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Nerve Tissue;Neoplasms, Vascular Tissue;Nervous System Diseases;Nervous ST=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=15/6

chr20:23472390 C/CG CA CG SNV CST8 CST8:exonic:NM_005492.3 1 97.67 2 synonymous NM_005492.3, NM_005492.3c.87delA, c.87A>Gp.Val31fs, p.(=) -0.48, -0.28 Cystatin domainrs114856939,rs2983288,rs7968782632.00E-04 YES 0.0;0.0 (pos.23472390),1.0 (pos.23472391) cell surface,cysteine-type endopeptidase inhibitor activity,cytoplasm,extracellular space,negative regulation of cysteine-type endopeptidase activity,negative regulation of endopeptidase activity,protease bindingGenital Diseases, Male;Infertility;Infertility, Male;Male Urogenital DiseasesCA=0, C=1, CG=42CA=0.0, C=0.0233, CG=0.97670.00001 707.04 43 CA=0/0, C=0/1, CG=28/14

chr12:10571106 C/C G C SNV KLRC3 KLRC3:intronic:NM_007333.2 1 100 intronic NM_007333.2c.332-9C>Gp.? -0.4 Lectin C-type domainrs2682493,rs746095526 1.157E-4;0.0 (pos.10571105),9.999E-1 (pos.10571106)Killer cell lectin-like receptor, subfamily C, member 3carbohydrate binding,cellular defense response,integral component of membrane,signal transduction,transmembrane signaling receptor activityG=0, C=37 G=0.0, C=1.0 0.00001 583.706 37 G=0/0, C=17/20

chr12:10571158 T/T C T SNV KLRC3 KLRC3:intronic:NM_007333.2 1 100 intronic NM_007333.2c.332-61G>Ap.? 0.42 Lectin C-type domainrs10743890,rs796095553,rs796175018,rs796379826YES Killer cell lectin-like receptor, subfamily C, member 3carbohydrate binding,cellular defense response,integral component of membrane,signal transduction,transmembrane signaling receptor activityC=0, T=25 C=0.0, T=1.0 0.00001 353.016 25 C=0/0, T=4/21

chr12:10571177 G/G A G SNV KLRC3 KLRC3:intronic:NM_007333.2 1 100 intronic NM_007333.2c.332-80T>Cp.? -0.2 Lectin C-type domainrs4394921 YES Killer cell lectin-like receptor, subfamily C, member 3carbohydrate binding,cellular defense response,integral component of membrane,signal transduction,transmembrane signaling receptor activityA=0, G=24 A=0.0, G=1.0 0.00001 332.176 24 A=0/0, G=3/21

chr3:122056432 T/T C T SNV CSTA CSTA:exonic:NM_005213.3 1 100 2 synonymous NM_005213.3c.105C>T p.(=) -1.08 Cystatin domainrs17589 0.433 YES 6.899E-2;0.0 (pos.122056432) Cystatin A (stefin A)cell-cell adhesion,cornification,cornified envelope,cysteine-type endopeptidase inhibitor activity,cytoplasm,cytosol,extracellular exosome,extracellular matrix,extracellular space,intracellular,keratinocyte differentiation,negative regulation of endopeptidase activity,negative regulation of peptidase activity,negative regulation of proteolysis,peptide cross-linking,protease binding,protein binding, bridging,structural molecule activityAstrocytoma;Carcinoma;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Glioblastoma;Glioma;Head and Neck Neoplasms;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Processes;Neuroectodermal Tumors;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal Diseases;Pharyngeal Neoplasms;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Stomatognathic DiseasesC=0, T=84 C=0.0, T=1.0 0.00001 1370.17 84 C=0/0, T=59/25

chr12:105742457 G/A G A SNV C12orf75 C12orf75:intronic:NM_001145199.1 1 52.38 intronic NM_001145199.1c.71+53G>Ap.? -0.72 OCC1 family rs75924647 0.0374 YES G=10, A=11 G=0.4762, A=0.5238 0.00001 95.3003 21 G=5/5, A=3/8



chr12:10588647 G/G A G SNV KLRC2 KLRC2:upstream:NM_002260.3 1 100 intronic NM_002260.3c.-62T>C p.? -0.07 rs28730284 Killer cell lectin-like receptor, subfamily C, member 2MHC class I protein complex binding,carbohydrate binding,cellular defense response,innate immune response,integral component of membrane,integral component of plasma membrane,natural killer cell mediated immunity,plasma membrane,protein antigen binding,protein binding,receptor complex,signal transduction,transmembrane signaling receptor activityBrain Diseases;Central Nervous System Diseases;Central Nervous System Infections;Creutzfeldt-Jakob Syndrome;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Prion DiseasesA=0, G=21 A=0.0, G=1.0 0.00001 279.959 21 A=0/0, G=12/9

chr20:23424613 T/C T C SNV CSTL1 CSTL1:exonic:NM_138283.1 1 50 3 missense NM_138283.1c.262T>C p.Trp88Arg -0.27 1 101 0 0.01(COSM3758489)Cystatin domainrs3746736 0.4959 YES 7.279E-1;0.0 (pos.23424613)adenocarcinoma cysteine-type endopeptidase inhibitor activity,extracellular space,negative regulation of cysteine-type endopeptidase activity,negative regulation of endopeptidase activity,protease bindingT=13, C=13 T=0.5, C=0.5 0.00001 113.922 26 T=5/8, C=4/9

chr18:19995753 C/C T C SNV CTAGE1 CTAGE1:exonic:NM_172241.2 1 100 1 synonymous NM_172241.2c.2022A>G p.(=) -0.14 0.02(COSM6248072),0.02(COSM6248073)rs9946145 0.0911 YES 8.275E-1 (pos.19995753) neoplasm biological_process,cellular_component,integral component of membraneT=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=17/8

chr10:126714966 G/G A G SNV CTBP2 CTBP2:exonic:NM_022802.2 1 100 1 missense NM_022802.2c.1363T>C p.Tyr455His 4.9 0 83 0.001 0.48(COSM3751593)D-isomer specific 2-hydroxyacid dehydrogenase, NAD binding domain,D-isomer specific 2-hydroxyacid dehydrogenase, catalytic domainrs3012075 0.4972 YES 6.376E-1 (pos.126714966)adenocarcinoma,neoplasmC-terminal-binding protein 2NAD binding,cell junction,cellular response to leukemia inhibitory factor,chromatin binding,cytosol,glyoxylate reductase (NADP) activity,hydroxypyruvate reductase activity,negative regulation of cell proliferation,negative regulation of transcription, DNA-templated,nucleus,oxidation-reduction process,oxidoreductase activity, acting on the CH-OH group of donors, NAD or NADP as acceptor,positive regulation of chromatin binding,positive regulation of retinoic acid receptor signaling pathway,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein complex binding,protein homodimerization activity,protein kinase binding,retinoic acid receptor binding,ribbon synapse,transcription coactivator activity,transcription corepressor activity,transcription, DNA-templated,transcriptional repressor complex,viral genome replication,white fat cell differentiationGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, G=24 A=0.0, G=1.0 0.00001 334.788 24 A=0/0, G=19/5

chr10:126716346 T/T C T SNV CTBP2 CTBP2:utr_5:NM_022802.2 1 100 1 utr_5 NM_022802.2c.-18G>A p.? -1.06 D-isomer specific 2-hydroxyacid dehydrogenase, NAD binding domain,D-isomer specific 2-hydroxyacid dehydrogenase, catalytic domainrs2938006 0.4937 YES 6.632E-1 (pos.126716346) C-terminal-binding protein 2NAD binding,cell junction,cellular response to leukemia inhibitory factor,chromatin binding,cytosol,glyoxylate reductase (NADP) activity,hydroxypyruvate reductase activity,negative regulation of cell proliferation,negative regulation of transcription, DNA-templated,nucleus,oxidation-reduction process,oxidoreductase activity, acting on the CH-OH group of donors, NAD or NADP as acceptor,positive regulation of chromatin binding,positive regulation of retinoic acid receptor signaling pathway,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein complex binding,protein homodimerization activity,protein kinase binding,retinoic acid receptor binding,ribbon synapse,transcription coactivator activity,transcription corepressor activity,transcription, DNA-templated,transcriptional repressor complex,viral genome replication,white fat cell differentiationGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, T=30 C=0.0, T=1.0 0.00001 446.634 30 C=0/0, T=15/15

chr12:10763425 A/A ATGTAGACAA INDEL MAGOHB MAGOHB:intronic:NM_018048.4 8 100 intronic NM_018048.4c.95-146TGTCTACAT>Tp.? -0.06, 0.54, 1.36, 0.24, 0.65, -0.33, 0.88, -0.02, 1.57 Mago nashi proteinrs200742244,rs375482462,rs386760302,rs56018270,rs72054859YES RNA binding,RNA export from nucleus,RNA splicing,catalytic step 2 spliceosome,exon-exon junction complex,mRNA 3'-end processing,mRNA export from nucleus,mRNA splicing, via spliceosome,neuronal cell body,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleoplasm,nucleus,protein binding,termination of RNA polymerase II transcriptionAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian DiseasesATGTAGACA=0, A=50ATGTAGACA=0.0, A=1.0 0.00001 730.012 50 ATGTAGACA=0/0, A=17/33

chr12:108136172 G/G A G SNV

LOC101929

162,PRDM4 PRDM4:intronic:NM_012406.3, LOC101929162:intronic_nc:NR_120474.11
100

intronic NM_012406.3, NR_120474.1c.1482-47T>Cp.? 0.44 C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers2302734 0.4085 YES 1.201E-1 (pos.108136172) PR domain-containing protein 4RNA polymerase II core promoter proximal region sequence-specific DNA binding,cell proliferation,cytoplasm,histone H4-R3 methylation,histone methyltransferase binding,histone methyltransferase complex,methyltransferase activity,positive regulation of transcription from RNA polymerase II promoter,protein binding,signal transduction,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific binding,zinc ion bindingA=0, G=34 A=0.0, G=1.0 0.00001 524.186 34 A=0/0, G=19/15

chr12:108140032 C/C T C SNV

LOC101929

162,PRDM4 PRDM4:intronic:NM_012406.3, LOC101929162:intronic_nc:NR_120474.11
100

intronic NM_012406.3, NR_120474.1c.1276+20A>Gp.? -0.38 C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers3803120 0.408 YES 1.209E-1 (pos.108140032) PR domain-containing protein 4RNA polymerase II core promoter proximal region sequence-specific DNA binding,cell proliferation,cytoplasm,histone H4-R3 methylation,histone methyltransferase binding,histone methyltransferase complex,methyltransferase activity,positive regulation of transcription from RNA polymerase II promoter,protein binding,signal transduction,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific binding,zinc ion bindingT=0, C=53 T=0.0, C=1.0 0.00001 782.03 53 T=0/0, C=23/30

chr17:8132763 C/C T C SNV CTC1 CTC1:exonic:NM_025099.5 1 100 19 missense NM_025099.5c.3013A>G p.Ile1005Val -0.77 1 29 0 0(COSM4130882)CST, telomere maintenance, complex subunit CTC1rs3826543,rs761130121 0.1859 YES 0.0 (pos.8132762),3.844E-1 (pos.8132763)neoplasm Conserved telomere maintenance component 1CST complex,G-rich strand telomeric DNA binding,bone marrow development,cellular response to DNA damage stimulus,hematopoietic stem cell proliferation,multicellular organism growth,negative regulation of telomere maintenance via telomerase,nuclear chromosome, telomeric region,nucleus,positive regulation of DNA replication,positive regulation of fibroblast proliferation,protein binding,regulation of G2/M transition of mitotic cell cycle,replicative senescence,single-stranded DNA binding,spleen development,telomere capping,telomere maintenance,telomere maintenance via telomere lengthening,telomeric DNA binding,thymus developmentAngiodysplasia;Ataxia;Bone Diseases;Bone Diseases, Metabolic;Brain Diseases;Brain Neoplasms;Calcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Central Nervous System Cysts;Central Nervous System Diseases;Central Nervous System Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Dyskeratosis Congenita;Dyskinesias;Epilepsy;Eye Diseases;Gastric Antral Vascular Ectasia;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Leukoencephalopathies;Metabolic Diseases;Muscle Hypertonia;Muscle Spasticity;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Nervous System Neoplasms;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Retinal Diseases;Retinal Telangiectasis;Seizures;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Stomach Diseases;Telangiectasis;VasBenign/Likely benignT=0, C=64 T=0.0, C=1.0 0.00001 977.634 64 T=0/0, C=26/38

chr12:108919390 C/C T C SNV SART3 SART3:intronic:NM_014706.3 1 100 intronic NM_014706.3c.2371-4A>Gp.? -1.54 0.07(COSM6352609)LSM-interacting associated unstructured,Lsm interaction motif,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs7963063 0.4131 YES 9.054E-2 (pos.108919390)carcinoma Squamous cell carcinoma antigen recognized by T cells 3Cajal body,RNA binding,RNA processing,U4 snRNA binding,U4/U6 snRNP,U4/U6 x U5 tri-snRNP complex,U4atac/U6atac snRNP,U6 snRNA binding,U6atac snRNA binding,U6atac snRNP,cell morphogenesis,cytoplasm,hematopoietic stem cell proliferation,histone binding,homeostasis of number of cells,mRNA splicing, via spliceosome,nuclear speck,nucleoplasm,nucleosome assembly,nucleus,positive regulation of histone deubiquitination,protein binding,regulation of gene expression,spliceosomal snRNP assembly,spliceosomal tri-snRNP complex assembly,ubiquitin-specific protease bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Keratosis;Porokeratosis;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesT=0, C=35 T=0.0, C=1.0 0.00001 543.903 35 T=0/0, C=16/19

chr12:108960906 T/T G T SNV ISCU ISCU:intronic:NM_213595.3 1 100 intronic NM_213595.3c.340-60G>Tp.? -1.52 NifU-like N terminal domainrs10861945 0.1675 YES Iron-sulfur cluster scaffold, E. coli, homolog of2 iron, 2 sulfur cluster binding,4 iron, 4 sulfur cluster binding,cellular iron ion homeostasis,cytoplasm,cytosol,ferrous iron binding,iron ion binding,iron-sulfur cluster assembly,iron-sulfur cluster binding,iron-sulfur transferase activity,mitochondrial matrix,mitochondrion,nucleus,protein binding,protein complex scaffold activity,protein maturation by iron-sulfur cluster transfer,small molecule metabolic processAcid-Base Imbalance;Acidosis;Acidosis, Lactic;Metabolic Diseases;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic DiseasesG=0, T=28 G=0.0, T=1.0 0.00001 408.718 28 G=0/0, T=20/8

chr12:109338835 T/T C T SNV SVOP SVOP:intronic:NM_018711.4 1 100 intronic NM_018711.4c.483+44G>Ap.? 0.79 Major Facilitator Superfamily,Sugar (and other) transporterrs36131538 0.3891 YES 5.422E-1 (pos.109338835) SV2-related proteincell junction,integral component of membrane,substrate-specific transmembrane transporter activity,synaptic vesicle,synaptic vesicle membrane,transmembrane transport,transmembrane transporter activityNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=16/4

chr17:8135061 C/C T C SNV CTC1 CTC1:exonic:NM_025099.5 1 100 14 missense NM_025099.5c.2458A>G p.Ile820Val 0.38 1 29 0 CST, telomere maintenance, complex subunit CTC1rs3027238 0.0357 YES 9.92E-1 (pos.8135061) Conserved telomere maintenance component 1CST complex,G-rich strand telomeric DNA binding,bone marrow development,cellular response to DNA damage stimulus,hematopoietic stem cell proliferation,multicellular organism growth,negative regulation of telomere maintenance via telomerase,nuclear chromosome, telomeric region,nucleus,positive regulation of DNA replication,positive regulation of fibroblast proliferation,protein binding,regulation of G2/M transition of mitotic cell cycle,replicative senescence,single-stranded DNA binding,spleen development,telomere capping,telomere maintenance,telomere maintenance via telomere lengthening,telomeric DNA binding,thymus developmentAngiodysplasia;Ataxia;Bone Diseases;Bone Diseases, Metabolic;Brain Diseases;Brain Neoplasms;Calcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Central Nervous System Cysts;Central Nervous System Diseases;Central Nervous System Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Dyskeratosis Congenita;Dyskinesias;Epilepsy;Eye Diseases;Gastric Antral Vascular Ectasia;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Leukoencephalopathies;Metabolic Diseases;Muscle Hypertonia;Muscle Spasticity;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Nervous System Neoplasms;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Retinal Diseases;Retinal Telangiectasis;Seizures;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Stomach Diseases;Telangiectasis;VasBenign/Likely benignT=0, C=36 T=0.0, C=1.0 0.00001 563.741 36 T=0/0, C=18/18

chr17:7154534 A/A G A SNV

CTDNEP1,EL

P5 CTDNEP1:exonic:NM_001143775.1, ELP5:upstream:NM_203414.2 1
100

1 synonymous NM_001143775.1, NM_203414.2c.82C>T, c.-1288G>Ap.(=), p.? 4.28 0.21(COSM437281)NLI interacting factor-like phosphatasers414206 0.3794 YES 6.522E-1 (pos.7154534) ductal_carcinomaC-terminal domain nuclear envelope phosphatase 1,Elongator acetyltransferase complex, subunit 5Elongator holoenzyme complex,Nem1-Spo7 phosphatase complex,cytoplasm,cytosol,dephosphorylation,endoplasmic reticulum membrane,gamete generation,integral component of membrane,mesoderm development,mitotic nuclear envelope disassembly,nuclear envelope,nuclear envelope organization,nuclear membrane,nucleus,phosphatase activity,positive regulation of canonical Wnt signaling pathway,positive regulation of cell migration,positive regulation of triglyceride biosynthetic process,protein binding,protein dephosphorylation,protein localization to nucleus,protein serine/threonine phosphatase activity,regulation of transcription, DNA-templated,tRNA wobble uridine modification,transcription, DNA-templatedG=0, A=29 G=0.0, A=1.0 0.00001 427.604 29 G=0/0, A=6/23

chr18:77513721 C/C T C SNV CTDP1 CTDP1:exonic:NM_004715.4 1 100 13 synonymous NM_004715.4c.2817T>C p.(=) 0.04 0.56(COSM4131107)FCP1, C-terminal,NLI interacting factor-like phosphatasers626169 0.0066 YES 9.998E-1 (pos.77513721) neoplasm C-terminal domain of RNA polymerase II subunit A, phosphatase of, subunit 1CTD phosphatase activity,DNA-directed RNA polymerase II, holoenzyme,TFIIF-class transcription factor binding,Tat protein binding,actin cytoskeleton,cell division,centrosome,cytoplasm,dephosphorylation of RNA polymerase II C-terminal domain,exit from mitosis,midbody,negative regulation of cell growth involved in cardiac muscle cell development,nuclear speck,nucleoplasm,nucleus,phosphoprotein phosphatase activity,positive regulation by host of viral transcription,positive regulation of viral transcription,protein binding,protein complex,protein dephosphorylation,spindle,spindle midzone,spindle pole,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterCataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Eye Diseases;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System DiseasesBenign/Likely benignT=0, C=29 T=0.0, C=1.0 0.00001 427.586 29 T=0/0, C=21/8

chr12:109520876 A/A G A SNV USP30 USP30:intronic:NM_032663.4 1 100 intronic NM_032663.4c.1168+9G>Ap.? -0.71 Ubiquitin carboxyl-terminal hydrolasers59162254 0.0826 YES 1.471E-1 (pos.109520876) Ubiquitin-specific protease 30autophagy of mitochondrion,cysteine-type endopeptidase activity,integral component of membrane,mitochondrial fusion,mitochondrial outer membrane,mitochondrion,negative regulation of mitophagy,protein K11-linked deubiquitination,protein K6-linked deubiquitination,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processG=0, A=33 G=0.0, A=1.0 0.00001 504.598 33 G=0/0, A=16/17

chr8:104394744 C/C T C SNV CTHRC1 CTHRC1:exonic:NM_138455.3 1 100 4 synonymous NM_138455.3c.648T>C p.(=) -0.93 0.05(COSM3762968),0.05(COSM3762969)rs3098233 0.2131 YES 6.683E-1 (pos.104394744)acute_myeloid_leukaemia,adenocarcinomaCollagen triple-helix repeat-containing protein 1Wnt signaling pathway, planar cell polarity pathway,Wnt-protein binding,cell migration,cochlea morphogenesis,collagen trimer,cytoplasm,establishment of planar polarity involved in neural tube closure,extracellular region,extracellular space,frizzled binding,inner ear receptor stereocilium organization,negative regulation of canonical Wnt signaling pathway,ossification involved in bone remodeling,positive regulation of osteoblast differentiation,positive regulation of osteoblast proliferation,positive regulation of protein binding,proteinaceous extracellular matrixT=0, C=42 T=0.0, C=1.0 0.00001 689.969 42 T=0/0, C=31/11

chr18:46385948 G/G A G SNV CTIF CTIF:utr_3:NM_001142397.1 1 100 13 utr_3 NM_001142397.1c.1821A>G p.? -0.18 0.08(COSM4000409)MIF4G domainrs3752082 0.4371 YES 2.528E-1 (pos.46385948) acute_myeloid_leukaemia,adenocarcinoma,carcinomaKIAA0427 geneRNA binding,cytosol,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,perinuclear region of cytoplasm,protein binding,regulation of translational initiationA=0, G=22 A=0.0, G=1.0 0.00001 293.485 22 A=0/0, G=14/8

chr11:57571232 T/T C T SNV

CTNND1,TM

X2-CTNND1 CTNND1:exonic:NM_001085458.1, TMX2-CTNND1:exonic_nc:NR_037646.11

100

8 synonymous NR_037646.1, NM_001085458.1c.1560C>T p.(=) 0.07 Armadillo/beta-catenin-like repeatrs11229137 1.00E-04 1.0 (pos.57571232) Catenin (cadherin-associated protein), delta 1Wnt signaling pathway,adherens junction organization,brain development,cadherin binding,cell adhesion,cell-cell adhesion,cell-cell junction,cytoplasm,cytosol,dendritic spine,entry of bacterium into host cell,extracellular exosome,growth cone,lamellipodium,midbody,negative regulation of canonical Wnt signaling pathway,nucleus,plasma membrane,protein binding,protein kinase binding,receptor binding,regulation of transcription, DNA-templated,transcription, DNA-templated,zonula adherensC=0, T=34 C=0.0, T=1.0 0.00001 514.035 34 C=0/0, T=10/24

chr12:109637188 C/C G C SNV ACACB ACACB:intronic:NM_001093.3 1 100 intronic NM_001093.3c.2628-19G>Cp.? -3.11 Acetyl-CoA carboxylase, central region,Biotin carboxylase C-terminal domain,Biotin carboxylase, N-terminal domain,Biotin-requiring enzyme,Carbamoyl-phosphate synthase L chain, ATP binding domain,Carboxyl transferase domainrs7299171 0.4235 YES 3.216E-1;1.173E-4 (pos.109637188) Acetyl-Coenzyme A carboxylase, betaATP binding,acetyl-CoA carboxylase activity,acetyl-CoA metabolic process,biotin binding,biotin carboxylase activity,biotin metabolic process,carnitine shuttle,cytosol,endomembrane system,energy homeostasis,fatty acid biosynthetic process,identical protein binding,malonyl-CoA biosynthetic process,metal ion binding,mitochondrial outer membrane,mitochondrion,negative regulation of catalytic activity,negative regulation of fatty acid beta-oxidation,negative regulation of gene expression,nucleus,positive regulation of cellular metabolic process,positive regulation of heart growth,positive regulation of lipid storage,protein binding,protein homotetramerization,regulation of cholesterol biosynthetic process,regulation of glucose metabolic process,response to drug,response to nutrient levels,response to organic cyclic compoundGlucose Metabolism Disorders;Hyperinsulinism;Insulin Resistance;Metabolic Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition(2S)-2-(4-{3-CHLORO-5-(TRIFLUOROMETHYL)PYRIDIN-2-YLOXY}PHENOXY)PROPANOIC ACID,2-4-(2,4-Dichlorophenoxy)PhenoxyPropanoic Acid,Adenine,Biotin,Soraphen AG=0, C=29 G=0.0, C=1.0 0.00001 426.674 29 G=0/0, C=18/11

chr12:109685545 G/G A G SNV ACACB ACACB:intronic:NM_001093.3 1 100 intronic NM_001093.3c.5669+37A>Gp.? -1.21 Acetyl-CoA carboxylase, central region,Biotin carboxylase C-terminal domain,Biotin carboxylase, N-terminal domain,Biotin-requiring enzyme,Carbamoyl-phosphate synthase L chain, ATP binding domain,Carboxyl transferase domainrs2284689 0.1826 YES 7.634E-1 (pos.109685545) Acetyl-Coenzyme A carboxylase, betaATP binding,acetyl-CoA carboxylase activity,acetyl-CoA metabolic process,biotin binding,biotin carboxylase activity,biotin metabolic process,carnitine shuttle,cytosol,endomembrane system,energy homeostasis,fatty acid biosynthetic process,identical protein binding,malonyl-CoA biosynthetic process,metal ion binding,mitochondrial outer membrane,mitochondrion,negative regulation of catalytic activity,negative regulation of fatty acid beta-oxidation,negative regulation of gene expression,nucleus,positive regulation of cellular metabolic process,positive regulation of heart growth,positive regulation of lipid storage,protein binding,protein homotetramerization,regulation of cholesterol biosynthetic process,regulation of glucose metabolic process,response to drug,response to nutrient levels,response to organic cyclic compoundGlucose Metabolism Disorders;Hyperinsulinism;Insulin Resistance;Metabolic Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition(2S)-2-(4-{3-CHLORO-5-(TRIFLUOROMETHYL)PYRIDIN-2-YLOXY}PHENOXY)PROPANOIC ACID,2-4-(2,4-Dichlorophenoxy)PhenoxyPropanoic Acid,Adenine,Biotin,Soraphen AA=0, G=20 A=0.0, G=1.0 0.00001 263.773 20 A=0/0, G=4/16

chr5:10973727 G/A G A SNV CTNND2 CTNND2:exonic:NM_001332.3 1 50 22 synonymous NM_001332.3c.3516C>T p.(=) 0.26 0.71(COSM24312)Armadillo/beta-catenin-like repeatrs1566622 0.087 YES 2.098E-1 (pos.10973727) acute_myeloid_leukaemia,adenocarcinoma,malignant_melanomaCatenin, delta-2Wnt signaling pathway,adherens junction,beta-catenin binding,cell adhesion,cell-cell adhesion,cytoplasm,dendrite,dendritic spine morphogenesis,nucleus,perikaryon,protein binding,regulation of canonical Wnt signaling pathway,regulation of transcription, DNA-templated,signal transduction,synapse organization,transcription, DNA-templatedAbnormalities, Multiple;Amyotrophic Lateral Sclerosis;Astrocytoma;Carcinogenesis;Cell Transformation, Neoplastic;Central Nervous System Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cri-du-Chat Syndrome;Genetic Diseases, Inborn;Glioblastoma;Glioma;Intellectual Disability;Metabolic Diseases;Motor Neuron Disease;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Processes;Nervous System Diseases;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neuroectodermal Tumors;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesG=14, A=14 G=0.5, A=0.5 0.00001 127.768 28 G=14/0, A=9/5

chr17:3564068 G/A G A SNV CTNS CTNS:utr_3:NM_001031681.2 1 58.33 13 utr_3 NM_001031681.2c.1243G>A p.? 0.3 PQ loop repeatrs760273 0.2036 YES 2.479E-1 (pos.3564068) Cystinosin ATP metabolic process,L-cystine transmembrane transporter activity,L-cystine transport,adult walking behavior,brain development,cellular amino acid metabolic process,cognition,early endosome,extracellular exosome,glutathione metabolic process,grooming behavior,integral component of membrane,intermediate filament cytoskeleton,intracellular membrane-bounded organelle,ion transport,late endosome,lens development in camera-type eye,long-term memory,lysosomal membrane,lysosome,melanin biosynthetic process,melanosome,negative regulation of hydrogen peroxide biosynthetic process,plasma membrane,positive regulation of mitochondrial membrane potential,transmembrane transport,visual learningCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Cystinosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Lysosomal Storage Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephrosis;Nephrotic Syndrome;Nutritional and Metabolic Diseases;Urologic DiseasesCystine Likely benign G=10, A=14 G=0.4167, A=0.5833 0.00001 135.339 24 G=3/7, A=2/12

chr12:111317904 C/C T C SNV CCDC63 CCDC63:intronic:NM_152591.2 1 100 intronic NM_152591.2c.671+13T>Cp.? -0.97 rs35762292 0.2084 YES 1.734E-3 (pos.111317904) axoneme,cilium movement,outer dynein arm assembly,spermatid developmentMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasT=0, C=25 T=0.0, C=1.0 0.00001 357.906 25 T=0/0, C=12/13

chr12:11215029 T/T C T SNV

PRH1,PRH1-

PRR4,PRH1-

TAS2R14,TA

S2R46 PRH1-PRR4:intronic_nc:NR_037918.2, TAS2R46:upstream:NM_176887.2, PRH1-TAS2R14:intronic:NM_001316893.1, PRH1:intronic:NM_001291314.11

100

intronic NR_037918.2, NM_001291314.1, NM_001316893.1, NM_176887.2c.-293-15242G>A, c.-132-15242G>A, c.-136G>Ap.?, p.?, p.? -2.21 rs2708379 Proline-rich protein HaeIII, subfamily-1,Taste receptor, type 2, member 46G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,bitter taste receptor activity,ciliary membrane,detection of chemical stimulus involved in sensory perception of bitter taste,extracellular space,integral component of membrane,plasma membrane,protein binding,sensory perception of tasteC=0, T=26 C=0.0, T=1.0 0.00001 371.417 26 C=0/0, T=10/16

chr12:11215033 T/T G T SNV

PRH1,PRH1-

PRR4,PRH1-

TAS2R14,TA

S2R46 PRH1-PRR4:intronic_nc:NR_037918.2, TAS2R46:upstream:NM_176887.2, PRH1-TAS2R14:intronic:NM_001316893.1, PRH1:intronic:NM_001291314.11

100

intronic NR_037918.2, NM_001291314.1, NM_001316893.1, NM_176887.2c.-293-15246C>A, c.-132-15246C>A, c.-140C>Ap.?, p.?, p.? -2.08 rs61912070 Proline-rich protein HaeIII, subfamily-1,Taste receptor, type 2, member 46G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,bitter taste receptor activity,ciliary membrane,detection of chemical stimulus involved in sensory perception of bitter taste,extracellular space,integral component of membrane,plasma membrane,protein binding,sensory perception of tasteG=0, T=26 G=0.0, T=1.0 0.00001 371.419 26 G=0/0, T=10/16

chr12:11215038 A/A G A SNV

PRH1,PRH1-

PRR4,PRH1-

TAS2R14,TA

S2R46 PRH1-PRR4:intronic_nc:NR_037918.2, TAS2R46:upstream:NM_176887.2, PRH1-TAS2R14:intronic:NM_001316893.1, PRH1:intronic:NM_001291314.11

100

intronic NR_037918.2, NM_001291314.1, NM_001316893.1, NM_176887.2c.-293-15251C>T, c.-132-15251C>T, c.-145C>Tp.?, p.?, p.? -1.95 rs2708378 Proline-rich protein HaeIII, subfamily-1,Taste receptor, type 2, member 46G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,bitter taste receptor activity,ciliary membrane,detection of chemical stimulus involved in sensory perception of bitter taste,extracellular space,integral component of membrane,plasma membrane,protein binding,sensory perception of tasteG=0, A=26 G=0.0, A=1.0 0.00001 371.419 26 G=0/0, A=10/16

chr12:112610714 A/A G A SNV HECTD4 HECTD4:intronic:NM_001109662.3 1 100 intronic NM_001109662.3c.11193-49C>Tp.? -0.81 HECT-domain (ubiquitin-transferase)rs11066188 0.4402 YES 8.155E-4;0.0 (pos.112610714) Arterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glucose Metabolism Disorders;Head and Neck Neoplasms;Heart Diseases;Hyperinsulinism;Hypertension;Insulin Resistance;Metabolic Diseases;Metabolic Syndrome X;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Vascular DiseasesG=0, A=74 G=0.0, A=1.0 0.00001 1170.13 74 G=0/0, A=41/33

chr17:3564073 A/G A G SNV CTNS CTNS:utr_3:NM_001031681.2 1 58.33 13 utr_3 NM_001031681.2c.1248A>G p.? 0.34 PQ loop repeatrs3826496 0.2035 YES 2.482E-1 (pos.3564073) Cystinosin ATP metabolic process,L-cystine transmembrane transporter activity,L-cystine transport,adult walking behavior,brain development,cellular amino acid metabolic process,cognition,early endosome,extracellular exosome,glutathione metabolic process,grooming behavior,integral component of membrane,intermediate filament cytoskeleton,intracellular membrane-bounded organelle,ion transport,late endosome,lens development in camera-type eye,long-term memory,lysosomal membrane,lysosome,melanin biosynthetic process,melanosome,negative regulation of hydrogen peroxide biosynthetic process,plasma membrane,positive regulation of mitochondrial membrane potential,transmembrane transport,visual learningCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Cystinosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Lysosomal Storage Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephrosis;Nephrotic Syndrome;Nutritional and Metabolic Diseases;Urologic DiseasesCystine Likely benign A=10, G=14 A=0.4167, G=0.5833 0.00001 135.339 24 A=3/7, G=2/12

chr17:3559823 G/A G A SNV CTNS CTNS:exonic:NM_001031681.2 1 50 8 synonymous NM_001031681.2c.504G>A p.(=) -0.77 0.09(COSM5427405),0.09(COSM5427406)PQ loop repeatrs1800528 0.1815 YES 2.129E-1 (pos.3559823) acute_myeloid_leukaemia,carcinomaCystinosin ATP metabolic process,L-cystine transmembrane transporter activity,L-cystine transport,adult walking behavior,brain development,cellular amino acid metabolic process,cognition,early endosome,extracellular exosome,glutathione metabolic process,grooming behavior,integral component of membrane,intermediate filament cytoskeleton,intracellular membrane-bounded organelle,ion transport,late endosome,lens development in camera-type eye,long-term memory,lysosomal membrane,lysosome,melanin biosynthetic process,melanosome,negative regulation of hydrogen peroxide biosynthetic process,plasma membrane,positive regulation of mitochondrial membrane potential,transmembrane transport,visual learningCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Cystinosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Lysosomal Storage Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephrosis;Nephrotic Syndrome;Nutritional and Metabolic Diseases;Urologic DiseasesCystine Benign/Likely benignG=14, A=14 G=0.5, A=0.5 0.00001 131.691 28 G=6/8, A=6/8

chr11:10786142 T/T C T SNV CTR9 CTR9:exonic:NM_014633.4 1 100 12 synonymous NM_014633.4c.1461C>T p.(=) 0.22 0.48(COSM4145205)Tetratricopeptide repeatrs3736326 0.4109 YES 8.313E-1 (pos.10786142) neoplasm Cdc73/Paf1 complex,JAK-STAT cascade,RNA polymerase II core binding,SH2 domain binding,Wnt signaling pathway,blastocyst growth,cellular response to lipopolysaccharide,endodermal cell fate commitment,histone H2B ubiquitination,histone H3-K4 trimethylation,histone modification,histone monoubiquitination,inner cell mass cell differentiation,interleukin-6-mediated signaling pathway,negative regulation of mRNA polyadenylation,negative regulation of myeloid cell differentiation,negative regulation of transcription from RNA polymerase II promoter,nuclear speck,nucleoplasm,positive regulation of histone H2B ubiquitination,positive regulation of histone H3-K4 methylation,positive regulation of histone H3-K79 methylation,positive regulation of transcription elongation from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein ubiquitination,regulation of genetic imprinting,regulation of transcription, DNA-templated,stem cell population maintenance,transcrC=0, T=39 C=0.0, T=1.0 0.00001 623.98 39 C=0/0, T=17/22

chr1:206327510 T/C T C SNV CTSE CTSE:exonic:NM_001910.3 1 50 6 synonymous NM_001910.3c.699T>C p.(=) -2.11 0.06(COSM3750822),0.06(COSM3750823)A1 Propeptide,Eukaryotic aspartyl protease,Xylanase inhibitor N-terminalrs61742539 0.1823 YES 7.511E-3 (pos.206327510)adenocarcinomaCathepsin E antigen processing and presentation of exogenous peptide antigen via MHC class II,aspartic-type endopeptidase activity,digestion,endosome,extracellular exosome,protein autoprocessing,protein catabolic process,protein homodimerization activityT=10, C=10 T=0.5, C=0.5 0.00001 77.4894 20 T=7/3, C=3/7

chr15:79217690 C/C G C SNV CTSH CTSH:exonic:NM_004390.4 1 100 10 synonymous NM_004390.4c.792C>G p.(=) -2.28 Cathepsin propeptide inhibitor domain (I29),Papain family cysteine proteasers2044226 0 1.0;0.0 (pos.79217690) Cathepsin H ERK1 and ERK2 cascade,HLA-A specific activating MHC class I receptor activity,T cell mediated cytotoxicity,activation of cysteine-type endopeptidase activity involved in apoptotic process,adaptive immune response,alveolar lamellar body,aminopeptidase activity,antigen processing and presentation,apoptotic process,bradykinin catabolic process,cellular protein metabolic process,cellular response to thyroid hormone stimulus,cysteine-type endopeptidase activator activity involved in apoptotic process,cysteine-type endopeptidase activity,cysteine-type peptidase activity,cytoplasmic ribonucleoprotein granule,cytosol,dichotomous subdivision of terminal units involved in lung branching,endopeptidase activity,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule lumen,immune response-regulating signaling pathway,intracellular membrane-bounded organelle,lysosome,membrane protein proteolysis,metanephros development,multivesicular body lumen,negative regulation of apoptotic process,neuropepAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Disorders of Excessive Somnolence;Dyssomnias;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Mental Disorders;Metabolic Diseases;Narcolepsy;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Nutritional and Metabolic Diseases;Sleep Disorders, Intrinsic;Sleep Wake DisordersCARBOBENZYLOXY-(L)-LEUCINYL-(L)LEUCINYL METHOXYMETHYLKETONE,N-1-Hydroxycarboxyethyl-CarbonylLeucylamino-2-Methyl-Butane,N1-(1-Dimethylcarbamoyl-2-Phenyl-Ethyl)-2-Oxo-N4-(2-Pyridin-2-Yl-Ethyl)-Succinamide,Para-Toluene SulfonateG=0, C=43 G=0.0, C=1.0 0.00001 690.654 43 G=0/0, C=22/21

chr1:150727539 G/A G A SNV CTSS CTSS:exonic:NM_004079.4 1 50 4 missense NM_004079.4c.337C>T p.Arg113Trp 0.43 0.07 101 0.904 0.19(COSM146600)Cathepsin propeptide inhibitor domain (I29),Papain family cysteine proteasers2230061 0.3549 YES 3.312E-1 (pos.150727539)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,squamous_cell_carcinomaCathepsin S adaptive immune response,antigen processing and presentation,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide antigen,basement membrane disassembly,cellular response to thyroid hormone stimulus,collagen binding,collagen catabolic process,cysteine-type endopeptidase activity,cysteine-type peptidase activity,endolysosome lumen,extracellular matrix disassembly,extracellular region,extracellular space,fibronectin binding,ficolin-1-rich granule lumen,immune response,intracellular membrane-bounded organelle,laminin binding,lysosomal lumen,lysosome,neutrophil degranulation,positive regulation of cation channel activity,protein processing,proteoglycan binding,proteolysis,proteolysis involved in cellular protein catabolic process,response to acidic pH,serine-type endopeptidase activity,tertiary granule lumen,toll-like receptor signaling pathwayAutoimmune Diseases;Dermatitis;Dermatitis, Contact;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasm Invasiveness;Neoplasms;Neoplastic Processes;Nephritis;Nervous System Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Urologic Diseases(1R)-2-(CYANOMETHYL)AMINO-1-({2-(DIFLUOROMETHOXY)BENZYLSULFONYL}METHYL)-2-OXOETHYL MORPHOLINE-4-CARBOXYLATE,2-(2',3',4'-TRIFLUOROBIPHENYL-2-YL)OXYETHANOL,Morpholine-4-Carboxylic Acid (1-(3-Benzenesulfonyl-1-Phenethylallylcarbamoyl)-3-Methylbutyl)-Amide,Morpholine-4-Carboxylic Acid 1-(2-Benzylsulfanyl-1-Formyl-Ethylcarbamoyl)-2-Phenyl-Ethyl-Amide,Morpholine-4-Carboxylic Acid 1s-(2-Benzyloxy-1r-Cyano-Ethylcarbamoyl)-3-Methyl-ButylAmide,N-(1-CYANOCYCLOPROPYL)-3-({(2S)-5-OXOPYRROLIDIN-2-YLMETHYL}SULFONYL)-N~2~-(1S)-2,2,2-TRIFLUORO-1-(4-FLUOROPHENYL)ETHYL-L-ALANINAMIDE,N-(1S)-1-{1-(1R,3E)-1-ACETYLPENT-3-EN-1-YL-1H-1,2,3-TRIAZOL-4-YL}-1,2-DIMETHYLPROPYLBENZAMIDE,N-(1S)-2-(4-cyano-1-methylpiperidin-4-yl)amino-1-(cyclohexylmethyl)-2-oxoethylmorpholine-4-carboxamide,N-(1S)-2-{(1R)-2-(benzyloxy)-1-cyano-1-methylethylamino}-1-(cyclohexylmethyl)-2-oxoethylmorpholine-4-carboxamide,N-1-(AMINOMETHYL)CYCLOPROPYL-3-(BENZYLSULFONYL)-N~2~-(1S)-2,2,2-TRIFLUORO-1-(4-HYDROXYPHENYL)ETHYL-L-ALANINAMIDE,N-1-(AMINOMETHYL)CYCLOPROPYL-3G=10, A=10 G=0.5, A=0.5 0.00001 82.8804 20 G=7/3, A=5/5

chr12:113836715 T/T C T SNV SDS SDS:intronic:NM_006843.2 1 100 intronic NM_006843.2c.194-64G>Ap.? -0.32 Pyridoxal-phosphate dependent enzymers73194896 YES SBDS gene,Serine dehydrataseL-serine ammonia-lyase activity,L-serine catabolic process,L-threonine ammonia-lyase activity,cellular amino acid metabolic process,cytosol,gluconeogenesis,mitochondrion,protein homodimerization activity,pyridoxal phosphate binding,pyruvate biosynthetic processL-Serine,Pyridoxal PhosphateC=0, T=47 C=0.0, T=1.0 0.00001 789.289 47 C=0/0, T=25/22

chr12:113836721 T/T C T SNV SDS SDS:intronic:NM_006843.2 1 100 intronic NM_006843.2c.194-70G>Ap.? -0.34 Pyridoxal-phosphate dependent enzymers73194898 YES SBDS gene,Serine dehydrataseL-serine ammonia-lyase activity,L-serine catabolic process,L-threonine ammonia-lyase activity,cellular amino acid metabolic process,cytosol,gluconeogenesis,mitochondrion,protein homodimerization activity,pyridoxal phosphate binding,pyruvate biosynthetic processL-Serine,Pyridoxal PhosphateC=0, T=47 C=0.0, T=1.0 0.00001 787.139 47 C=0/0, T=25/22

chr11:65649774 G/G A G SNV CTSW CTSW:exonic:NM_001335.3 1 100 4 missense NM_001335.3c.415A>G p.Ser139Gly -0.76 1 56 0 Cathepsin propeptide inhibitor domain (I29),Papain family cysteine proteasers604630 8.00E-04 YES 9.998E-1;0.0 (pos.65649774) Cathepsin Wcysteine-type endopeptidase activity,cysteine-type peptidase activity,extracellular region,extracellular space,immune response,lysosome,membrane,platelet degranulation,platelet dense granule lumen,proteolysis,proteolysis involved in cellular protein catabolic processA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=14/10

chr16:88782676 G/G A G SNV

CTU2,MIR47

22,PIEZO1 CTU2:downstream:NM_001012759.2, MIR4722:downstream:NR_039873.1, PIEZO1:exonic:NM_001142864.31
100

49 synonymous NM_001012759.2, NM_001142864.3, NR_039873.1c.*1017A>G, c.7059T>Cp.?, p.(=) -0.27 0.03(COSM4129489),0.03(COSM4129490)Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs2290902 YES 8.912E-1 (pos.88782676) neoplasm,squamous_cell_carcinomaPIEZO1 ion channelcation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,cytoplasm,cytosol,detection of mechanical stimulus,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,ion transmembrane transport,lamellipodium membrane,mechanically-gated ion channel activity,nucleotidyltransferase activity,plasma membrane,positive regulation of cell-cell adhesion mediated by integrin,positive regulation of integrin activation,protein binding,protein complex,protein urmylation,regulation of membrane potential,sulfurtransferase activity,tRNA binding,tRNA modification,tRNA thio-modification,tRNA wobble position uridine thiolation,tRNA wobble uridine modificationAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Autism Spectrum Disorder;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Mental Disorders;Neurodevelopmental Disorders;Pregnancy Complications;Thalassemia;alpha-ThalassemiaBenign A=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=19/3

chr12:117477104 T/T C T SNV TESC TESC:intronic:NM_017899.3 1 100 intronic NM_017899.3c.568-89G>Ap.? 0.61 EF hand,EF-hand domain pairrs2270794 YES Tescalcin, mouse, homolog ofcalcium ion binding,cellular response to retinoic acid,cytoplasm,cytosol,lamellipodium,magnesium ion binding,male gonad development,megakaryocyte differentiation,negative regulation of cell proliferation,negative regulation of protein kinase activity,nucleus,phosphatase inhibitor activity,plasma membrane,positive regulation of gene expression,positive regulation of granulocyte differentiation,positive regulation of megakaryocyte differentiation,positive regulation of sodium:proton antiporter activity,positive regulation of transcription, DNA-templated,protein binding,protein homodimerization activity,protein kinase inhibitor activity,protein localization to plasma membrane,protein maturation,protein stabilization,protein transport,regulation of cell adhesion mediated by integrin,ruffle,ruffle membraneC=0, T=22 C=0.0, T=1.0 0.00001 298.891 22 C=0/0, T=3/19

chr10:16882518 C/C T C SNV CUBN CUBN:exonic:NM_001081.3 1 100 62 synonymous NM_001081.3c.9843A>G p.(=) -0.06 0.49(COSM146894)CUB domain,Calcium-binding EGF domain,EGF domain,EGF-like domain,Human growth factor-like EGFrs703064 0.2476 YES 5.401E-1 (pos.16882518) adenocarcinoma,haemangioblastomaCubilin (intrinsic factor-cobalamin receptor)Golgi apparatus,apical plasma membrane,brush border membrane,calcium ion binding,cholesterol metabolic process,clathrin-coated pit,cobalamin binding,cobalamin metabolic process,cobalamin transport,cytosol,drug binding,endocytic vesicle,endoplasmic reticulum,endosome membrane,extracellular exosome,extrinsic component of external side of plasma membrane,high-density lipoprotein particle clearance,lipoprotein transport,lysosomal lumen,lysosomal membrane,membrane,plasma membrane,protein binding,protein homodimerization activity,receptor activity,receptor-mediated endocytosis,tissue homeostasis,transporter activity,vitamin D metabolic processAmphetamine-Related Disorders;Anemia;Anemia, Macrocytic;Anemia, Megaloblastic;Avitaminosis;Deficiency Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Malabsorption Syndromes;Male Urogenital Diseases;Malnutrition;Melanoma;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nutrition Disorders;Nutritional and Metabolic Diseases;Proteinuria;Substance-Related Disorders;Urination Disorders;Urologic Diseases;Vitamin B 12 Deficiency;Vitamin B DeficiencyCyanocobalamin,HydroxocobalaminBenign T=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=12/15

chr10:16979661 C/C T C SNV CUBN CUBN:exonic:NM_001081.3 1 100 39 synonymous NM_001081.3c.5856A>G p.(=) -0.52 CUB domain,Calcium-binding EGF domain,EGF domain,EGF-like domain,Human growth factor-like EGFrs1801234 0.4212 YES 5.016E-1 (pos.16979661) Cubilin (intrinsic factor-cobalamin receptor)Golgi apparatus,apical plasma membrane,brush border membrane,calcium ion binding,cholesterol metabolic process,clathrin-coated pit,cobalamin binding,cobalamin metabolic process,cobalamin transport,cytosol,drug binding,endocytic vesicle,endoplasmic reticulum,endosome membrane,extracellular exosome,extrinsic component of external side of plasma membrane,high-density lipoprotein particle clearance,lipoprotein transport,lysosomal lumen,lysosomal membrane,membrane,plasma membrane,protein binding,protein homodimerization activity,receptor activity,receptor-mediated endocytosis,tissue homeostasis,transporter activity,vitamin D metabolic processAmphetamine-Related Disorders;Anemia;Anemia, Macrocytic;Anemia, Megaloblastic;Avitaminosis;Deficiency Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Malabsorption Syndromes;Male Urogenital Diseases;Malnutrition;Melanoma;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nutrition Disorders;Nutritional and Metabolic Diseases;Proteinuria;Substance-Related Disorders;Urination Disorders;Urologic Diseases;Vitamin B 12 Deficiency;Vitamin B DeficiencyCyanocobalamin,HydroxocobalaminBenign T=0, C=36 T=0.0, C=1.0 0.00001 563.58 36 T=0/0, C=15/21

chr12:118676940 G/G A G SNV TAOK3 TAOK3:intronic:NM_016281.3 1 100 intronic NM_016281.3c.340+92T>Cp.? 0.19 Protein kinase domain,Protein tyrosine kinasers16948197 YES TAO kinase 3ATP binding,DNA repair,MAP kinase kinase kinase activity,MAPK cascade,activation of MAPKK activity,cellular response to DNA damage stimulus,cytoplasm,kinase activity,mitotic G2 DNA damage checkpoint,negative regulation of JNK cascade,negative regulation of protein kinase activity,nervous system development,phosphorylation,plasma membrane,positive regulation of JNK cascade,positive regulation of JUN kinase activity,positive regulation of stress-activated MAPK cascade,protein autophosphorylation,protein binding,protein kinase activity,protein kinase inhibitor activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of apoptotic process,transferase activityA=0, G=24 A=0.0, G=1.0 0.00001 334.784 24 A=0/0, G=4/20

chr10:17088006 T/C T C SNV CUBN CUBN:exonic:NM_001081.3 1 46.43 24 synonymous NM_001081.3c.3417A>G p.(=) -2.3 0.06(COSM3751675)CUB domain,Calcium-binding EGF domain,EGF domain,EGF-like domain,Human growth factor-like EGFrs1801228 0.0392 YES 1.942E-2;0.0 (pos.17088006)adenocarcinoma,haemangioblastomaCubilin (intrinsic factor-cobalamin receptor)Golgi apparatus,apical plasma membrane,brush border membrane,calcium ion binding,cholesterol metabolic process,clathrin-coated pit,cobalamin binding,cobalamin metabolic process,cobalamin transport,cytosol,drug binding,endocytic vesicle,endoplasmic reticulum,endosome membrane,extracellular exosome,extrinsic component of external side of plasma membrane,high-density lipoprotein particle clearance,lipoprotein transport,lysosomal lumen,lysosomal membrane,membrane,plasma membrane,protein binding,protein homodimerization activity,receptor activity,receptor-mediated endocytosis,tissue homeostasis,transporter activity,vitamin D metabolic processAmphetamine-Related Disorders;Anemia;Anemia, Macrocytic;Anemia, Megaloblastic;Avitaminosis;Deficiency Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Malabsorption Syndromes;Male Urogenital Diseases;Malnutrition;Melanoma;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nutrition Disorders;Nutritional and Metabolic Diseases;Proteinuria;Substance-Related Disorders;Urination Disorders;Urologic Diseases;Vitamin B 12 Deficiency;Vitamin B DeficiencyCyanocobalamin,HydroxocobalaminLikely benign T=15, C=13 T=0.5357, C=0.4643 0.00001 117.908 28 T=11/4, C=3/10

chr12:118817877 A/A G A SNV SUDS3 SUDS3:intronic:NM_022491.2 1 100 intronic NM_022491.2c.143-90G>Ap.? 0.11 Sds3-like rs10850967 YES Sin3 complex,Sin3-type complex,apoptotic process,cytosol,enzyme binding,histone deacetylase activity,histone deacetylase binding,histone deacetylation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear body,nucleoplasm,nucleus,positive regulation of apoptotic process,protein binding,protein deubiquitination,substantia nigra development,transcription, DNA-templatedG=0, A=56 G=0.0, A=1.0 0.00001 832.1 56 G=0/0, A=23/33

chr12:119568670 A/A C A SNV SRRM4 SRRM4:intronic:NM_194286.3 1 100 intronic NM_194286.3c.771+31C>Ap.? -0.1 Serine/arginine repetitive matrix protein C-terminusrs7298583 0.432 YES 5.806E-1 (pos.119568670) Serine/arginine repetitive matrix protein 4RNA splicing,cell differentiation,mRNA binding,mRNA processing,nervous system development,nucleus,regulation of RNA splicing,regulation of alternative mRNA splicing, via spliceosome,sensory perception of soundC=0, A=36 C=0.0, A=1.0 0.00001 563.744 36 C=0/0, A=21/15

chr12:119568691 G/G A G SNV SRRM4 SRRM4:intronic:NM_194286.3 1 100 intronic NM_194286.3c.771+52A>Gp.? 0.44 Serine/arginine repetitive matrix protein C-terminusrs4298970 0.3322 YES Serine/arginine repetitive matrix protein 4RNA splicing,cell differentiation,mRNA binding,mRNA processing,nervous system development,nucleus,regulation of RNA splicing,regulation of alternative mRNA splicing, via spliceosome,sensory perception of soundA=0, G=36 A=0.0, G=1.0 0.00001 563.546 36 A=0/0, G=21/15

chr10:17146590 A/G A G SNV CUBN CUBN:exonic:NM_001081.3 1 46.43 12 synonymous NM_001081.3c.1245T>C p.(=) -0.07 0.58(COSM146896)CUB domain,Calcium-binding EGF domain,EGF domain,EGF-like domain,Human growth factor-like EGFrs12571671 0.0257 YES 2.241E-1 (pos.17146590) adenocarcinomaCubilin (intrinsic factor-cobalamin receptor)Golgi apparatus,apical plasma membrane,brush border membrane,calcium ion binding,cholesterol metabolic process,clathrin-coated pit,cobalamin binding,cobalamin metabolic process,cobalamin transport,cytosol,drug binding,endocytic vesicle,endoplasmic reticulum,endosome membrane,extracellular exosome,extrinsic component of external side of plasma membrane,high-density lipoprotein particle clearance,lipoprotein transport,lysosomal lumen,lysosomal membrane,membrane,plasma membrane,protein binding,protein homodimerization activity,receptor activity,receptor-mediated endocytosis,tissue homeostasis,transporter activity,vitamin D metabolic processAmphetamine-Related Disorders;Anemia;Anemia, Macrocytic;Anemia, Megaloblastic;Avitaminosis;Deficiency Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Malabsorption Syndromes;Male Urogenital Diseases;Malnutrition;Melanoma;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nutrition Disorders;Nutritional and Metabolic Diseases;Proteinuria;Substance-Related Disorders;Urination Disorders;Urologic Diseases;Vitamin B 12 Deficiency;Vitamin B DeficiencyCyanocobalamin,HydroxocobalaminLikely benign A=90, G=78 A=0.5357, G=0.4643 0.00001 795.634 168 A=25/65, G=34/44

chr12:120588852 G/G A G SNV GCN1 GCN1:intronic:NM_006836.1 1 100 intronic NM_006836.1c.4309+97T>Cp.? -0.36 rs4503602 YES RNA binding,cadherin binding,cellular response to amino acid starvation,cellular response to leucine starvation,cytoplasm,cytosol,membrane,polysome,positive regulation of kinase activity,positive regulation of transcription from RNA polymerase II promoter in response to stress,protein kinase binding,protein kinase regulator activity,regulation of protein kinase activity,regulation of translation,ribosome,ribosome binding,translation,translation factor activity, RNA bindingA=0, G=24 A=0.0, G=1.0 0.00001 334.791 24 A=0/0, G=16/8

chr6:43014298 CC/CC TT CC MNV CUL7 CUL7:exonic:NM_001168370.1 2 100 11 missense NM_001168370.1c.2690_2691delAAinsGGp.Gln897Arg 0.45, 1.45 0.79 43 0 Anaphase-promoting complex, subunit 10 (APC10),Cullin family,Mouse development and cellular proliferation protein Cullin-7rs61748654,rs879411941,rs9381231,rs93949390.0322 YES 9.997E-1 (pos.43014298),9.997E-1 (pos.43014299)Cullin 7 3M complex,Cul7-RING ubiquitin ligase complex,Golgi apparatus,Golgi organization,IRE1-mediated unfolded protein response,anaphase-promoting complex,centrosome,cytoplasm,cytosol,epithelial to mesenchymal transition,microtubule cytoskeleton organization,mitotic cytokinesis,perinuclear region of cytoplasm,placenta development,positive regulation of dendrite morphogenesis,post-translational protein modification,protein binding,protein ubiquitination,proteolysis,regulation of mitotic nuclear division,ubiquitin protein ligase binding,ubiquitin-dependent protein catabolic process,vasculogenesis,viral processAdenocarcinoma;Autistic Disorder;Bone Diseases;Bone Diseases, Developmental;Carcinoma;Carcinoma, Renal Cell;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dwarfism;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hip Dislocation, Congenital;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Mental Disorders;Muscle Hypotonia;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Manifestations;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsBenign TT=0, CC=36TT=0.0, CC=1.0 0.00001 563.744 36 TT=0/0, CC=17/19

chr12:120606163 C/C T C SNV GCN1 GCN1:intronic:NM_006836.1 1 100 intronic NM_006836.1c.1520-59A>Gp.? -0.28 rs6490286 YES RNA binding,cadherin binding,cellular response to amino acid starvation,cellular response to leucine starvation,cytoplasm,cytosol,membrane,polysome,positive regulation of kinase activity,positive regulation of transcription from RNA polymerase II promoter in response to stress,protein kinase binding,protein kinase regulator activity,regulation of protein kinase activity,regulation of translation,ribosome,ribosome binding,translation,translation factor activity, RNA bindingT=0, C=60 T=0.0, C=1.0 0.00001 903.531 60 T=0/0, C=26/34

chr12:120613484 C/T C T SNV GCN1 GCN1:intronic:NM_006836.1 1 52.38 intronic NM_006836.1c.1042+65G>Ap.? 0.98 rs61945823 YES RNA binding,cadherin binding,cellular response to amino acid starvation,cellular response to leucine starvation,cytoplasm,cytosol,membrane,polysome,positive regulation of kinase activity,positive regulation of transcription from RNA polymerase II promoter in response to stress,protein kinase binding,protein kinase regulator activity,regulation of protein kinase activity,regulation of translation,ribosome,ribosome binding,translation,translation factor activity, RNA bindingC=10, T=11 C=0.4762, T=0.5238 0.00001 94.4154 21 C=7/3, T=8/3

chr6:43154091 G/G C G SNV CUL9 CUL9:exonic:NM_015089.3 1 100 4 synonymous NM_015089.3c.1149C>G p.(=) 0.93 Anaphase-promoting complex, subunit 10 (APC10),Cullin family,IBR domain, a half RING-finger domain,Mouse development and cellular proliferation protein Cullin-7rs941849 8.00E-04 1.0 (pos.43154091) Cullin 9 ATP binding,cullin-RING ubiquitin ligase complex,cytosol,metal ion binding,microtubule cytoskeleton organization,post-translational protein modification,protein binding,protein ubiquitination,regulation of mitotic nuclear division,ubiquitin protein ligase binding,ubiquitin-dependent protein catabolic processC=0, G=38 C=0.0, G=1.0 0.00001 603.786 38 C=0/0, G=22/16

chr12:120800823 A/G A G SNV MSI1 MSI1:intronic:NM_002442.3 1 46.88 intronic NM_002442.3c.402+23T>Cp.? -0.5 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs757123 0.1498 YES 9.997E-1 (pos.120800823) Musashi, Drosophila, homolog of, 1RNA binding,cytoplasm,identical protein binding,nervous system development,nucleus,poly(U) RNA binding,polysomeBrain Diseases;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Nervous System Diseases;Vascular DiseasesA=17, G=15 A=0.5313, G=0.4688 0.00001 143.694 32 A=10/7, G=14/1

chr12:121097622 A/A G A SNV CABP1 CABP1:intronic:NM_001033677.1 1 100 intronic NM_001033677.1c.655-59G>Ap.? -0.14 EF hand,EF-hand domain,EF-hand domain pairrs529584 0.1358 YES Golgi membrane,calcium ion binding,calcium-dependent protein binding,cell cortex,cell junction,cytoskeleton,enzyme inhibitor activity,extracellular space,negative regulation of catalytic activity,negative regulation of protein import into nucleus,nuclear localization sequence binding,perinuclear region of cytoplasm,plasma membrane,postsynaptic density,postsynaptic membrane,protein bindingG=0, A=40 G=0.0, A=1.0 0.00001 644.285 40 G=0/0, A=23/17

chr11:94699507 AT/AT A AT INDEL CWC15 CWC15:exonic:NM_016403.3 1 100 7 unknown NM_016403.3 0.95 Cwf15/Cwc15 cell cycle control proteinrs200166995,rs348050650.0033 1.0 (pos.94699507) RNA binding,catalytic step 2 spliceosome,mRNA splicing, via spliceosome,mitochondrion,nuclear speck,nucleoplasm,nucleus,protein binding,spliceosomal complexA=0, AT=42 A=0.0, AT=1.0 0.00001 625.516 42 A=0/0, AT=24/18

chr4:49063872 A/A C A SNV CWH43 CWH43:exonic:NM_025087.2 1 100 16 missense NM_025087.2c.2065C>A p.His689Asn 3.68 0.09 68 0.961 0.86(COSM4159099) rs1051447 0.2866 YES 3.925E-1 (pos.49063872) acute_myeloid_leukaemia,carcinoma,neoplasmGPI anchor biosynthetic process,integral component of membraneC=0, A=76 C=0.0, A=1.0 0.00001 1209.58 76 C=0/0, A=42/34

chr4:76955914 C/C T C SNV CXCL11 CXCL11:utr_3:NM_005409.4 1 100 4 utr_3 NM_005409.4c.317A>G p.? 1.61 Small cytokines (intecrine/chemokine), interleukin-8 likers6532111 0.464 YES 9.456E-1 (pos.76955914) Chemokine, C-X-C motif, ligand 11CXCR3 chemokine receptor binding,G-protein coupled receptor signaling pathway,T cell chemotaxis,cell,cell-cell signaling,chemokine activity,chemokine-mediated signaling pathway,chemotaxis,extracellular region,extracellular space,heparin binding,immune response,inflammatory response,positive regulation of cAMP metabolic process,positive regulation of cAMP-mediated signaling,positive regulation of leukocyte chemotaxis,positive regulation of release of sequestered calcium ion into cytosol,protein binding,regulation of cell proliferation,regulation of receptor activity,response to lipopolysaccharide,signal transductionCystitis;Cystitis, Interstitial;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Urinary Bladder Diseases;Urologic DiseasesT=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=6/25

chr12:121438844 C/C T C SNV HNF1A HNF1A:intronic:NM_000545.6 1 100 intronic NM_000545.6c.1769-24T>Cp.? 0.51 Hepatocyte nuclear factor 1 (HNF-1), N terminus,Hepatocyte nuclear factor 1 (HNF-1), alpha isoform C terminus,Hepatocyte nuclear factor 1 (HNF-1), beta isoform C terminus,Homeobox domainrs735396 0.369 YES 4.983E-1 (pos.121438844) HNF1 homeobox BDNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,SMAD protein signal transduction,bile acid and bile salt transport,bile acid biosynthetic process,blastocyst development,bone resorption,cholesterol metabolic process,chromatin remodeling,cytoplasm,embryonic limb morphogenesis,endocrine pancreas development,fatty acid biosynthetic process,fatty acid transport,glucose homeostasis,glucose import,heme biosynthetic process,histone acetylation,insulin secretion,liver development,natural killer cell differentiation,negative regulation of transcription from RNA polymerase II promoter,nucleus,paraxial mesoderm formation,photoreceptor outer segment,placenta development,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription initiation from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,pronuclAdenocarcinoma;Adenoma;Autoimmune Diseases;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Diabetes Mellitus;Diabetes Mellitus, Type 1;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Hypoglycemia;Immune System Diseases;Kidney Diseases;Kidney Neoplasms;Liver Diseases;Liver Neoplasms;Male Urogenital Diseases;Metabolic Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutritional and Metabolic Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Vascular DiseasesNorleucine T=0, C=48 T=0.0, C=1.0 0.00001 810.432 48 T=0/0, C=26/22

chr4:74863997 C/C T C SNV CXCL5 CXCL5:exonic:NM_002994.4 1 100 2 synonymous NM_002994.4c.168A>G p.(=) -5.44 Small cytokines (intecrine/chemokine), interleukin-8 likers425535 0.1121 YES 9.671E-1 (pos.74863997) Chemokine, C-X-C motif, ligand 5 (epithelial-derived neutrophil-activating peptide 78)CXCR chemokine receptor binding,G-protein coupled receptor signaling pathway,cell chemotaxis,cell-cell signaling,chemokine activity,chemokine-mediated signaling pathway,chemotaxis,extracellular region,extracellular space,identical protein binding,immune response,inflammatory response,neutrophil mediated immunity,positive regulation of cell proliferation,positive regulation of neutrophil chemotaxis,regulation of receptor activity,response to lipopolysaccharide,signal transductionHypersensitivity;Immune System Diseases;Lung Diseases;Pneumonia;Respiratory Tract Diseases;Respiratory Tract InfectionsT=0, C=42 T=0.0, C=1.0 0.00001 684.837 42 T=0/0, C=21/21

chr12:121615283 C/C T C SNV P2RX7 P2RX7:intronic:NM_002562.5 1 100 intronic NM_002562.5c.1188+34T>Cp.? 0.8 ATP P2X receptorrs1653598 0.3978 YES 1.112E-1 (pos.121615283) Purinergic receptor P2X, ligand-gated ion channel, 7ATP binding,NAD transport,T cell homeostasis,T cell proliferation,activation of MAPK activity,apoptotic signaling pathway,bleb,bleb assembly,blood coagulation,cation transmembrane transport,cell morphogenesis,cell surface receptor signaling pathway,cell-cell junction,cellular response to dsRNA,cellular response to extracellular stimulus,ceramide biosynthetic process,collagen metabolic process,cytolysis,cytoplasm,defense response to Gram-positive bacterium,excitatory postsynaptic potential,external side of plasma membrane,extracellularly ATP-gated cation channel activity,extrinsic apoptotic signaling pathway,homeostasis of number of cells within a tissue,inflammatory response,integral component of nuclear inner membrane,integral component of plasma membrane,lipopolysaccharide binding,membrane,membrane depolarization,membrane protein ectodomain proteolysis,mitochondrion organization,multicellular organismal protein catabolic process,negative regulation of MAPK cascade,negative regulation of bone resorption,negaAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Central Nervous System Diseases;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Epilepsies, Partial;Epilepsy;Epilepsy, Temporal Lobe;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Multiple Sclerosis;Neoplasms;Neoplasms by Histologic Type;Nervous System DiseasesT=0, C=88 T=0.0, C=1.0 0.00001 1451.9 88 T=0/0, C=55/33

chr12:121659684 T/T C T SNV P2RX4 P2RX4:intronic:NM_001256796.1 1 100 intronic NM_001256796.1c.331-32C>Tp.? 0.26 ATP P2X receptorrs7298368 0.1701 YES 2.944E-1 (pos.121659684) Purinergic receptor P2X, ligand-gated ion channel, 4ATP binding,apoptotic signaling pathway,blood coagulation,cadherin binding,cation transmembrane transport,cell junction,cellular response to ATP,copper ion binding,dendritic spine,drug binding,endothelial cell activation,excitatory postsynaptic potential,extracellular exosome,extracellularly ATP-gated cation channel activity,integral component of nuclear inner membrane,integral component of plasma membrane,ion transmembrane transport,lysosomal membrane,membrane,membrane depolarization,negative regulation of cardiac muscle hypertrophy,neuronal action potential,neuronal cell body,perinuclear region of cytoplasm,plasma membrane,positive regulation of blood vessel endothelial cell migration,positive regulation of calcium ion transport,positive regulation of calcium ion transport into cytosol,positive regulation of calcium-mediated signaling,positive regulation of endothelial cell chemotaxis,positive regulation of nitric oxide biosynthetic process,positive regulation of prostaglandin secretion,postsynapse,postsynaBrain Diseases;Central Nervous System Diseases;Epilepsies, Partial;Epilepsy;Epilepsy, Temporal Lobe;Nervous System DiseasesEslicarbazepine acetate C=0, T=29 C=0.0, T=1.0 0.00001 426.492 29 C=0/0, T=17/12

chr12:121670064 T/T C T SNV P2RX4 P2RX4:intronic:NM_001256796.1 1 100 intronic NM_001256796.1c.933-153C>Tp.? -0.24 ATP P2X receptorrs2071271 YES Purinergic receptor P2X, ligand-gated ion channel, 4ATP binding,apoptotic signaling pathway,blood coagulation,cadherin binding,cation transmembrane transport,cell junction,cellular response to ATP,copper ion binding,dendritic spine,drug binding,endothelial cell activation,excitatory postsynaptic potential,extracellular exosome,extracellularly ATP-gated cation channel activity,integral component of nuclear inner membrane,integral component of plasma membrane,ion transmembrane transport,lysosomal membrane,membrane,membrane depolarization,negative regulation of cardiac muscle hypertrophy,neuronal action potential,neuronal cell body,perinuclear region of cytoplasm,plasma membrane,positive regulation of blood vessel endothelial cell migration,positive regulation of calcium ion transport,positive regulation of calcium ion transport into cytosol,positive regulation of calcium-mediated signaling,positive regulation of endothelial cell chemotaxis,positive regulation of nitric oxide biosynthetic process,positive regulation of prostaglandin secretion,postsynapse,postsynaBrain Diseases;Central Nervous System Diseases;Epilepsies, Partial;Epilepsy;Epilepsy, Temporal Lobe;Nervous System DiseasesEslicarbazepine acetate C=0, T=43 C=0.0, T=1.0 0.00001 705.783 43 C=0/0, T=29/14

chr12:121690548 C/C T C SNV CAMKK2 CAMKK2:intronic:NM_001270485.1 1 100 intronic NM_001270485.1c.1108-31A>Gp.? -0.41 Kinase-like,Protein kinase domain,Protein tyrosine kinasers2686344 0.2371 YES 6.831E-1 (pos.121690548) Calcium/calmodulin-dependent protein kinase kinase 2, betaATP binding,CAMKK-AMPK signaling cascade,MAPK cascade,calcium ion binding,calcium-mediated signaling,calmodulin binding,calmodulin-dependent protein kinase activity,cell projection,cellular response to reactive oxygen species,cytoplasm,cytosol,intracellular,nucleus,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,peptidyl-tyrosine phosphorylation,positive regulation of autophagy of mitochondrion,positive regulation of protein kinase activity,positive regulation of protein phosphorylation,positive regulation of transcription, DNA-templated,protein autophosphorylation,protein kinase activity,protein phosphorylation,protein tyrosine kinase activity,regulation of protein kinase activityT=0, C=44 T=0.0, C=1.0 0.00001 726.568 44 T=0/0, C=34/10

chr12:121690555 C/C T C SNV CAMKK2 CAMKK2:intronic:NM_001270485.1 1 100 intronic NM_001270485.1c.1108-38A>Gp.? -0.27 Kinase-like,Protein kinase domain,Protein tyrosine kinasers2686345 0.2372 YES 6.831E-1 (pos.121690555) Calcium/calmodulin-dependent protein kinase kinase 2, betaATP binding,CAMKK-AMPK signaling cascade,MAPK cascade,calcium ion binding,calcium-mediated signaling,calmodulin binding,calmodulin-dependent protein kinase activity,cell projection,cellular response to reactive oxygen species,cytoplasm,cytosol,intracellular,nucleus,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,peptidyl-tyrosine phosphorylation,positive regulation of autophagy of mitochondrion,positive regulation of protein kinase activity,positive regulation of protein phosphorylation,positive regulation of transcription, DNA-templated,protein autophosphorylation,protein kinase activity,protein phosphorylation,protein tyrosine kinase activity,regulation of protein kinase activityT=0, C=44 T=0.0, C=1.0 0.00001 726.569 44 T=0/0, C=34/10

chr11:7686596 A/A G A SNV CYB5R2 CYB5R2:utr_3:NM_016229.4 1 100 9 utr_3 NM_016229.4c.840C>T p.? -0.04 Ferric reductase NAD binding domain,Oxidoreductase FAD-binding domain,Oxidoreductase NAD-binding domainrs13172 0.2452 YES 7.462E-1 (pos.7686596) Cytochrome b5 reductase 2bicarbonate transport,cytochrome-b5 reductase activity, acting on NAD(P)H,endoplasmic reticulum membrane,integral component of membrane,membrane,mitochondrion,nucleus,oxidation-reduction process,oxidoreductase activity,protein binding,sterol biosynthetic processG=0, A=39 G=0.0, A=1.0 0.00001 623.941 39 G=0/0, A=32/7

chr11:7686674 C/C T C SNV CYB5R2 CYB5R2:exonic:NM_016229.4 1 100 9 synonymous NM_016229.4c.762A>G p.(=) 5.79 0.13(COSM4146344)Ferric reductase NAD binding domain,Oxidoreductase FAD-binding domain,Oxidoreductase NAD-binding domainrs13854 0.2322 YES 7.626E-1 (pos.7686674) neoplasm Cytochrome b5 reductase 2bicarbonate transport,cytochrome-b5 reductase activity, acting on NAD(P)H,endoplasmic reticulum membrane,integral component of membrane,membrane,mitochondrion,nucleus,oxidation-reduction process,oxidoreductase activity,protein binding,sterol biosynthetic processT=0, C=45 T=0.0, C=1.0 0.00001 747.26 45 T=0/0, C=31/14

chr11:7687715 C/C T C SNV CYB5R2 CYB5R2:exonic:NM_016229.4 1 100 8 missense NM_016229.4c.625A>G p.Asn209Asp 1.34 0.09 23 0 Ferric reductase NAD binding domain,Oxidoreductase FAD-binding domain,Oxidoreductase NAD-binding domainrs12801394 0.2294 YES 7.9E-1;0.0 (pos.7687715) Cytochrome b5 reductase 2bicarbonate transport,cytochrome-b5 reductase activity, acting on NAD(P)H,endoplasmic reticulum membrane,integral component of membrane,membrane,mitochondrion,nucleus,oxidation-reduction process,oxidoreductase activity,protein binding,sterol biosynthetic processT=0, C=33 T=0.0, C=1.0 0.00001 504.597 33 T=0/0, C=19/14

chr12:122361929 C/C CT C INDEL WDR66 WDR66:intronic:NM_144668.5 1 100 intronic NM_144668.5c.747+33CT>Cp.? 0.01, 0.0 WD domain, G-beta repeatrs34885077,rs3978231910.1236 YES 8.457E-1 (pos.122361929) axoneme,cilium movement,cytoplasm,motile cilium,radial spoke stalkCT=0, C=51 CT=0.0, C=1.0 0.00001 708.812 51 CT=0/0, C=21/30

chr12:122391963 G/G A G SNV WDR66 WDR66:intronic:NM_144668.5 1 100 intronic NM_144668.5c.1321-63A>Gp.? -0.45 WD domain, G-beta repeatrs1154513 YES axoneme,cilium movement,cytoplasm,motile cilium,radial spoke stalkA=0, G=20 A=0.0, G=1.0 0.00001 263.78 20 A=0/0, G=13/7

chr16:88709712 G/G A G SNV CYBA CYBA:utr_3:NM_000101.3 1 100 6 utr_3 NM_000101.3c.637T>C p.? -0.57 Cytochrome Cytochrome b558 alpha-subunitrs7195830 0.2801 YES 6.97E-1 (pos.88709712) Cytochrome b-245, alpha polypeptideGolgi apparatus,NADPH oxidase complex,SH3 domain binding,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,apical plasma membrane,cell redox homeostasis,cellular response to L-glutamine,cellular response to angiotensin,cellular response to gamma radiation,cellular response to glucose stimulus,cellular response to mechanical stimulus,cellular response to organic cyclic compound,cellular response to oxidative stress,cellular response to tumor necrosis factor,cytochrome complex assembly,dendrite,electron transfer activity,electron transport chain,endoplasmic reticulum membrane,endosome,focal adhesion,heme binding,hydrogen peroxide biosynthetic process,inflammatory response,innate immune response,integral component of membrane,membrane,metal ion binding,mitochondrion,negative regulation of glomerular filtration by angiotensin,neuronal cell body,neutrophil degranulation,nucleus,oxidation-reduction process,perinuclear endoplasmic reticulum,phagocytic vesicle membrane,plArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Glucose Metabolism Disorders;Granulomatous Disease, Chronic;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypertension;Immune System Diseases;Immunologic Deficiency Syndromes;Kidney Diseases;Kidney Failure, Chronic;Leukocyte Disorders;Male Urogenital Diseases;Metabolic Diseases;Myocardial Ischemia;Nutritional and Metabolic Diseases;Phagocyte Bactericidal Dysfunction;Renal Insufficiency;Renal Insufficiency, Chronic;Urologic Diseases;Vascular DiseasesDextromethorphan A=0, G=64 A=0.0, G=1.0 0.00001 977.355 64 A=0/0, G=20/44

chr12:12247360 A/G A G SNV BCL2L14 BCL2L14:intronic:NM_138723.1 1 97.06 intronic NM_138723.1c.679-238A>Gp.? -0.7 rs1641728 YES apoptotic process,cytosol,endomembrane system,intracellular organelle,membrane,positive regulation of extrinsic apoptotic signaling pathway,protein binding,protein kinase binding,regulation of apoptotic processA=1, G=33 A=0.0294, G=0.9706 0.00001 493.098 34 A=0/1, G=24/9

chr12:1224917 G/G A G SNV ERC1 ERC1:intronic:NM_178040.3 1 100 intronic NM_178040.3c.1402-115A>Gp.? 0.93 FIP domain,RIM-binding protein of the cytomatrix active zoners7973282 YES Golgi membrane,I-kappaB phosphorylation,IkappaB kinase complex,PDZ domain binding,Rab GTPase binding,cadherin binding,cytoplasm,leucine zipper domain binding,multicellular organism development,negative regulation of apoptotic process,positive regulation of NF-kappaB transcription factor activity,presynaptic active zone,presynaptic membrane,protein binding,protein transport,regulation of transcription, DNA-templated,retrograde transport, endosome to Golgi,synapseCarcinoma;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Thyroid Diseases;Thyroid NeoplasmsA=0, G=34 A=0.0, G=1.0 0.00001 524.169 34 A=0/0, G=12/22

chr12:1224972 C/C A C SNV ERC1 ERC1:intronic:NM_178040.3 1 100 intronic NM_178040.3c.1402-60A>Cp.? -0.53 FIP domain,RIM-binding protein of the cytomatrix active zoners7973392 YES Golgi membrane,I-kappaB phosphorylation,IkappaB kinase complex,PDZ domain binding,Rab GTPase binding,cadherin binding,cytoplasm,leucine zipper domain binding,multicellular organism development,negative regulation of apoptotic process,positive regulation of NF-kappaB transcription factor activity,presynaptic active zone,presynaptic membrane,protein binding,protein transport,regulation of transcription, DNA-templated,retrograde transport, endosome to Golgi,synapseCarcinoma;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Thyroid Diseases;Thyroid NeoplasmsA=0, C=38 A=0.0, C=1.0 0.00001 603.501 38 A=0/0, C=11/27

chr12:1224980 A/A G A SNV ERC1 ERC1:intronic:NM_178040.3 1 100 intronic NM_178040.3c.1402-52G>Ap.? 0.22 FIP domain,RIM-binding protein of the cytomatrix active zoners61912159 0.2374 YES Golgi membrane,I-kappaB phosphorylation,IkappaB kinase complex,PDZ domain binding,Rab GTPase binding,cadherin binding,cytoplasm,leucine zipper domain binding,multicellular organism development,negative regulation of apoptotic process,positive regulation of NF-kappaB transcription factor activity,presynaptic active zone,presynaptic membrane,protein binding,protein transport,regulation of transcription, DNA-templated,retrograde transport, endosome to Golgi,synapseCarcinoma;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Thyroid Diseases;Thyroid NeoplasmsG=0, A=39 G=0.0, A=1.0 0.00001 623.979 39 G=0/0, A=11/28

chr12:122684966 C/C G C SNV LRRC43 LRRC43:intronic:NM_001098519.1 1 100 intronic NM_001098519.1c.1491+89G>Cp.? -0.53 Leucine Rich repeat,Leucine rich repeatrs11060679 G=0, C=47 G=0.0, C=1.0 0.00001 789.33 47 G=0/0, C=20/27

chr2:172411273 A/A G A SNV CYBRD1 CYBRD1:exonic:NM_024843.3 1 100 4 missense NM_024843.3c.797G>A p.Ser266Asn -1.72 0.73 46 0 0.14(COSM6262192)Eukaryotic cytochrome b561rs10455 0.3407 YES 3.709E-1 (pos.172411273)neoplasm brush border membrane,cellular iron ion homeostasis,extracellular exosome,ferric-chelate reductase activity,integral component of membrane,lysosomal membrane,metal ion binding,oxidation-reduction process,oxidoreductase activity, oxidizing metal ions,plasma membrane,protein binding,response to iron ionG=0, A=21 G=0.0, A=1.0 0.00001 281.234 21 G=0/0, A=10/11

chr12:122966373 C/C T C SNV ZCCHC8 ZCCHC8:intronic:NM_017612.4 1 100 intronic NM_017612.4c.875+119A>Gp.? -0.39 PSP,Zinc knucklers4758692 YES Zinc finger CCHC domain-containing protein 8RNA binding,catalytic step 2 spliceosome,mRNA splicing, via spliceosome,nuclear body,nucleolus,nucleoplasm,nucleus,protein binding,zinc ion bindingIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsT=0, C=25 T=0.0, C=1.0 0.00001 352.848 25 T=0/0, C=13/12

chr12:122983460 G/G A G SNV ZCCHC8 ZCCHC8:intronic:NM_017612.4 1 100 intronic NM_017612.4c.202-46T>Cp.? -0.87 PSP,Zinc knucklers7314638 0.2526 YES 8.422E-1;2.52E-4 (pos.122983460) Zinc finger CCHC domain-containing protein 8RNA binding,catalytic step 2 spliceosome,mRNA splicing, via spliceosome,nuclear body,nucleolus,nucleoplasm,nucleus,protein binding,zinc ion bindingIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsA=0, G=51 A=0.0, G=1.0 0.00001 754.584 51 A=0/0, G=29/22

chr12:122991478 G/G C G SNV RSRC2 RSRC2:intronic:NM_023012.5 1 100 intronic NM_023012.5c.1036-8G>Cp.? 0.23 Small acidic protein familyrs9988963 0.2653 YES 8.408E-1;0.0 (pos.122991478) RNA binding,protein binding C=0, G=29 C=0.0, G=1.0 0.00001 427.603 29 C=0/0, G=13/16

chr12:122993011 T/T C T SNV RSRC2 RSRC2:intronic:NM_023012.5 1 100 intronic NM_023012.5c.806-17G>Ap.? -6.68 Small acidic protein familyrs10773230 0.459 YES 4.437E-1 (pos.122993011) RNA binding,protein binding C=0, T=48 C=0.0, T=1.0 0.00001 810.203 48 C=0/0, T=4/44

chr12:123003317 T/C T C SNV RSRC2 RSRC2:intronic:NM_023012.5 1 53.33 intronic NM_023012.5c.398+69A>Gp.? -0.06 Small acidic protein familyrs11058562 YES RNA binding,protein binding T=14, C=16 T=0.4667, C=0.5333 0.00001 159.925 30 T=7/7, C=7/9

chr12:12303637 T/T C T SNV LRP6 LRP6:intronic:NM_002336.2 1 100 intronic NM_002336.2c.2994+133G>Ap.? -0.39 Coagulation Factor Xa inhibitory site,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs7979485 YES Low density lipoprotein receptor-related protein 6Golgi apparatus,Wnt signaling pathway,Wnt signaling pathway involved in dorsal/ventral axis specification,Wnt signaling pathway involved in midbrain dopaminergic neuron differentiation,Wnt signaling pathway involved in somitogenesis,Wnt signalosome,Wnt-Frizzled-LRP5/6 complex,Wnt-activated receptor activity,Wnt-protein binding,apolipoprotein binding,axis elongation involved in somitogenesis,beta-catenin destruction complex disassembly,canonical Wnt signaling pathway,canonical Wnt signaling pathway involved in neural crest cell differentiation,canonical Wnt signaling pathway involved in regulation of cell proliferation,caveola,cell surface,cell-cell adhesion,cellular response to cholesterol,cerebellum morphogenesis,cerebral cortex development,chemical synaptic transmission,convergent extension,coreceptor activity involved in Wnt signaling pathway,coreceptor activity involved in canonical Wnt signaling pathway,cytoplasmic vesicle,dopaminergic neuron differentiation,early endosome,early endosome membrane,embryonArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Heart Diseases;Myocardial Infarction;Myocardial Ischemia;Vascular DiseasesC=0, T=49 C=0.0, T=1.0 0.00001 831.63 49 C=0/0, T=23/26

chr12:123089746 A/ATATACT A ATATACT INDEL KNTC1 KNTC1:intronic:NM_014708.5 6 51.92 intronic NM_014708.5c.5387-107A>ATATACTp.? 0.76 Rough deal protein C-terminal regionrs146383155,rs376139602 YES Kinetochore-associated protein 1RZZ complex,actin cytoskeleton,cell division,condensed chromosome kinetochore,cytosol,kinetochore microtubule,mitotic cell cycle checkpoint,nucleus,plasma membrane,protein binding,protein complex assembly,regulation of exit from mitosis,sister chromatid cohesion,spindle poleA=75, ATATACT=81A=0.4808, ATATACT=0.5192 0.00001 50 156

chr12:123110654 C/C T C SNV KNTC1 KNTC1:intronic:NM_014708.5 1 100 intronic NM_014708.5c.6607-98T>Cp.? 0.56 Rough deal protein C-terminal regionrs3803005 YES Kinetochore-associated protein 1RZZ complex,actin cytoskeleton,cell division,condensed chromosome kinetochore,cytosol,kinetochore microtubule,mitotic cell cycle checkpoint,nucleus,plasma membrane,protein binding,protein complex assembly,regulation of exit from mitosis,sister chromatid cohesion,spindle poleT=0, C=76 T=0.0, C=1.0 0.00001 1209.58 76 T=0/0, C=50/26

chr5:156721863 TC/TC T TC,TCC INDEL CYFIP2 CYFIP2:exonic:NM_001037333.2 1 100 4 frameshiftInsertion NM_001037333.2c.282_283insCp.Pro94fs -1.06 Cytoplasmic Fragile-X interacting family,Protein of unknown function (DUF1394)rs200051515,rs397712438,rs397781034,rs58725080.001 1.0 (pos.156721863) ductal_carcinoma,osteosarcomaCytoplasmic FMRP interacting protein 2Fc-gamma receptor signaling pathway involved in phagocytosis,activation of cysteine-type endopeptidase activity,apoptotic process,cell junction,cell-cell adhesion,cytoplasm,cytosol,dendrite extension,extracellular exosome,membrane,neuron projection,nucleus,perinuclear region of cytoplasm,positive regulation of neurotrophin TRK receptor signaling pathway,positive regulation of proteolysis,protein binding,synapse,vascular endothelial growth factor receptor signaling pathwayT=0, TC=34, TCC=0T=0.0, TC=1.0, TCC=0.0 0.00001 372.466 34 T=0/0, TC=23/11, TCC=0/0

chr12:123281967 A/A G A SNV CCDC62 CCDC62:intronic:NM_201435.4 1 100 intronic NM_201435.4c.861+25G>Ap.? -2.18 rs10744394 0.0457 YES 9.872E-1 (pos.123281967) Coiled-coil domain-containing protein 62cellular response to estradiol stimulus,cytoplasm,estrogen receptor binding,ligand-dependent nuclear receptor transcription coactivator activity,nucleoplasm,nucleus,plasma membrane,positive regulation of transcription from RNA polymerase II promoterBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersG=0, A=63 G=0.0, A=1.0 0.00001 958.915 63 G=0/0, A=21/42

chr8:145690308 T/T C T SNV CYHR1 CYHR1:utr_5:NM_138496.1 1 100 1 utr_5 NM_138496.1c.-24G>A p.? -0.38 rs2721166 0.0041 YES 7.976E-1;0.0 (pos.145690308) Cysteine- and histidine-rich protein 1integral component of membrane,nucleoplasm,perinuclear region of cytoplasm,protein binding,zinc ion bindingC=0, T=52 C=0.0, T=1.0 0.00001 764.645 52 C=0/0, T=13/39

chr12:123339344 G/G A G SNV HIP1R HIP1R:intronic:NM_003959.2 1 100 intronic NM_003959.2c.719-108A>Gp.? -2.61 ANTH domain,Clathrin-binding domain of Huntingtin-interacting protein 1,I/LWEQ domainrs2292136 YES Huntingtin-interacting protein 1-related proteinSH3 domain binding,actin binding,actin filament binding,activation of cysteine-type endopeptidase activity involved in apoptotic process,apical plasma membrane,apoptotic process,cell cortex,clathrin adaptor activity,clathrin binding,clathrin coat assembly,clathrin light chain binding,clathrin-coated pit,clathrin-coated vesicle,clathrin-coated vesicle membrane,clathrin-dependent endocytosis,cytoskeleton,cytosol,dendrite cytoplasm,dendritic spine,digestive system development,identical protein binding,intracellular membrane-bounded organelle,membrane organization,mitochondrion,negative regulation of Arp2/3 complex-mediated actin nucleation,negative regulation of actin filament polymerization,negative regulation of apoptotic process,neuronal cell body,perinuclear region of cytoplasm,phosphatidylinositol binding,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,4-bisphosphate binding,phosphatidylinositol-3,5-bisphosphate binding,phosphatidylinositol-4,5-bisphosphate binding,positive regulatioA=0, G=56 A=0.0, G=1.0 0.00001 832.099 56 A=0/0, G=34/22

chr12:123339712 G/G A G SNV HIP1R HIP1R:intronic:NM_003959.2 1 100 intronic NM_003959.2c.852+37A>Gp.? -0.71 ANTH domain,Clathrin-binding domain of Huntingtin-interacting protein 1,I/LWEQ domainrs2292138,rs774146563 0.1066 YES 0.0 (pos.123339693),7.532E-1 (pos.123339712)Huntingtin-interacting protein 1-related proteinSH3 domain binding,actin binding,actin filament binding,activation of cysteine-type endopeptidase activity involved in apoptotic process,apical plasma membrane,apoptotic process,cell cortex,clathrin adaptor activity,clathrin binding,clathrin coat assembly,clathrin light chain binding,clathrin-coated pit,clathrin-coated vesicle,clathrin-coated vesicle membrane,clathrin-dependent endocytosis,cytoskeleton,cytosol,dendrite cytoplasm,dendritic spine,digestive system development,identical protein binding,intracellular membrane-bounded organelle,membrane organization,mitochondrion,negative regulation of Arp2/3 complex-mediated actin nucleation,negative regulation of actin filament polymerization,negative regulation of apoptotic process,neuronal cell body,perinuclear region of cytoplasm,phosphatidylinositol binding,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,4-bisphosphate binding,phosphatidylinositol-3,5-bisphosphate binding,phosphatidylinositol-4,5-bisphosphate binding,positive regulatioA=0, G=24 A=0.0, G=1.0 0.00001 334.745 24 A=0/0, G=9/15

chr12:123345347 A/A G A SNV HIP1R HIP1R:intronic:NM_003959.2 1 100 intronic NM_003959.2c.2766+16G>Ap.? -0.39 ANTH domain,Clathrin-binding domain of Huntingtin-interacting protein 1,I/LWEQ domainrs7306948 0.0488 YES 9.892E-1 (pos.123345347) Huntingtin-interacting protein 1-related proteinSH3 domain binding,actin binding,actin filament binding,activation of cysteine-type endopeptidase activity involved in apoptotic process,apical plasma membrane,apoptotic process,cell cortex,clathrin adaptor activity,clathrin binding,clathrin coat assembly,clathrin light chain binding,clathrin-coated pit,clathrin-coated vesicle,clathrin-coated vesicle membrane,clathrin-dependent endocytosis,cytoskeleton,cytosol,dendrite cytoplasm,dendritic spine,digestive system development,identical protein binding,intracellular membrane-bounded organelle,membrane organization,mitochondrion,negative regulation of Arp2/3 complex-mediated actin nucleation,negative regulation of actin filament polymerization,negative regulation of apoptotic process,neuronal cell body,perinuclear region of cytoplasm,phosphatidylinositol binding,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,4-bisphosphate binding,phosphatidylinositol-3,5-bisphosphate binding,phosphatidylinositol-4,5-bisphosphate binding,positive regulatioG=0, A=49 G=0.0, A=1.0 0.00001 831.606 49 G=0/0, A=34/15

chr12:123345360 C/C T C SNV HIP1R HIP1R:intronic:NM_003959.2 1 100 intronic NM_003959.2c.2766+29T>Cp.? -1.73 ANTH domain,Clathrin-binding domain of Huntingtin-interacting protein 1,I/LWEQ domainrs7298176 0.0479 YES 9.894E-1 (pos.123345360) Huntingtin-interacting protein 1-related proteinSH3 domain binding,actin binding,actin filament binding,activation of cysteine-type endopeptidase activity involved in apoptotic process,apical plasma membrane,apoptotic process,cell cortex,clathrin adaptor activity,clathrin binding,clathrin coat assembly,clathrin light chain binding,clathrin-coated pit,clathrin-coated vesicle,clathrin-coated vesicle membrane,clathrin-dependent endocytosis,cytoskeleton,cytosol,dendrite cytoplasm,dendritic spine,digestive system development,identical protein binding,intracellular membrane-bounded organelle,membrane organization,mitochondrion,negative regulation of Arp2/3 complex-mediated actin nucleation,negative regulation of actin filament polymerization,negative regulation of apoptotic process,neuronal cell body,perinuclear region of cytoplasm,phosphatidylinositol binding,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,4-bisphosphate binding,phosphatidylinositol-3,5-bisphosphate binding,phosphatidylinositol-4,5-bisphosphate binding,positive regulatioT=0, C=49 T=0.0, C=1.0 0.00001 831.255 49 T=0/0, C=33/16

chr8:143995761 T/T C T SNV CYP11B2 CYP11B2:exonic:NM_000498.3 1 100 5 synonymous NM_000498.3c.873G>A p.(=) -5.22 Cytochrome P450rs4536 0.0207 YES 4.798E-1 (pos.143995761) Cytochrome P450, subfamily XIB, polypeptide 2C21-steroid hormone biosynthetic process,aldosterone biosynthetic process,cellular response to hormone stimulus,cellular response to potassium ion,corticosterone 18-monooxygenase activity,cortisol biosynthetic process,heme binding,iron ion binding,mineralocorticoid biosynthetic process,mitochondrial inner membrane,mitochondrion,oxidation-reduction process,potassium ion homeostasis,regulation of blood volume by renal aldosterone,renal water homeostasis,sodium ion homeostasis,steroid 11-beta-monooxygenase activity,steroid hydroxylase activity,sterol metabolic processAdrenal Gland Diseases;Adrenal Insufficiency;Adrenocortical Hyperfunction;Cardiovascular Diseases;Endocrine System Diseases;Hyperaldosteronism;Hypertension;Hypoaldosteronism;Vascular DiseasesAldosterone,Eplerenone,Etomidate,Hydrocortisone,Metoclopramide,Metyrapone,Mibefradil,SpironolactoneBenign C=0, T=68 C=0.0, T=1.0 0.00001 1053.56 68 C=0/0, T=35/33

chr12:123352179 T/T C T SNV VPS37B VPS37B:intronic:NM_024667.2 1 100 intronic NM_024667.2c.367-25G>Ap.? -2.31 Modifier of rudimentary (Mod(r)) proteinrs3825143 0.1092 YES 7.539E-1 (pos.123352179) Vacuolar protein sorting 37, yeast, homolog of, BESCRT I complex,calcium-dependent protein binding,cytoplasm,endosomal transport,endosome,endosome membrane,extracellular exosome,host cell,intracellular transport of virus,late endosome membrane,macroautophagy,midbody,multivesicular body assembly,plasma membrane,positive regulation of viral budding via host ESCRT complex,positive regulation of viral release from host cell,protein binding,protein transport,viral budding via host ESCRT complex,viral life cycleC=0, T=32 C=0.0, T=1.0 0.00001 484.84 32 C=0/0, T=4/28

chr15:75047426 T/T C T SNV CYP1A2 CYP1A2:exonic:NM_000761.4 1 100 7 synonymous NM_000761.4c.1548C>T p.(=) 0.58 Cytochrome P450rs2470890 0.346 YES 1.628E-1 (pos.75047426) Cytochrome P450, subfamily I, aromatic compound-inducible, polypeptide 2alkaloid metabolic process,aromatase activity,caffeine oxidase activity,cellular respiration,cellular response to cadmium ion,cellular response to copper ion,demethylase activity,dibenzo-p-dioxin metabolic process,drug catabolic process,drug metabolic process,electron transfer activity,electron transport chain,endoplasmic reticulum membrane,enzyme binding,epoxygenase P450 pathway,exogenous drug catabolic process,heme binding,heterocycle metabolic process,hydrogen peroxide biosynthetic process,intracellular membrane-bounded organelle,iron ion binding,lung development,methylation,monocarboxylic acid metabolic process,monooxygenase activity,monoterpenoid metabolic process,omega-hydroxylase P450 pathway,organelle membrane,oxidation-reduction process,oxidative deethylation,oxidative demethylation,oxidoreductase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced flavin or flavoprotein as one donor, and incorporation of one atom of oxygen,oxygen biCarcinoma;Carcinoma, Squamous Cell;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Hepatomegaly;Immune System Diseases;Immunoproliferative Disorders;Intestinal Diseases;Intestinal Neoplasms;Leukemia;Leukemia, Lymphoid;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Lung Diseases;Lung Diseases, Obstructive;Lung Injury;Lung Neoplasms;Lymphatic Diseases;Lymphoproliferative Disorders;Metabolic Diseases;Methemoglobinemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Nervous System Malfo2-PHENYL-4H-BENZOHCHROMEN-4-ONE,Abiraterone,Acenocoumarol,Acetaminophen,Aciclovir,Agomelatine,Albendazole,Alitretinoin,Almotriptan,Alosetron,Aminoglutethimide,Aminophenazone,Aminophylline,Amiodarone,Amitriptyline,Amlodipine,Anagrelide,Anastrozole,Antipyrine,Apixaban,Apomorphine,Aprepitant,Armodafinil,Asenapine,Atazanavir,Atropine,Axitinib,Azelastine,Azithromycin,Belinostat,Bendamustine,Benzyl alcohol,Betaxolol,Bortezomib,Bromazepam,Bromocriptine,Bupivacaine,Buprenorphine,Bupropion,Caffeine,Capsaicin,Carbamazepine,Carbimazole,Carmustine,Carvedilol,Chlorpromazine,Chlorzoxazone,Cilostazol,Cimetidine,Cinacalcet,Cinnarizine,Ciprofloxacin,Cisapride,Citalopram,Clarithromycin,Clenbuterol,Clevidipine,Clobetasol propionate,Clomifene,Clomipramine,Clonidine,Clopidogrel,Clotrimazole,Clozapine,Conjugated estrogens,Crisaborole,Cyclobenzaprine,Dacarbazine,Danthron,Dapagliflozin,Dasatinib,Daunorubicin,Delavirdine,Desipramine,Desloratadine,Deutetrabenazine,Dexfenfluramine,Dexmedetomidine,Diacerein,Diazepam,Diclofenac,DinoprostC=0, T=65 C=0.0, T=1.0 0.00001 992.365 65 C=0/0, T=25/40

chr12:123477311 C/C T C SNV PITPNM2 PITPNM2:intronic:NM_020845.2 1 100 intronic NM_020845.2c.2234-95A>Gp.? -1.95 DDHD domain,Phosphatidylinositol transfer proteinrs937564 YES calcium ion binding,cytosol,endomembrane system,integral component of membrane,intracellular,lipid binding,metabolic process,phosphatidylinositol biosynthetic process,phosphatidylinositol transporter activity,phospholipid transport,transportT=0, C=27 T=0.0, C=1.0 0.00001 394.498 27 T=0/0, C=14/13

chr12:123665695 A/G A G SNV MPHOSPH9 MPHOSPH9:intronic:NM_022782.3 1 52.27 intronic NM_022782.3c.2289+15T>Cp.? -0.19 rs1727306 0.2071 YES 9.991E-1 (pos.123665695) M-phase phosphoprotein 9Golgi apparatus,Golgi membrane,centriole,membraneAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Mental Disorders;Metabolic Diseases;Multiple Sclerosis;Nervous System Diseases;Nutritional and Metabolic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=21, G=23 A=0.4773, G=0.5227 0.00001 260.154 44 A=11/10, G=15/8

chr12:123812207 T/T C T SNV SBNO1 SBNO1:intronic:NM_001167856.2 1 100 intronic NM_001167856.2c.1538+47G>Ap.? -0.17 C-terminal domain on Strawberry notch homologue,P-loop containing NTP hydrolase pore-1,Type III restriction enzyme, res subunitrs7959415 0.0384 YES 7.463E-1 (pos.123812207) Strawberry notch, Drosophila, homolog of, 1biological_process,cellular_component,molecular_function,regulation of transcription, DNA-templatedMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, T=64 C=0.0, T=1.0 0.00001 982.934 64 C=0/0, T=24/40

chr12:123812611 G/G A G SNV SBNO1 SBNO1:intronic:NM_001167856.2 1 100 intronic NM_001167856.2c.1297-37T>Cp.? 1.01 C-terminal domain on Strawberry notch homologue,P-loop containing NTP hydrolase pore-1,Type III restriction enzyme, res subunitrs10846517 0.0384 YES 7.463E-1 (pos.123812611) Strawberry notch, Drosophila, homolog of, 1biological_process,cellular_component,molecular_function,regulation of transcription, DNA-templatedMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=0, G=49 A=0.0, G=1.0 0.00001 831.632 49 A=0/0, G=20/29

chr12:123813493 A/A C A SNV SBNO1 SBNO1:intronic:NM_001167856.2 1 100 intronic NM_001167856.2c.1135-51G>Tp.? 0.34 C-terminal domain on Strawberry notch homologue,P-loop containing NTP hydrolase pore-1,Type III restriction enzyme, res subunitrs7301163 0.0377 YES 7.421E-1 (pos.123813493) Strawberry notch, Drosophila, homolog of, 1biological_process,cellular_component,molecular_function,regulation of transcription, DNA-templatedMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, A=68 C=0.0, A=1.0 0.00001 1043.21 68 C=0/0, A=26/42

chr2:204154552 T/T C T SNV CYP20A1 CYP20A1:exonic:NM_177538.2 1 100 10 missense NM_177538.2c.1036C>T p.Leu346Phe 4.72 0.02 22 0.005 0.91(COSM4419542)Cytochrome P450rs1048013 0.4376 YES 2.977E-1 (pos.204154552)acute_myeloid_leukaemia,carcinoma,ductal_carcinomaheme binding,integral component of membrane,iron ion binding,membrane,monooxygenase activity,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygenC=0, T=71 C=0.0, T=1.0 0.00001 1115.27 71 C=0/0, T=23/48

chr12:124090453 G/G A G SNV DDX55 DDX55:intronic:NM_020936.2 1 100 intronic NM_020936.2c.109-25A>Gp.? -2.75 DEAD/DEAH box helicase,Domain of unknown function (DUF4217),Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs786436 1.00E-04 9.999E-1 (pos.124090453) ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA secondary structure unwinding,cytoplasm,cytosol,helicase activity,membrane,nucleic acid binding,nucleolus,nucleus,protein bindingA=0, G=67 A=0.0, G=1.0 0.00001 1032.85 67 A=0/0, G=31/36

chr20:52786219 G/A G A SNV CYP24A1 CYP24A1:exonic:NM_000782.4 1 57.63 4 synonymous NM_000782.4c.552C>T p.(=) -1.72 0.02(COSM4001955)Cytochrome P450rs2296241 0.461 YES 4.212E-1 (pos.52786219) acute_myeloid_leukaemia,adenocarcinoma,carcinomaCytochrome P450, family 24, subfamily A, polypeptide 1 (vitamin D 24-hydroxylase)1-alpha,25-dihydroxyvitamin D3 24-hydroxylase activity,25-hydroxycholecalciferol-24-hydroxylase activity,heme binding,iron ion binding,mitochondrial outer membrane,mitochondrion,nucleoplasm,nucleus,osteoblast differentiation,oxidation-reduction process,oxidoreductase activity,plasma membrane,response to vitamin D,vitamin D catabolic process,vitamin D metabolic process,vitamin D receptor signaling pathway,vitamin metabolic processAbortion, Spontaneous;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Calcium Metabolism Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hypercalcemia;Immune System Diseases;Infant, Newborn, Diseases;Kidney Diseases;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Multiple Sclerosis;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Pregnancy Complications;Renal Insufficiency;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Urologic Diseases;Water-Electrolyte ImbalanceCTA018,Calcidiol,Calcipotriol,Calcitriol,Corticotropin,Ergocalciferol,ParicalcitolBenign G=25, A=34 G=0.4237, A=0.5763 0.00001 356.499 59 G=19/6, A=15/19

chr12:124220055 C/C T C SNV ATP6V0A2 ATP6V0A2:intronic:NM_012463.3 1 100 intronic NM_012463.3c.732-23T>Cp.? -0.59 V-type ATPase 116kDa subunit familyrs2271660,rs748705550 0.3931 YES 0.0;0.0 (pos.124220054),9.439E-1;0.0 (pos.124220055)ATPase, H+ transporting, lysosomal, V0 subunit A2ATP hydrolysis coupled proton transport,ATP synthesis coupled proton transport,ATPase binding,acrosomal vesicle,cellular iron ion homeostasis,cellular response to increased oxygen levels,endosome membrane,hydrogen ion transmembrane transporter activity,immune response,insulin receptor signaling pathway,integral component of membrane,ion transmembrane transport,lysosomal membrane,phagocytic vesicle membrane,phagosome acidification,plasma membrane,protein binding,proton-transporting ATPase activity, rotational mechanism,proton-transporting V-type ATPase, V0 domain,regulation of macroautophagy,transferrin transport,vacuolar acidification,vacuolar proton-transporting V-type ATPase complex,vacuolar proton-transporting V-type ATPase complex assembly,vacuolar proton-transporting V-type ATPase, V0 domainCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Cutis Laxa;Genetic Diseases, Inborn;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign T=0, C=52 T=0.0, C=1.0 0.00001 767.014 52 T=0/0, C=41/11

chr20:52781091 C/T C T SNV CYP24A1 CYP24A1:exonic:NM_000782.4 1 50 6 synonymous NM_000782.4c.744G>A p.(=) -4.36 Cytochrome P450rs6068816 0.1038 YES 3.67E-1 (pos.52781091) Cytochrome P450, family 24, subfamily A, polypeptide 1 (vitamin D 24-hydroxylase)1-alpha,25-dihydroxyvitamin D3 24-hydroxylase activity,25-hydroxycholecalciferol-24-hydroxylase activity,heme binding,iron ion binding,mitochondrial outer membrane,mitochondrion,nucleoplasm,nucleus,osteoblast differentiation,oxidation-reduction process,oxidoreductase activity,plasma membrane,response to vitamin D,vitamin D catabolic process,vitamin D metabolic process,vitamin D receptor signaling pathway,vitamin metabolic processAbortion, Spontaneous;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Calcium Metabolism Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hypercalcemia;Immune System Diseases;Infant, Newborn, Diseases;Kidney Diseases;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Multiple Sclerosis;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Pregnancy Complications;Renal Insufficiency;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Urologic Diseases;Water-Electrolyte ImbalanceCTA018,Calcidiol,Calcipotriol,Calcitriol,Corticotropin,Ergocalciferol,ParicalcitolBenign C=17, T=17 C=0.5, T=0.5 0.00001 172.009 34 C=6/11, T=6/11

chr12:124267638 G/G A G SNV DNAH10 DNAH10:intronic:NM_207437.3 1 100 intronic NM_207437.3c.659-16A>Gp.? -1.19 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs11057354 0.0983 YES 9.997E-1 (pos.124267638) Dynein, axonemal, heavy chain 10ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,cilium,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,integral component of membrane,microtubule,microtubule motor activity,microtubule-based movementBenign A=0, G=109 A=0.0, G=1.0 0.00001 1718.9 109 A=0/0, G=45/64

chr2:219679475 G/T G T SNV CYP27A1 CYP27A1:exonic:NM_000784.3 1 53.13 8 missense NM_000784.3c.1471G>T p.Ala491Ser -0.23 1 99 0.085 0.15(COSM3044092)Cytochrome P450rs72551323 0.0019 0.0;0.0 (pos.219679475) squamous_cell_carcinomaCytochrome P450, subfamily XXVIIA, polypeptide 1 (sterol 27-hydroxylase)bile acid biosynthetic process,heme binding,iron ion binding,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,steroid hydroxylase activity,sterol metabolic processArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Bile Duct Diseases;Biliary Tract Diseases;Bone Diseases;Bone Diseases, Metabolic;Cardiovascular Diseases;Cholestasis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Cirrhosis;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Vascular Diseases;Xanthomatosis;Xanthomatosis, CerebrotendinousChenodeoxycholic acid,Cholecalciferol,Doxercalciferol,Ergocalciferol,PegvisomantConflicting interpretations of pathogenicityG=15, T=17 G=0.4688, T=0.5313 0.00001 173.404 32 G=9/6, T=7/10

chr12:124268458 G/G A G SNV DNAH10 DNAH10:intronic:NM_207437.3 1 100 intronic NM_207437.3c.817-36A>Gp.? -0.7 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs7303002 0.3952 YES 9.99E-1 (pos.124268458) Dynein, axonemal, heavy chain 10ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,cilium,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,integral component of membrane,microtubule,microtubule motor activity,microtubule-based movementA=0, G=51 A=0.0, G=1.0 0.00001 754.584 51 A=0/0, G=20/31

chr19:41350664 T/T A T SNV CYP2A6 CYP2A6:exonic:NM_000762.5 1 100 8 missense NM_000762.5c.1175T>A p.Phe392Tyr 1.7 0.46 22 0.012 0.32(COSM4591653)Cytochrome P450rs1809810 YES 9.876E-1 (pos.41350664) squamous_cell_carcinomaCytochrome P450, subfamily IIA, phenobarbital-inducible, polypeptide 6arachidonic acid epoxygenase activity,coumarin 7-hydroxylase activity,coumarin catabolic process,coumarin metabolic process,cytoplasmic microtubule,drug metabolic process,endoplasmic reticulum membrane,enzyme binding,epoxygenase P450 pathway,exogenous drug catabolic process,heme binding,integral component of membrane,iron ion binding,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced flavin or flavoprotein as one donor, and incorporation of one atom of oxygen,steroid hydroxylase activity,steroid metabolic processAdenocarcinoma;Brain Diseases;Carcinoma;Carcinoma, Large Cell;Carcinoma, Small Cell;Carcinoma, Squamous Cell;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Head and Neck Neoplasms;Hepatitis;Hepatitis B;Hepatitis C;Hepatitis, Viral, Human;Intestinal Diseases;Intestinal Neoplasms;Liver Diseases;Liver Diseases, Parasitic;Lung Diseases;Lung Diseases, Obstructive;Lung Neoplasms;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Nutritional and Metabolic Diseases;Oto(5-(PYRIDIN-3-YL)FURAN-2-YL)METHANAMINE,4,4'-DIPYRIDYL DISULFIDE,Acetaminophen,Amiodarone,Amlodipine,Amobarbital,Amphetamine,Antipyrine,Arformoterol,Azelastine,Azithromycin,Buprenorphine,Bupropion,Chlorzoxazone,Cinnarizine,Cisapride,Clofibrate,Clomifene,Clotrimazole,Clozapine,Coumarin,Cyclophosphamide,Dapagliflozin,Desipramine,Dexamethasone,Dexfenfluramine,Diethylstilbestrol,Dronabinol,Eletriptan,Ezogabine,Flunarizine,Flunitrazepam,Fluorouracil,Flurazepam,Fomepizole,Formoterol,Halothane,Ifosfamide,Isoniazid,Ketoconazole,Letrozole,Lidocaine,Lorcaserin,Memantine,Menadione,Methimazole,Methoxsalen,Methoxyflurane,Metyrapone,Miconazole,Montelukast,N,N-DIMETHYL(5-(PYRIDIN-3-YL)FURAN-2-YL)METHANAMINE,N-METHYL(5-(PYRIDIN-3-YL)FURAN-2-YL)METHANAMINE,Nevirapine,Nicotine,Nifedipine,Nilvadipine,Norfloxacin,Pentobarbital,Phenacetin,Phenobarbital,Pilocarpine,Plitidepsin,Prednisolone,Progesterone,Propofol,Rifampicin,Rosiglitazone,Selegiline,Sevoflurane,Sulfaphenazole,Tamoxifen,Tranylcypromine,Tretinoin,Troleandomycin,ValproiA=0, T=30 A=0.0, T=1.0 0.00001 446.635 30 A=0/0, T=15/15

chr12:124285804 T/G T G SNV DNAH10 DNAH10:intronic:NM_207437.3 1 59.09 intronic NM_207437.3c.2109-24T>Gp.? 1.33 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs111937173 0.0041 YES 2.429E-3 (pos.124285804) Dynein, axonemal, heavy chain 10ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,cilium,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,integral component of membrane,microtubule,microtubule motor activity,microtubule-based movementT=9, G=13 T=0.4091, G=0.5909 0.00001 122.568 22 T=5/4, G=3/10

chr12:124330440 G/A G A SNV DNAH10 DNAH10:intronic:NM_207437.3 1 50 intronic NM_207437.3c.5276+24G>Ap.? -0.5 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs4930728 0.2528 YES 3.478E-4 (pos.124330440) Dynein, axonemal, heavy chain 10ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,cilium,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,integral component of membrane,microtubule,microtubule motor activity,microtubule-based movementG=11, A=11 G=0.5, A=0.5 0.00001 94.7167 22 G=5/6, A=6/5

chr12:124408244 A/G A G SNV DNAH10 DNAH10:intronic:NM_207437.3 1 47.62 intronic NM_207437.3c.11153-66A>Gp.? -2.28 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs75587926 YES Dynein, axonemal, heavy chain 10ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,cilium,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,integral component of membrane,microtubule,microtubule motor activity,microtubule-based movementA=11, G=10 A=0.5238, G=0.4762 0.00001 82.2806 21 A=8/3, G=7/3

chr12:124408255 A/G A G SNV DNAH10 DNAH10:intronic:NM_207437.3 1 45.45 intronic NM_207437.3c.11153-55A>Gp.? -0.16 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs76233642 YES Dynein, axonemal, heavy chain 10ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,cilium,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,integral component of membrane,microtubule,microtubule motor activity,microtubule-based movementA=12, G=10 A=0.5455, G=0.4545 0.00001 81.7626 22 A=8/4, G=7/3

chr12:124412881 C/T C T SNV DNAH10 DNAH10:intronic:NM_207437.3 1 57.14 intronic NM_207437.3c.11752-53C>Tp.? -1.97 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs78688187 YES Dynein, axonemal, heavy chain 10ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,cilium,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,integral component of membrane,microtubule,microtubule motor activity,microtubule-based movementC=15, T=20 C=0.4286, T=0.5714 0.00001 218.729 35 C=9/6, T=14/6

chr10:96741053 A/C A C SNV CYP2C9 CYP2C9:exonic:NM_000771.3 1 57.14 7 missense NM_000771.3c.1075A>C p.Ile359Leu 0.03 0.01 5 0.002 Cytochrome P450rs1057910 0.0659 YES 3.379E-2 (pos.96741053) Cytochrome P450, subfamily IIC (mephenytoin 4-hydroxylase), polypeptide 9arachidonic acid epoxygenase activity,caffeine oxidase activity,cellular amide metabolic process,cholesterol 25-hydroxylase activity,drug binding,drug catabolic process,drug metabolic process,endoplasmic reticulum membrane,epoxygenase P450 pathway,exogenous drug catabolic process,heme binding,intracellular membrane-bounded organelle,iron ion binding,monocarboxylic acid metabolic process,monooxygenase activity,monoterpenoid metabolic process,omega-hydroxylase P450 pathway,organelle membrane,oxidation-reduction process,oxidative demethylation,oxidoreductase activity,oxygen binding,steroid hydroxylase activity,steroid metabolic process,urea metabolic process,xenobiotic metabolic processAcute Kidney Injury;Brain Diseases;Brain Neoplasms;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Central Nervous System Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Drug Hypersensitivity;Drug-Induced Liver Injury;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Hemorrhage;Genetic Diseases, Inborn;Heart Diseases;Hypersensitivity;Immune System Diseases;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nephritis;Nephritis, Interstitial;Nervous System Diseases;Nervous System Neoplasms;Nutritional and Metabolic Diseases;Peptic Ulcer Hemorrhage;Renal Insufficiency;Urologic Diseases4-Hydroxy-3-(1s)-3-Oxo-1-Phenylbutyl-2h-Chromen-2-One,Abiraterone,Aceclofenac,Acenocoumarol,Acetaminophen,Acetylsalicylic acid,Agomelatine,Alosetron,Alprazolam,Aminophenazone,Amiodarone,Amitriptyline,Amlodipine,Amodiaquine,Amprenavir,Anastrozole,Antipyrine,Apixaban,Aprepitant,Arachidonic Acid,Arformoterol,Armodafinil,Artemether,Atazanavir,Atorvastatin,Atovaquone,Azelastine,Belinostat,Bexarotene,Bicalutamide,Bortezomib,Bosentan,Brivaracetam,Brompheniramine,Buprenorphine,Bupropion,Cabozantinib,Caffeine,Candesartan,Capecitabine,Carbamazepine,Carbinoxamine,Carvedilol,Celecoxib,Ceritinib,Cerivastatin,Chloramphenicol,Chlorpropamide,Cholecalciferol,Cimetidine,Cinnarizine,Cisapride,Cisplatin,Clevidipine,Clopidogrel,Clotrimazole,Clozapine,Cocaine,Colchicine,Crisaborole,Cyclizine,Cyclophosphamide,Cyclosporine,Dapagliflozin,Dapsone,Delafloxacin,Delavirdine,Desloratadine,Dexamethasone,Dexfenfluramine,Dexloxiglumide,Dextromethorphan,Dextropropoxyphene,Diacerein,Diazepam,Diclofenac,Diclofenamide,Dicoumarol,Diethylstilbestrdrug responseA=12, C=16 A=0.4286, C=0.5714 0.00001 161.77 28 A=10/2, C=12/4

chr12:124838772 G/G C G SNV NCOR2 NCOR2:intronic:NM_006312.5 1 100 intronic NM_006312.5c.3590-30G>Cp.? -0.16 G-protein pathway suppressor 2-interacting domain,Myb-like DNA-binding domainrs1244082,rs386767252,rs7554145602.00E-04 0.0;0.0 (pos.124838771),1.0 (pos.124838772)Nuclear receptor corepressor 2DNA binding,Notch binding,RNA polymerase II regulatory region DNA binding,chromatin,chromatin binding,estrous cycle,glucocorticoid receptor binding,histone deacetylase binding,histone deacetylase complex,lactation,ligand-dependent nuclear receptor binding,membrane,negative regulation of production of miRNAs involved in gene silencing by miRNA,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nuclear chromatin,nuclear matrix,nucleoplasm,nucleus,protein N-terminus binding,protein binding,protein complex binding,regulation of cellular ketone metabolic process by negative regulation of transcription from RNA polymerase II promoter,regulation of lipid metabolic process,response to estradiol,response to organonitrogen compound,retinoid X receptor binding,transcription corepressor activity,transcription factor binding,transcription, DNA-templated,transcriptional repressor complexCocaine-Related Disorders;Mental Disorders;Substance-Related DisordersC=0, G=33 C=0.0, G=1.0 0.00001 502.561 33 C=0/0, G=12/21

chr12:124838774 A/A T A SNV NCOR2 NCOR2:intronic:NM_006312.5 1 100 intronic NM_006312.5c.3590-32A>Tp.? -0.75 G-protein pathway suppressor 2-interacting domain,Myb-like DNA-binding domainrs3817108,rs386767252 0.2728 YES 5.26E-1 (pos.124838774) Nuclear receptor corepressor 2DNA binding,Notch binding,RNA polymerase II regulatory region DNA binding,chromatin,chromatin binding,estrous cycle,glucocorticoid receptor binding,histone deacetylase binding,histone deacetylase complex,lactation,ligand-dependent nuclear receptor binding,membrane,negative regulation of production of miRNAs involved in gene silencing by miRNA,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nuclear chromatin,nuclear matrix,nucleoplasm,nucleus,protein N-terminus binding,protein binding,protein complex binding,regulation of cellular ketone metabolic process by negative regulation of transcription from RNA polymerase II promoter,regulation of lipid metabolic process,response to estradiol,response to organonitrogen compound,retinoid X receptor binding,transcription corepressor activity,transcription factor binding,transcription, DNA-templated,transcriptional repressor complexCocaine-Related Disorders;Mental Disorders;Substance-Related DisordersT=0, A=32 T=0.0, A=1.0 0.00001 490.551 32 T=0/0, A=12/20

chr22:42523943 G/G A G SNV

CYP2D6,LOC

101929829 CYP2D6:exonic:NM_000106.5, LOC101929829:exonic_nc:NR_111920.11
100

6 missense NM_000106.5, NR_111920.1c.886T>C p.Cys296Arg -1.2 1 180 0 0(COSM1130422),0(COSM1130423)Cytochrome P450rs16947 0.3427 YES 8.515E-1 (pos.42523943) adenocarcinoma,haemangioblastomaCytochrome P450, subfamily IID, polypeptide 6alkaloid catabolic process,alkaloid metabolic process,arachidonic acid metabolic process,aromatase activity,coumarin metabolic process,drug binding,drug catabolic process,drug metabolic process,endoplasmic reticulum,endoplasmic reticulum membrane,heme binding,heterocycle metabolic process,integral component of membrane,iron ion binding,isoquinoline alkaloid metabolic process,mitochondrion,monooxygenase activity,monoterpenoid metabolic process,negative regulation of binding,negative regulation of cellular organofluorine metabolic process,organelle membrane,oxidation-reduction process,oxidative demethylation,oxidoreductase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced flavin or flavoprotein as one donor, and incorporation of one atom of oxygen,oxygen binding,steroid hydroxylase activity,steroid metabolic process,xenobiotic metabolic proceAcute Kidney Injury;Alzheimer Disease;Amphetamine-Related Disorders;Arrhythmias, Cardiac;Basal Ganglia Diseases;Bradycardia;Brain Diseases;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Central Nervous System Diseases;Coma;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Consciousness Disorders;Dementia;Depressive Disorder;Depressive Disorder, Major;Dyskinesias;Dystonia;Epilepsy;Epilepsy, Generalized;Epilepsy, Tonic-Clonic;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Heavy Metal Poisoning, Nervous System;Kidney Diseases;Male Urogenital Diseases;Manganese Poisoning;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mood Disorders;Movement Disorders;Muscle Hypertonia;Muscle Rigidity;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nephritis;Nephritis, Interstitial;Nervous System Diseases;Neurobehavioral Manifestations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologi1-(2-Phenylethyl)-4-phenyl-4-acetoxypiperidine,4-Methoxyamphetamine,Abiraterone,Acebutolol,Acetaminophen,Acetylcholine,Ajmaline,Almotriptan,Alogliptin,Alprenolol,Aminophenazone,Amiodarone,Amitriptyline,Amlodipine,Amodiaquine,Amoxapine,Amphetamine,Amprenavir,Amsacrine,Antipyrine,Aprindine,Arformoterol,Aripiprazole,Artemether,Asenapine,Astemizole,Atomoxetine,Atorvastatin,Azelastine,Benzatropine,Benzyl alcohol,Bepridil,Betaxolol,Bicalutamide,Bicifadine,Biperiden,Bisoprolol,Bortezomib,Brexpiprazole,Brompheniramine,Bufuralol,Bupivacaine,Buprenorphine,Bupropion,Buspirone,Caffeine,Captopril,Carbinoxamine,Cariprazine,Carteolol,Carvedilol,Celecoxib,Cephalexin,Cerivastatin,Cevimeline,Chlordiazepoxide,Chloroquine,Chlorphenamine,Chlorpromazine,Chlorzoxazone,Cholecalciferol,Ciclesonide,Cilostazol,Cimetidine,Cinacalcet,Cinnarizine,Cisapride,Citalopram,Clemastine,Clevidipine,Clobazam,Clomipramine,Clonidine,Clotrimazole,Clozapine,Cobicistat,Cocaine,Codeine,Cyclobenzaprine,Cyclophosphamide,Cyclosporine,Cyproterone acetate,DapA=0, G=33 A=0.0, G=1.0 0.00001 504.598 33 A=0/0, G=15/18

chr12:124885249 T/T C T SNV NCOR2 NCOR2:intronic:NM_006312.5 1 100 intronic NM_006312.5c.1641-30G>Ap.? -2.24 G-protein pathway suppressor 2-interacting domain,Myb-like DNA-binding domainrs2293514 0.3311 YES 7.38E-1 (pos.124885249) Nuclear receptor corepressor 2DNA binding,Notch binding,RNA polymerase II regulatory region DNA binding,chromatin,chromatin binding,estrous cycle,glucocorticoid receptor binding,histone deacetylase binding,histone deacetylase complex,lactation,ligand-dependent nuclear receptor binding,membrane,negative regulation of production of miRNAs involved in gene silencing by miRNA,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nuclear chromatin,nuclear matrix,nucleoplasm,nucleus,protein N-terminus binding,protein binding,protein complex binding,regulation of cellular ketone metabolic process by negative regulation of transcription from RNA polymerase II promoter,regulation of lipid metabolic process,response to estradiol,response to organonitrogen compound,retinoid X receptor binding,transcription corepressor activity,transcription factor binding,transcription, DNA-templated,transcriptional repressor complexCocaine-Related Disorders;Mental Disorders;Substance-Related DisordersC=0, T=20 C=0.0, T=1.0 0.00001 263.691 20 C=0/0, T=11/9

chr12:124885290 C/C T C SNV NCOR2 NCOR2:intronic:NM_006312.5 1 100 intronic NM_006312.5c.1641-71A>Gp.? -0.18 G-protein pathway suppressor 2-interacting domain,Myb-like DNA-binding domainrs2293513,rs386767259 YES Nuclear receptor corepressor 2DNA binding,Notch binding,RNA polymerase II regulatory region DNA binding,chromatin,chromatin binding,estrous cycle,glucocorticoid receptor binding,histone deacetylase binding,histone deacetylase complex,lactation,ligand-dependent nuclear receptor binding,membrane,negative regulation of production of miRNAs involved in gene silencing by miRNA,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nuclear chromatin,nuclear matrix,nucleoplasm,nucleus,protein N-terminus binding,protein binding,protein complex binding,regulation of cellular ketone metabolic process by negative regulation of transcription from RNA polymerase II promoter,regulation of lipid metabolic process,response to estradiol,response to organonitrogen compound,retinoid X receptor binding,transcription corepressor activity,transcription factor binding,transcription, DNA-templated,transcriptional repressor complexCocaine-Related Disorders;Mental Disorders;Substance-Related DisordersT=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=11/15



chr10:135351362 C/C T C SNV CYP2E1 CYP2E1:exonic:NM_000773.3 1 100 8 synonymous NM_000773.3c.1263T>C p.(=) 0.1 Cytochrome P450rs2515641 0.1173 YES 8.274E-1 (pos.135351362) Cytochrome P450, subfamily IIE, ethanol-inducibleGolgi membrane,arachidonic acid epoxygenase activity,benzene metabolic process,carbon tetrachloride metabolic process,drug metabolic process,endoplasmic reticulum membrane,enzyme binding,epoxygenase P450 pathway,halogenated hydrocarbon metabolic process,heme binding,heterocycle metabolic process,intrinsic component of endoplasmic reticulum membrane,iron ion binding,mitochondrion,monooxygenase activity,monoterpenoid metabolic process,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced flavin or flavoprotein as one donor, and incorporation of one atom of oxygen,oxygen binding,response to drug,response to ethanol,response to organonitrogen cAdenocarcinoma;Alcohol-Related Disorders;Alcoholism;Basal Ganglia Diseases;Brain Diseases;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Cardiomegaly;Cardiovascular Diseases;Central Nervous System Diseases;Dermatitis;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Drug Eruptions;Drug Hypersensitivity;Drug-Induced Liver Injury;Endocrine System Diseases;Fatty Liver;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Heart Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Immune System Diseases;Immunoproliferative Disorders;Liver Cirrhosis;Liver Cirrhosis, Alcoholic;Liver Diseases;Liver Diseases, Alcoholic;Liver Neoplasms;Liver Neoplasms, Experimental;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Movement Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;NAcetaminophen,Ademetionine,Aldesleukin,Almotriptan,Alosetron,Aminophylline,Amitriptyline,Aniline,Antipyrine,Azelastine,Benzyl alcohol,Bifonazole,Bromazepam,Brompheniramine,Bupropion,Caffeine,Capsaicin,Carbinoxamine,Carvedilol,Chlorpromazine,Chlorzoxazone,Cimetidine,Citalopram,Clevidipine,Clofibrate,Clomifene,Clonazepam,Clotrimazole,Clozapine,Colchicine,Dacarbazine,Dalfampridine,Dapsone,Delafloxacin,Desipramine,Dexamethasone,Dexfenfluramine,Dexmedetomidine,Dextromethorphan,Diacerein,Diazepam,Diclofenac,Diethylstilbestrol,Disulfiram,Econazole,Ellagic Acid,Enflurane,Enfuvirtide,Estrone,Ethanol,Ethanolamine Oleate,Ethosuximide,Etoposide,Etoricoxib,Felbamate,Fingolimod,Flunitrazepam,Fluphenazine,Flurazepam,Fluvoxamine,Folic Acid,Fomepizole,GTS-21,Glucosamine,Glycerin,Halothane,Hexobarbital,Iloperidone,Imipramine,Isoflurane,Isoniazid,Isosorbide Dinitrate,Itraconazole,Menadione,Meprobamate,Methazolamide,Methimazole,Methotrimeprazine,Methoxyflurane,Metyrapone,Mexiletine,Miconazole,Midazolam,Midostaurin,Mitoxantrone,NBenign T=0, C=46 T=0.0, C=1.0 0.00001 768.313 46 T=0/0, C=19/27

chr12:125299830 C/T C T SNV SCARB1 SCARB1:intronic:NM_005505.4 1 95.65 intronic NM_005505.4c.285-170G>Ap.? -2.23 CD36 family rs4765615 YES Scavenger receptor class B, member 1 (CD36 antigen-like 1)1-phosphatidylinositol binding,adhesion of symbiont to host,amyloid-beta binding,androgen biosynthetic process,apolipoprotein A-I binding,apolipoprotein binding,blood vessel endothelial cell migration,caveola,cell surface,cholesterol catabolic process,cholesterol efflux,cholesterol homeostasis,cholesterol import,detection of lipopolysaccharide,endocytic vesicle membrane,endothelial cell proliferation,extracellular exosome,high-density lipoprotein particle binding,high-density lipoprotein particle clearance,high-density lipoprotein particle receptor activity,high-density lipoprotein particle remodeling,integral component of membrane,integral component of plasma membrane,intestinal absorption,intracellular membrane-bounded organelle,lipopolysaccharide binding,lipopolysaccharide receptor activity,lipopolysaccharide transport,lipopolysaccharide-mediated signaling pathway,low-density lipoprotein particle binding,low-density lipoprotein particle clearance,lysosomal membrane,microvillus membrane,phosphatidylserine bAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Cocaine-Related Disorders;Cysts;Digestive System Diseases;Fatty Liver;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Follicular Cyst;Hepatitis;Hepatitis C;Hepatitis, Viral, Human;Kidney Diseases;Kidney Failure, Chronic;Kidney Neoplasms;Liver Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Marijuana Abuse;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Non-alcoholic Fatty Liver Disease;Peripheral Nervous System Diseases;Phencyclidine Abuse;Renal Insufficiency;Renal Insufficiency, Chronic;Substance-Related Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsPhosphatidyl serine C=1, T=22 C=0.0435, T=0.9565 0.00001 288.995 23 C=1/0, T=3/19

chr10:135352509 A/A T A SNV CYP2E1 CYP2E1:utr_3:NM_000773.3 1 100 9 utr_3 NM_000773.3c.1523T>A p.? 0.34 Cytochrome P450rs2480257 0.2072 YES 5.689E-1;0.0 (pos.135352509) Cytochrome P450, subfamily IIE, ethanol-inducibleGolgi membrane,arachidonic acid epoxygenase activity,benzene metabolic process,carbon tetrachloride metabolic process,drug metabolic process,endoplasmic reticulum membrane,enzyme binding,epoxygenase P450 pathway,halogenated hydrocarbon metabolic process,heme binding,heterocycle metabolic process,intrinsic component of endoplasmic reticulum membrane,iron ion binding,mitochondrion,monooxygenase activity,monoterpenoid metabolic process,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced flavin or flavoprotein as one donor, and incorporation of one atom of oxygen,oxygen binding,response to drug,response to ethanol,response to organonitrogen cAdenocarcinoma;Alcohol-Related Disorders;Alcoholism;Basal Ganglia Diseases;Brain Diseases;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Cardiomegaly;Cardiovascular Diseases;Central Nervous System Diseases;Dermatitis;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Drug Eruptions;Drug Hypersensitivity;Drug-Induced Liver Injury;Endocrine System Diseases;Fatty Liver;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Heart Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Immune System Diseases;Immunoproliferative Disorders;Liver Cirrhosis;Liver Cirrhosis, Alcoholic;Liver Diseases;Liver Diseases, Alcoholic;Liver Neoplasms;Liver Neoplasms, Experimental;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Movement Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;NAcetaminophen,Ademetionine,Aldesleukin,Almotriptan,Alosetron,Aminophylline,Amitriptyline,Aniline,Antipyrine,Azelastine,Benzyl alcohol,Bifonazole,Bromazepam,Brompheniramine,Bupropion,Caffeine,Capsaicin,Carbinoxamine,Carvedilol,Chlorpromazine,Chlorzoxazone,Cimetidine,Citalopram,Clevidipine,Clofibrate,Clomifene,Clonazepam,Clotrimazole,Clozapine,Colchicine,Dacarbazine,Dalfampridine,Dapsone,Delafloxacin,Desipramine,Dexamethasone,Dexfenfluramine,Dexmedetomidine,Dextromethorphan,Diacerein,Diazepam,Diclofenac,Diethylstilbestrol,Disulfiram,Econazole,Ellagic Acid,Enflurane,Enfuvirtide,Estrone,Ethanol,Ethanolamine Oleate,Ethosuximide,Etoposide,Etoricoxib,Felbamate,Fingolimod,Flunitrazepam,Fluphenazine,Flurazepam,Fluvoxamine,Folic Acid,Fomepizole,GTS-21,Glucosamine,Glycerin,Halothane,Hexobarbital,Iloperidone,Imipramine,Isoflurane,Isoniazid,Isosorbide Dinitrate,Itraconazole,Menadione,Meprobamate,Methazolamide,Methimazole,Methotrimeprazine,Methoxyflurane,Metyrapone,Mexiletine,Miconazole,Midazolam,Midostaurin,Mitoxantrone,NT=0, A=67 T=0.0, A=1.0 0.00001 1034.43 67 T=0/0, A=18/49

chr10:135352514 G/G A G SNV CYP2E1 CYP2E1:utr_3:NM_000773.3 1 100 9 utr_3 NM_000773.3c.1528A>G p.? 0.17 Cytochrome P450rs2480256 0.2071 YES 5.719E-1 (pos.135352514) Cytochrome P450, subfamily IIE, ethanol-inducibleGolgi membrane,arachidonic acid epoxygenase activity,benzene metabolic process,carbon tetrachloride metabolic process,drug metabolic process,endoplasmic reticulum membrane,enzyme binding,epoxygenase P450 pathway,halogenated hydrocarbon metabolic process,heme binding,heterocycle metabolic process,intrinsic component of endoplasmic reticulum membrane,iron ion binding,mitochondrion,monooxygenase activity,monoterpenoid metabolic process,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced flavin or flavoprotein as one donor, and incorporation of one atom of oxygen,oxygen binding,response to drug,response to ethanol,response to organonitrogen cAdenocarcinoma;Alcohol-Related Disorders;Alcoholism;Basal Ganglia Diseases;Brain Diseases;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Cardiomegaly;Cardiovascular Diseases;Central Nervous System Diseases;Dermatitis;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Drug Eruptions;Drug Hypersensitivity;Drug-Induced Liver Injury;Endocrine System Diseases;Fatty Liver;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Heart Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Immune System Diseases;Immunoproliferative Disorders;Liver Cirrhosis;Liver Cirrhosis, Alcoholic;Liver Diseases;Liver Diseases, Alcoholic;Liver Neoplasms;Liver Neoplasms, Experimental;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Movement Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;NAcetaminophen,Ademetionine,Aldesleukin,Almotriptan,Alosetron,Aminophylline,Amitriptyline,Aniline,Antipyrine,Azelastine,Benzyl alcohol,Bifonazole,Bromazepam,Brompheniramine,Bupropion,Caffeine,Capsaicin,Carbinoxamine,Carvedilol,Chlorpromazine,Chlorzoxazone,Cimetidine,Citalopram,Clevidipine,Clofibrate,Clomifene,Clonazepam,Clotrimazole,Clozapine,Colchicine,Dacarbazine,Dalfampridine,Dapsone,Delafloxacin,Desipramine,Dexamethasone,Dexfenfluramine,Dexmedetomidine,Dextromethorphan,Diacerein,Diazepam,Diclofenac,Diethylstilbestrol,Disulfiram,Econazole,Ellagic Acid,Enflurane,Enfuvirtide,Estrone,Ethanol,Ethanolamine Oleate,Ethosuximide,Etoposide,Etoricoxib,Felbamate,Fingolimod,Flunitrazepam,Fluphenazine,Flurazepam,Fluvoxamine,Folic Acid,Fomepizole,GTS-21,Glucosamine,Glycerin,Halothane,Hexobarbital,Iloperidone,Imipramine,Isoflurane,Isoniazid,Isosorbide Dinitrate,Itraconazole,Menadione,Meprobamate,Methazolamide,Methimazole,Methotrimeprazine,Methoxyflurane,Metyrapone,Mexiletine,Miconazole,Midazolam,Midostaurin,Mitoxantrone,NA=0, G=67 A=0.0, G=1.0 0.00001 1034.39 67 A=0/0, G=18/49

chr19:16040292 A/G A G SNV CYP4F11 CYP4F11:exonic:NM_001128932.1 1 53.13 3 synonymous NM_001128932.1c.318T>C p.(=) -0.53 0(COSM4131345)Cytochrome P450rs3765070 0.4027 YES 4.156E-1 (pos.16040292) acute_myeloid_leukaemia,neoplasmCytochrome P450, family 4, subfamily F, polypeptide 11blood coagulation,endoplasmic reticulum membrane,fatty acid binding,fatty acid metabolic process,heme binding,inflammatory response,integral component of membrane,iron ion binding,menaquinone catabolic process,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,phylloquinone catabolic process,vitamin K catabolic processA=15, G=17 A=0.4688, G=0.5313 0.00001 173.559 32 A=9/6, G=7/10

chr12:125437160 A/A G A SNV DHX37 DHX37:intronic:NM_032656.3 1 100 intronic NM_032656.3c.2696-44C>Tp.? -0.17 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs74403469 0.0384 YES 5.168E-2 (pos.125437160) DEAH box polypeptide 37ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,cytoplasm,helicase activity,nucleic acid binding,nucleolus,nucleoplasm,rRNA processingG=0, A=55 G=0.0, A=1.0 0.00001 814.563 55 G=0/0, A=21/34

chr12:125438414 G/G A G SNV DHX37 DHX37:intronic:NM_032656.3 1 100 intronic NM_032656.3c.2695+12T>Cp.? -1.04 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs12367953 0.4588 YES 8.41E-1 (pos.125438414) DEAH box polypeptide 37ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,cytoplasm,helicase activity,nucleic acid binding,nucleolus,nucleoplasm,rRNA processingA=0, G=39 A=0.0, G=1.0 0.00001 623.943 39 A=0/0, G=26/13

chr19:16034714 A/G A G SNV CYP4F11 CYP4F11:exonic:NM_001128932.1 1 51.85 7 missense NM_001128932.1c.826T>C p.Cys276Arg -0.38 1 180 0 0(COSM4131344)Cytochrome P450rs8104361 0.1962 YES 9.92E-1 (pos.16034714) neoplasm Cytochrome P450, family 4, subfamily F, polypeptide 11blood coagulation,endoplasmic reticulum membrane,fatty acid binding,fatty acid metabolic process,heme binding,inflammatory response,integral component of membrane,iron ion binding,menaquinone catabolic process,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,phylloquinone catabolic process,vitamin K catabolic processA=13, G=14 A=0.4815, G=0.5185 0.00001 132.17 27 A=7/6, G=4/10

chr19:15784386 T/T C T SNV CYP4F12 CYP4F12:exonic:NM_023944.3 1 100 2 missense NM_023944.3c.47C>T p.Thr16Met 0.42 0.01 81 0.941 0.03(COSM4131333)Cytochrome P450rs16995378 0.0697 YES 1.0 (pos.15784386) neoplasm Cytochrome P450, family 4, subfamily F, polypeptide 12alkane 1-monooxygenase activity,apical plasma membrane,arachidonic acid epoxygenase activity,arachidonic acid metabolic process,aromatase activity,cytoplasm,drug metabolic process,endoplasmic reticulum membrane,epoxygenase P450 pathway,heme binding,integral component of membrane,intracellular membrane-bounded organelle,iron ion binding,leukotriene B4 catabolic process,leukotriene-B4 20-monooxygenase activity,long-chain fatty acid metabolic process,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen binding,pressure natriuresis,renal water homeostasis,sodium ion homeostasis,very long-chain fatty acid metabolic process,vitamin E metabolic processNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesFingolimod C=0, T=45 C=0.0, T=1.0 0.00001 747.385 45 C=0/0, T=20/25

chr12:125438549 G/G A G SNV DHX37 DHX37:intronic:NM_032656.3 1 100 intronic NM_032656.3c.2579-7T>Cp.? -0.19 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs4606565 0.4208 YES 8.449E-1 (pos.125438549) DEAH box polypeptide 37ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,cytoplasm,helicase activity,nucleic acid binding,nucleolus,nucleoplasm,rRNA processingA=0, G=35 A=0.0, G=1.0 0.00001 534.442 35 A=0/0, G=19/16

chr12:125451767 A/A G A SNV DHX37 DHX37:intronic:NM_032656.3 1 100 intronic NM_032656.3c.1409-3C>Tp.? 4.59 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs60252902 0.1042 YES 1.333E-1 (pos.125451767) DEAH box polypeptide 37ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,cytoplasm,helicase activity,nucleic acid binding,nucleolus,nucleoplasm,rRNA processingG=0, A=27 G=0.0, A=1.0 0.00001 389.986 27 G=0/0, A=5/22

chr12:125453542 T/T G T SNV DHX37 DHX37:intronic:NM_032656.3 1 100 intronic NM_032656.3c.1192-28C>Ap.? -0.48 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs11614657 0.129 YES 2.006E-1 (pos.125453542) DEAH box polypeptide 37ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,cytoplasm,helicase activity,nucleic acid binding,nucleolus,nucleoplasm,rRNA processingG=0, T=20 G=0.0, T=1.0 0.00001 263.784 20 G=0/0, T=16/4

chr19:15807305 T/C T C SNV CYP4F12 CYP4F12:exonic:NM_023944.3 1 51.85 12 synonymous NM_023944.3c.1380T>C p.(=) -0.17 0.02(COSM3756401)Cytochrome P450rs688755 0.2462 YES 2.081E-2 (pos.15807305) adenocarcinoma,ductal_carcinomaCytochrome P450, family 4, subfamily F, polypeptide 12alkane 1-monooxygenase activity,apical plasma membrane,arachidonic acid epoxygenase activity,arachidonic acid metabolic process,aromatase activity,cytoplasm,drug metabolic process,endoplasmic reticulum membrane,epoxygenase P450 pathway,heme binding,integral component of membrane,intracellular membrane-bounded organelle,iron ion binding,leukotriene B4 catabolic process,leukotriene-B4 20-monooxygenase activity,long-chain fatty acid metabolic process,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen binding,pressure natriuresis,renal water homeostasis,sodium ion homeostasis,very long-chain fatty acid metabolic process,vitamin E metabolic processNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesFingolimod T=13, C=14 T=0.4815, C=0.5185 0.00001 125.583 27 T=9/4, C=7/7

chr12:126003799 T/C T C SNV TMEM132B TMEM132B:intronic:NM_052907.3 1 45.45 intronic NM_052907.3c.1092-186T>Cp.? -0.8 Mature oligodendrocyte transmembrane protein, TMEM132D, C-term,Mature oligodendrocyte transmembrane protein, TMEM132D, N-term,Transmembrane protein family 132rs2254785,rs386767400,rs879627880YES biological_process,cellular_component,integral component of membrane,molecular_functionMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasT=30, C=25 T=0.5455, C=0.4545 0.00001 232.566 55 T=22/8, C=14/11

chr19:15793235 T/C T C SNV CYP4F12 CYP4F12:exonic:NM_023944.3 1 45.83 6 missense NM_023944.3c.562T>C p.Cys188Arg 0.3 1 180 0 0(COSM3756400)Cytochrome P450rs2285888 0.4659 YES 7.201E-1 (pos.15793235) adenocarcinoma,carcinoma,neoplasm,osteosarcomaCytochrome P450, family 4, subfamily F, polypeptide 12alkane 1-monooxygenase activity,apical plasma membrane,arachidonic acid epoxygenase activity,arachidonic acid metabolic process,aromatase activity,cytoplasm,drug metabolic process,endoplasmic reticulum membrane,epoxygenase P450 pathway,heme binding,integral component of membrane,intracellular membrane-bounded organelle,iron ion binding,leukotriene B4 catabolic process,leukotriene-B4 20-monooxygenase activity,long-chain fatty acid metabolic process,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen binding,pressure natriuresis,renal water homeostasis,sodium ion homeostasis,very long-chain fatty acid metabolic process,vitamin E metabolic processNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesFingolimod T=13, C=11 T=0.5417, C=0.4583 0.00001 93.4398 24 T=6/7, C=5/6

chr19:15763721 A/A G A SNV CYP4F3 CYP4F3:exonic:NM_001199209.1 1 100 9 synonymous NM_001199209.1c.1074G>A p.(=) 0.53 0.21(COSM148525),0.21(COSM3756398)Cytochrome P450rs1805042 0.3542 YES 6.456E-1 (pos.15763721) adenocarcinomaCytochrome P450, subfamily IVF, polypeptide 320-aldehyde-leukotriene B4 20-monooxygenase activity,20-hydroxy-leukotriene B4 omega oxidase activity,alpha-tocopherol omega-hydroxylase activity,endoplasmic reticulum membrane,heme binding,icosanoid metabolic process,integral component of membrane,iron ion binding,leukotriene B4 catabolic process,leukotriene metabolic process,leukotriene-B4 20-monooxygenase activity,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen bindingG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=9/17

chr19:15730498 GC/GC G GC INDEL CYP4F8 CYP4F8:exonic:NM_007253.3 1 100 5 unknown NM_007253.3 2.81 0.83(COSM4278947)Cytochrome P450rs55848814 4.00E-04 YES 1.0 (pos.15730498) small_cell_carcinomaCytochrome P450, family 4, subfamily F, polypeptide 8alkane 1-monooxygenase activity,aromatase activity,endoplasmic reticulum membrane,heme binding,icosanoid metabolic process,integral component of membrane,iron ion binding,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen binding,prostaglandin metabolic processG=0, GC=57 G=0.0, GC=1.0 0.00001 842.895 57 G=0/0, GC=16/41

chr4:187122319 T/G T G SNV CYP4V2 CYP4V2:exonic:NM_207352.3 1 52.38 7 synonymous NM_207352.3c.810T>G p.(=) -0.5 0.14(COSM149773)Cytochrome P450rs207482233,rs3736455,rs5569300610.3492 YES 2.313E-3;0.0;0.0 (pos.187122318),3.968E-1;0.0 (pos.187122319)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmCytochrome P450, family 4, subfamily V, polypeptide 2endoplasmic reticulum membrane,fatty acid omega-oxidation,heme binding,integral component of membrane,iron ion binding,monooxygenase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,response to stimulus,retinoid metabolic process,sterol metabolic process,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal DiseasesBenign T=10, G=11 T=0.4762, G=0.5238 0.00001 95.3002 21 T=4/6, G=4/7

chr12:129299675 C/G C G SNV SLC15A4 SLC15A4:intronic:NM_145648.3 1 56.36 intronic NM_145648.3c.547-60G>Cp.? -0.79 Major Facilitator Superfamily,POT familyrs2306683 YES Solute carrier family 15 (oligopeptide transporter), member 4integral component of membrane,ion transport,lysosomal membrane,neutrophil degranulation,oligopeptide transport,peptide:proton symporter activity,plasma membrane,protein binding,protein transport,proton transport,specific granule membrane,transmembrane transport,transporter activityAutoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesC=24, G=31 C=0.4364, G=0.5636 0.00001 319.019 55 C=9/15, G=13/18

chr7:91743150 A/G A G SNV CYP51A1 CYP51A1:exonic:NM_000786.3 1 45.45 10 synonymous NM_000786.3c.1359T>C p.(=) 3.13 0.89(COSM4415978)Cytochrome P450rs7797834 0.4015 YES 1.758E-1 (pos.91743150) acute_myeloid_leukaemiaCytochrome P450, family 51, subfamily A, polypeptide 1 (lanosterol 14-alpha-demethylase)cholesterol biosynthetic process,cholesterol biosynthetic process via 24,25-dihydrolanosterol,demethylation,endoplasmic reticulum,endoplasmic reticulum membrane,heme binding,integral component of membrane,iron ion binding,membrane,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,plasma membrane,regulation of cholesterol biosynthetic process,steroid biosynthetic process,sterol 14-demethylase activity,sterol metabolic process1-(2S)-2-(4-CHLOROBENZYL)OXY-2-(2,4-DICHLOROPHENYL)ETHYL-1H-IMIDAZOLE,Itraconazole,Ketoconazole,Metronidazole,Rifampicin,Sertaconazole,TioconazoleA=18, G=15 A=0.5455, G=0.4545 0.00001 143.145 33 A=10/8, G=12/3

chr12:130847389 G/G A G SNV PIWIL1 PIWIL1:intronic:NM_004764.4 1 100 intronic NM_004764.4c.2041+8A>Gp.? -1.57 0.01(COSM4415432)Argonaute linker 1 domain,GAGE protein,PAZ domain,Piwi domainrs2242363 0.3172 YES 3.648E-1 (pos.130847389)acute_myeloid_leukaemiaPiwi, Drosophila, homolog ofP granule,RNA phosphodiester bond hydrolysis, endonucleolytic,chromatoid body,cytoplasm,dense body,endoribonuclease activity,gene silencing by RNA,mRNA binding,mRNA cap binding complex,meiotic cell cycle,metal ion binding,multicellular organism development,negative regulation of transposition,nucleus,piRNA binding,piRNA metabolic process,polysome,protein binding,protein kinase binding,regulation of translation,single-stranded RNA binding,spermatid development,spermatogenesis,spermatogenesis, exchange of chromosomal proteinsMental Disorders;Substance-Related DisordersA=0, G=76 A=0.0, G=1.0 0.00001 1209.58 76 A=0/0, G=31/45

chr3:42917047 G/G A G SNV CYP8B1 CYP8B1:exonic:NM_004391.2 1 100 1 missense NM_004391.2c.262T>C p.Ser88Pro 0.81 74 Cytochrome P450rs9865715 6.00E-04 1.0;0.0 (pos.42917047) Cytochrome P450, subfamily VIIIB, polypeptide 17alpha-hydroxycholest-4-en-3-one 12alpha-hydroxylase activity,bile acid biosynthetic process,endoplasmic reticulum membrane,heme binding,integral component of membrane,iron ion binding,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen binding,sterol 12-alpha-hydroxylase activity,sterol metabolic processBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Digestive System Diseases;Drug-Induced Liver Injury;Liver Diseases;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesA=0, G=23 A=0.0, G=1.0 0.00001 316.748 23 A=0/0, G=20/3

chr22:37699377 T/C T C SNV CYTH4 CYTH4:exonic:NM_013385.4 1 50 8 synonymous NM_013385.4c.630T>C p.(=) -2.13 0.05(COSM3766711)PH domain,Sec7 domainrs2239822 0.3792 YES 7.015E-1 (pos.37699377) carcinoma,hepatocellular_carcinomaCytohesin 4 ARF guanyl-nucleotide exchange factor activity,Golgi membrane,cytosol,lipid binding,plasma membrane,regulation of ARF protein signal transduction,regulation of molecular functionT=15, C=15 T=0.5, C=0.5 0.00001 144.939 30 T=11/4, C=11/4

chr4:5021021 A/A G A SNV CYTL1 CYTL1:exonic:NM_018659.2 1 100 1 missense NM_018659.2c.152C>T p.Ser51Leu -0.7 0.03 145 0.067 0.01(COSM1753763)Cytokine-like protein 1rs35755546 0.022 YES 0.0 (pos.5021021) carcinoma,transitional_cell_carcinomaCytokine-like protein 1cartilage homeostasis,chondrocyte differentiation,chondroitin sulfate proteoglycan biosynthetic process,extracellular space,inner ear development,positive regulation of DNA binding transcription factor activity,positive regulation of transcription from RNA polymerase II promoter,receptor binding,signal transductionG=0, A=27 G=0.0, A=1.0 0.00001 389.969 27 G=0/0, A=24/3

chr12:131471608 C/C T C SNV ADGRD1 ADGRD1:intronic:NM_198827.4 1 100 intronic NM_198827.4c.491-32T>Cp.? -0.08 7 transmembrane receptor (Secretin family),Concanavalin A-like lectin/glucanases superfamily,GPCR proteolysis site, GPS, motif,Slime mold cyclic AMP receptorrs1547577 0.0047 YES 9.966E-1 (pos.131471608) Adhesion G protein-coupled receptor D1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membrane,intracellular,plasma membrane,positive regulation of adenylate cyclase activity involved in G-protein coupled receptor signaling pathwayT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=17/17

chr14:23044002 T/T G T SNV DAD1 DAD1:utr_3:NM_001344.3 1 100 2 utr_3 NM_001344.3c.343C>A p.? -0.05 DAD family rs386775535,rs7621 0.2938 YES 7.831E-1;0.0 (pos.23044002) Defender against cell death 1apoptotic process,blastocyst development,dolichyl-diphosphooligosaccharide-protein glycotransferase activity,endoplasmic reticulum membrane,extracellular exosome,integral component of membrane,membrane,negative regulation of apoptotic process,oligosaccharyl transferase activity,oligosaccharyltransferase complex,protein N-linked glycosylation,protein N-linked glycosylation via asparagine,protein glycosylation,response to drug,response to nutrientG=0, T=61 G=0.0, T=1.0 0.00001 921.822 61 G=0/0, T=26/35

chr3:49548008 G/G C G SNV DAG1 DAG1:exonic:NM_001177639.2 1 100 2 missense NM_001177639.2c.41C>G p.Ser14Trp 2.07 0.8 177 0 Dystroglycan (Dystrophin-associated glycoprotein 1)rs2131107 5.00E-04 1.0 (pos.49548008) Dystrophin-associated glycoprotein-1Golgi lumen,NLS-bearing protein import into nucleus,SH2 domain binding,actin binding,aging,alpha-actinin binding,angiogenesis involved in wound healing,axon regeneration,basement membrane,basement membrane organization,basolateral plasma membrane,branching involved in salivary gland morphogenesis,calcium ion binding,calcium-dependent cell-matrix adhesion,cell-cell adherens junction,cellular response to cholesterol,cellular response to mechanical stimulus,commissural neuron axon guidance,contractile ring,costamere,cytoplasm,cytoskeletal anchoring at plasma membrane,cytoskeleton,cytosol,dystroglycan binding,dystroglycan complex,dystrophin-associated glycoprotein complex,endoplasmic reticulum lumen,epithelial tube branching involved in lung morphogenesis,external side of plasma membrane,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,filopodium,focal adhesion,integral component of membrane,lamellipodium,laminin-1 binding,membrane,membrane protCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Lissencephaly;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Walker-Warburg SyndromeBenign C=0, G=71 C=0.0, G=1.0 0.00001 1106.17 71 C=0/0, G=51/20

chr3:49570200 T/T C T SNV DAG1 DAG1:exonic:NM_001177639.2 1 100 3 synonymous NM_001177639.2c.2256C>T p.(=) 1.75 Dystroglycan (Dystrophin-associated glycoprotein 1)rs1801143 0.3138 YES 5.919E-2 (pos.49570200) Dystrophin-associated glycoprotein-1Golgi lumen,NLS-bearing protein import into nucleus,SH2 domain binding,actin binding,aging,alpha-actinin binding,angiogenesis involved in wound healing,axon regeneration,basement membrane,basement membrane organization,basolateral plasma membrane,branching involved in salivary gland morphogenesis,calcium ion binding,calcium-dependent cell-matrix adhesion,cell-cell adherens junction,cellular response to cholesterol,cellular response to mechanical stimulus,commissural neuron axon guidance,contractile ring,costamere,cytoplasm,cytoskeletal anchoring at plasma membrane,cytoskeleton,cytosol,dystroglycan binding,dystroglycan complex,dystrophin-associated glycoprotein complex,endoplasmic reticulum lumen,epithelial tube branching involved in lung morphogenesis,external side of plasma membrane,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,filopodium,focal adhesion,integral component of membrane,lamellipodium,laminin-1 binding,membrane,membrane protCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Lissencephaly;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Walker-Warburg SyndromeBenign/Likely benignC=0, T=63 C=0.0, T=1.0 0.00001 958.599 63 C=0/0, T=23/40

chr3:49053219 G/G A G SNV

DALRD3,WD

R6 DALRD3:intronic:NM_001009996.2, WDR6:utr_3:NM_018031.4 1
100

6 utr_3 NM_018031.4, NM_001009996.2c.3954A>G, c.1512+18T>Cp.?, p.? -5.62 DALR anticodon binding domain,WD domain, G-beta repeatrs7100 0.2421 YES 9.999E-1 (pos.49053219) WD repeat-containing protein 6ATP binding,COP9 signalosome,RNA binding,arginine-tRNA ligase activity,arginyl-tRNA aminoacylation,cell cycle arrest,cytoplasm,cytosol,insulin receptor substrate binding,negative regulation of autophagy,negative regulation of cell proliferation,plasma membrane,protein binding,protein complexA=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=13/13

chr9:90265015 T/T C T SNV DAPK1 DAPK1:exonic:NM_004938.3 1 100 16 synonymous NM_004938.3c.1608C>T p.(=) 0.66 0.83(COSM1636274),0.83(COSM1636275)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinase,RIO1 familyrs3818584 0.3793 YES 6.017E-1 (pos.90265015) carcinoma Death-associated protein kinase-1ATP binding,GTP binding,actin cytoskeleton,apoptotic process,apoptotic signaling pathway,calmodulin binding,calmodulin-dependent protein kinase activity,cellular response to hydroperoxide,cellular response to interferon-gamma,cytoplasm,extrinsic apoptotic signaling pathway via death domain receptors,identical protein binding,intracellular signal transduction,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of translation,plasma membrane,positive regulation of autophagy,positive regulation of cysteine-type endopeptidase activity involved in apoptotic process,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of NMDA receptor activity,regulation of apoptotic process,regulation of autophagy,syntaxin-1 bindingAdenocarcinoma;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Bone Marrow Diseases;Brain Diseases;Brain Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Carcinoma, Renal Cell;Carcinoma, Transitional Cell;Central Nervous System Diseases;Central Nervous System Neoplasms;Conjunctival Diseases;Connective Tissue Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Head and Neck Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Joint Diseases;Kidney Diseases;Kidney Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Diseases;Myelodysplastic Syndromes;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Second Primary;Neoplastic Processes;Nervous System Diseases;Nervous System Neop5,6-Dihydro-BenzoHCinnolin-3-Ylamine,6-(3-AMINOPROPYL)-4,9-DIMETHYLPYRROLO3,4-CCARBAZOLE-1,3(2H,6H)-DIONE,Phosphoaminophosphonic Acid-Adenylate EsterC=0, T=30 C=0.0, T=1.0 0.00001 446.639 30 C=0/0, T=6/24

chr12:132414769 T/T G T SNV PUS1 PUS1:intronic:NM_025215.5 1 100 intronic NM_025215.5c.303+89G>Tp.? -0.43 tRNA pseudouridine synthasers10902480 YES Pseudourine synthase 1RNA binding,mRNA pseudouridine synthesis,mitochondrial matrix,mitochondrial tRNA pseudouridine synthesis,mitochondrion,nucleus,pseudouridine synthase activity,pseudouridine synthesis,pseudouridylate synthase activity,tRNA processing,tRNA pseudouridine synthesisBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Small Vessel Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;MELAS Syndrome;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Mitochondrial Encephalomyopathies;Mitochondrial Myopathies;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Stomach Diseases;Stomach Neoplasms;Vascular DiseasesG=0, T=58 G=0.0, T=1.0 0.00001 866.818 58 G=0/0, T=17/41

chr12:132635521 C/C T C SNV NOC4L NOC4L:intronic:NM_024078.2 1 100 intronic NM_024078.2c.902-5T>C p.? -0.03 0.09(COSM3765641)CBF/Mak21 familyrs7397057,rs762464406,rs7772590810.2935 YES 0.0;0.0 (pos.132635520),5.027E-1;0.0;0.0 (pos.132635521)carcinoma,hepatocellular_carcinomaNucleolar complex-associated protein 4, S. cerevisiae, homolog ofNoc4p-Nop14p complex,RNA binding,integral component of membrane,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),nuclear membrane,nucleolus,nucleoplasm,nucleus,protein binding,rRNA processing,ribosome biogenesis,small-subunit processomeT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=6/15

chr12:133196773 T/G T G SNV P2RX2 P2RX2:intronic:NM_170683.3 1 50 intronic NM_170683.3c.555-80T>Gp.? -1.15 ATP P2X receptorrs7964872 YES Purinergic receptor P2X, ligand-gated ion channel, 2ATP binding,apical plasma membrane,behavioral response to pain,blood coagulation,cation transmembrane transport,detection of hypoxic conditions in blood by carotid body chemoreceptor signaling,excitatory postsynaptic potential,extracellularly ATP-gated cation channel activity,identical protein binding,integral component of nuclear inner membrane,integral component of plasma membrane,ligand-gated ion channel activity,neuromuscular junction development,neuromuscular synaptic transmission,peristalsis,plasma membrane,positive regulation of calcium ion transport into cytosol,positive regulation of calcium-mediated signaling,postsynapse,protein homooligomerization,purinergic nucleotide receptor activity,purinergic nucleotide receptor signaling pathway,receptor complex,response to ATP,response to carbohydrate,response to hypoxia,sensory perception of sound,sensory perception of taste,skeletal muscle fiber development,urinary bladder smooth muscle contractionBrain Diseases;Central Nervous System Diseases;Ear Diseases;Epilepsy;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hyperalgesia;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation Disorders;Somatosensory DisordersT=27, G=27 T=0.5, G=0.5 0.00001 262.28 54 T=18/9, G=20/7

chr12:133210985 C/T C T SNV POLE POLE:intronic:NM_006231.3 1 50 intronic NM_006231.3c.5812-21G>Ap.? -0.26 DNA polymerase family B,DNA polymerase family B, exonuclease domain,Domain of unknown function (DUF1744),Predicted 3'-5' exonuclease related to the exonuclease domain of PolB,RNase_H superfamilyrs5745005 0.4152 YES 8.129E-1 (pos.133210985) 3'-5' exonuclease activity,4 iron, 4 sulfur cluster binding,DNA binding,DNA biosynthetic process,DNA repair,DNA replication,DNA replication initiation,DNA replication proofreading,DNA synthesis involved in DNA repair,DNA-directed DNA polymerase activity,G1/S transition of mitotic cell cycle,base-excision repair, gap-filling,chromatin binding,embryonic organ development,epsilon DNA polymerase complex,leading strand elongation,nucleic acid phosphodiester bond hydrolysis,nucleoplasm,nucleotide binding,nucleotide-excision repair, DNA gap filling,nucleus,plasma membrane,protein binding,single-stranded DNA 3'-5' exodeoxyribonuclease activity,telomere maintenance via semi-conservative replication,zinc ion bindingColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesCladribine C=19, T=19 C=0.5, T=0.5 0.00001 199.911 38 C=13/6, T=10/9

chr2:159660870 C/T C T SNV DAPL1 DAPL1:exonic:NM_001017920.2 1 50 2 synonymous NM_001017920.2c.135C>T p.(=) -0.28 Death-associated proteinrs17810398 0.1343 YES 7.817E-4;0.0 (pos.159660870) G-protein coupled receptor signaling pathway,apoptotic signaling pathway,cell differentiation,cellular response to amino acid starvation,death domain binding,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,negative regulation of autophagy,olfactory receptor activityNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionC=61, T=61 C=0.5, T=0.5 0.00001 626.471 122 C=30/31, T=23/38

chr12:133349893 G/G A G SNV GOLGA3 GOLGA3:intronic:NM_005895.3 1 100 intronic NM_005895.3c.4308-13T>Cp.? 0.43 rs3741484,rs759668837 0.0684 YES 5.317E-1;0.0 (pos.133349893) Golgi autoantigen, golgin subfamily A, 3Golgi apparatus,Golgi cisterna membrane,Golgi membrane,Golgi transport complex,cadherin binding,cytosol,extrinsic component of Golgi membrane,intra-Golgi vesicle-mediated transport,membrane,nucleolus,nucleoplasm,nucleus,protein binding,spermatogenesis,transporter activityA=0, G=50 A=0.0, G=1.0 0.00001 852.711 50 A=0/0, G=31/19

chr12:51636259 T/T C T SNV DAZAP2 DAZAP2:exonic:NM_001136266.1 1 100 4 synonymous NM_001136266.1c.447C>T p.(=) 0.74 DAZ associated protein 2 (DAZAP2)rs1049467 0.2317 YES 8.91E-1 (pos.51636259) WW domain binding,cytoplasm,identical protein binding,nuclear speck,protein binding,protein complexC=0, T=32 C=0.0, T=1.0 0.00001 485.141 32 C=0/0, T=11/21

chr12:133625276 A/T A T SNV ZNF84 ZNF84:intronic:NM_001127372.2 1 95.35 intronic NM_001127372.2c.143-63A>Tp.? -0.23 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers7314140 YES DNA binding,face morphogenesis,hemopoiesis,intracellular,kidney development,metal ion binding,multicellular organism growth,nucleic acid binding,nucleus,palate development,platelet-derived growth factor receptor signaling pathway,post-embryonic development,regulation of transcription, DNA-templated,skeletal system morphogenesis,smooth muscle cell migration,smooth muscle tissue development,transcription, DNA-templated,vasculogenesis,zinc ion bindingA=2, T=41 A=0.0465, T=0.9535 0.00001 643.453 43 A=0/2, T=21/20

chr17:42786170 G/A G A SNV DBF4B DBF4B:utr_5:NM_145663.2 1 97.06 1 utr_5 NM_145663.2c.-19G>A p.? 0.12 DBF zinc fingerrs115803922 0.0343 YES 0.0 (pos.42786170) DBF4, S. cerevisiae, homolog of, Bactivation of protein kinase activity,aggresome,cell cycle,cytoplasm,intracellular membrane-bounded organelle,nuclear chromatin,nucleic acid binding,nucleoplasm,nucleus,positive regulation of G2/M transition of mitotic cell cycle,positive regulation of cell proliferation,positive regulation of nuclear cell cycle DNA replication,protein binding,protein kinase activator activity,protein kinase binding,zinc ion bindingG=1, A=33 G=0.0294, A=0.9706 0.00001 492.96 34 G=0/1, A=31/2

chr12:13366599 C/T C T SNV EMP1 EMP1:intronic:NM_001423.2 1 54.46 intronic NM_001423.2c.176-16C>Tp.? -0.83 PMP-22/EMP/MP20/Claudin familyrs2277395 0.2043 YES 1.444E-1 (pos.13366599) Epithelial membrane protein-1bleb assembly,cell death,cell growth,cell proliferation,epidermis development,integral component of membrane,membrane,multicellular organism development,plasma membrane,protein bindingAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Pregnancy Complications;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=143, T=171C=0.4554, T=0.5446 0.00001 1924.94 314 C=80/63, T=81/90

chr12:133795960 G/G A G SNV ANHX ANHX:intronic:NM_001191054.1 1 100 intronic NM_001191054.1c.969-7T>C p.? -0.13 Homeobox KN domain,Homeobox domain,Transcriptional regulator, SIX1, N-terminal SD domainrs36140725 YES 7.819E-1 (pos.133795960) nucleus,regulation of transcription, DNA-templated,sequence-specific DNA bindingA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=13/8

chr12:13720272 G/G A G SNV GRIN2B GRIN2B:intronic:NM_000834.4 1 100 intronic NM_000834.4c.2360-75T>Cp.? 0.19 Bacterial extracellular solute-binding proteins, family 3,Ligand-gated ion channel,Ligated ion channel L-glutamate- and glycine-binding site,N-methyl D-aspartate receptor 2B3 C-terminus,Receptor family ligand binding regionrs4764010 YES Glutamate receptor, ionotropic, N-methyl D-aspartate 2BMAPK cascade,NMDA glutamate receptor activity,NMDA selective glutamate receptor complex,Ras guanyl-nucleotide exchange factor activity,calcium ion transmembrane import into cytosol,calcium-mediated signaling,cell junction,cell surface,chemical synaptic transmission,ephrin receptor signaling pathway,excitatory postsynaptic potential,extracellularly glutamate-gated ion channel activity,glutamate binding,glutamate receptor signaling pathway,glutamate-gated calcium ion channel activity,glycine binding,integral component of plasma membrane,intracellular,ionotropic glutamate receptor signaling pathway,learning or memory,neuron projection,plasma membrane,postsynaptic density,postsynaptic membrane,protein binding,protein heterotetramerization,regulation of ion transmembrane transport,regulation of molecular function,response to ethanol,transport,zinc ion bindingBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Epilepsy;Epilepsy, Generalized;Glucose Metabolism Disorders;Hyperalgesia;Hypotension;Intellectual Disability;Mental Disorders;Metabolic Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Somatosensory Disorders;Spasms, Infantile;Vascular DiseasesAcamprosate,Acetylcysteine,Atomoxetine,Felbamate,Gabapentin,Gavestinel,Glutamic Acid,Haloperidol,Ifenprodil,Ketobemidone,Magnesium acetate tetrahydrate,Magnesium carbonate,Memantine,Milnacipran,Pentobarbital,Pethidine,Phenobarbital,Prasterone,Secobarbital,TenocyclidineA=0, G=25 A=0.0, G=1.0 0.00001 352.877 25 A=0/0, G=6/19

chr9:136505114 G/G A G SNV DBH DBH:exonic:NM_000787.3 1 100 2 synonymous NM_000787.3c.486A>G p.(=) 7.4 0.11(COSM1460845)Copper type II ascorbate-dependent monooxygenase, C-terminal domain,Copper type II ascorbate-dependent monooxygenase, N-terminal domain,DOMON domainrs1108580 0.4664 YES 1.283E-1 (pos.136505114)adenocarcinoma,carcinoma,neoplasmDopamine-beta-hydroxylaseL-ascorbic acid binding,behavioral response to ethanol,blood vessel remodeling,catalytic activity,catecholamine biosynthetic process,chemical synaptic transmission,chromaffin granule lumen,chromaffin granule membrane,copper ion binding,cytokine production,cytoplasm,dopamine beta-monooxygenase activity,dopamine catabolic process,extracellular region,extracellular space,fear response,glucose homeostasis,homoiothermy,integral component of membrane,intracellular membrane-bounded organelle,leukocyte mediated immunity,leukocyte migration,locomotory behavior,maternal behavior,membrane,memory,norepinephrine biosynthetic process,octopamine biosynthetic process,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced ascorbate as one donor, and incorporation of one atom of oxygen,positive regulation of vasoconstriction,regulation of cell proliferation,regulation of extrinsic apoptotic signaling pathway,response to amphetamine,response to Autonomic Nervous System Diseases;Cardiovascular Diseases;Digestive System Diseases;Liver Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neuroblastoma;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, Peripheral;Neuroendocrine Tumors;Neuromuscular Diseases;Paraganglioma;Paranoid Disorders;Peripheral Nervous System Diseases;Pheochromocytoma;Schizophrenia Spectrum and Other Psychotic Disorders;Vascular DiseasesCapsaicin,Copper,Corticorelin,Disulfiram,Dopamine,Propylthiouracil,Vitamin CBenign A=0, G=47 A=0.0, G=1.0 0.00001 785.808 47 A=0/0, G=22/25

chr5:176894756 T/T C T SNV DBN1 DBN1:exonic:NM_004395.3 1 100 4 synonymous NM_004395.3c.318G>A p.(=) -2 0.06(COSM1754210),0.06(COSM1754211)Cofilin/tropomyosin-type actin-binding proteinrs2545794 0.4748 YES 2.514E-1 (pos.176894756)neoplasm,transitional_cell_carcinomaDrebrin-1 actin binding,actin cytoskeleton,actin filament organization,actomyosin,cadherin binding,cell communication by chemical coupling,cell communication by electrical coupling,cortical cytoskeleton,cytoplasm,dendrite,gap junction,growth cone,intracellular,maintenance of protein location in cell,neural precursor cell proliferation,plasma membrane,profilin binding,protein binding,regulation of dendrite development,regulation of neuronal synaptic plasticityBrain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System DiseasesC=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=9/16

chr3:137881265 A/A T A SNV DBR1 DBR1:exonic:NM_016216.3 1 100 8 synonymous NM_016216.3c.1101A>T p.(=) -0.54 Calcineurin-like phosphoesterase,Lariat debranching enzyme, C-terminal domainrs3732839 0.31 YES 5.929E-1 (pos.137881265) Debranching enzyme 1, S. cerevisiae, homolog ofRNA binding,RNA lariat debranching enzyme activity,RNA phosphodiester bond hydrolysis, endonucleolytic,RNA splicing, via transesterification reactions,hydrolase activity,mRNA splicing, via spliceosome,metal ion binding,nucleusAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesT=0, A=71 T=0.0, A=1.0 0.00001 1111.48 71 T=0/0, A=37/34

chr12:45410075 G/G A G SNV DBX2 DBX2:exonic:NM_001004329.2 1 100 4 synonymous NM_001004329.2c.1014T>C p.(=) -1.95 Homeobox domainrs1224442 0.4074 YES 8.142E-1 (pos.45410075) nucleus,regulation of transcription, DNA-templated,sequence-specific DNA bindingA=0, G=21 A=0.0, G=1.0 0.00001 280.94 21 A=0/0, G=9/12

chr12:15273932 T/T C T SNV RERG RERG:intronic:NM_032918.2 1 100 intronic NM_032918.2c.118+65G>Ap.? -0.71 50S ribosome-binding GTPase,ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinasers2247574 0.3369 YES Ras-like and estrogen-regulated growth inhibitorGDP binding,GTP binding,GTPase activity,cytosol,estrogen receptor binding,membrane,negative regulation of cell growth,negative regulation of cell proliferation,nucleus,response to hormone,signal transduction,small GTPase mediated signal transductionC=0, T=71 C=0.0, T=1.0 0.00001 1111.48 71 C=0/0, T=39/32

chr12:15273957 G/G A G SNV RERG RERG:intronic:NM_032918.2 1 100 intronic NM_032918.2c.118+40T>Cp.? 0.38 50S ribosome-binding GTPase,ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinasers2247568 0.3399 YES 5.756E-1 (pos.15273957) Ras-like and estrogen-regulated growth inhibitorGDP binding,GTP binding,GTPase activity,cytosol,estrogen receptor binding,membrane,negative regulation of cell growth,negative regulation of cell proliferation,nucleus,response to hormone,signal transduction,small GTPase mediated signal transductionA=0, G=70 A=0.0, G=1.0 0.00001 1092.09 70 A=0/0, G=37/33

chr12:15652220 G/G A G SNV PTPRO PTPRO:intronic:NM_030667.2 1 100 intronic NM_030667.2c.509-156A>Gp.? 0.04 Fibronectin type III domain,Protein-tyrosine phosphatase,Tyrosine phosphatase familyrs2193165 YES Protein tyrosine phosphatase, receptor type, OWnt-protein binding,apical plasma membrane,axon,axon guidance,cell morphogenesis,dendritic spine,extracellular exosome,glomerular visceral epithelial cell differentiation,glomerulus development,growth cone,integral component of membrane,integral component of plasma membrane,lamellipodium,lamellipodium assembly,lateral plasma membrane,monocyte chemotaxis,negative regulation of canonical Wnt signaling pathway,negative regulation of cell-substrate adhesion,negative regulation of glomerular filtration,negative regulation of neuron projection development,negative regulation of retinal ganglion cell axon guidance,neuron projection,peptidyl-tyrosine dephosphorylation,phosphatase activity,plasma membrane,protein binding,protein dephosphorylation,protein homodimerization activity,protein tyrosine phosphatase activity,regulation of glomerular filtration,slit diaphragm assembly,transmembrane receptor protein tyrosine phosphatase activityDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasA=0, G=25 A=0.0, G=1.0 0.00001 352.982 25 A=0/0, G=9/16

chr12:15652330 C/C T C SNV PTPRO PTPRO:intronic:NM_030667.2 1 100 intronic NM_030667.2c.509-46T>Cp.? -0.07 Fibronectin type III domain,Protein-tyrosine phosphatase,Tyrosine phosphatase familyrs4764197 0.033 YES 8.658E-1 (pos.15652330) Protein tyrosine phosphatase, receptor type, OWnt-protein binding,apical plasma membrane,axon,axon guidance,cell morphogenesis,dendritic spine,extracellular exosome,glomerular visceral epithelial cell differentiation,glomerulus development,growth cone,integral component of membrane,integral component of plasma membrane,lamellipodium,lamellipodium assembly,lateral plasma membrane,monocyte chemotaxis,negative regulation of canonical Wnt signaling pathway,negative regulation of cell-substrate adhesion,negative regulation of glomerular filtration,negative regulation of neuron projection development,negative regulation of retinal ganglion cell axon guidance,neuron projection,peptidyl-tyrosine dephosphorylation,phosphatase activity,plasma membrane,protein binding,protein dephosphorylation,protein homodimerization activity,protein tyrosine phosphatase activity,regulation of glomerular filtration,slit diaphragm assembly,transmembrane receptor protein tyrosine phosphatase activityDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasT=0, C=33 T=0.0, C=1.0 0.00001 504.598 33 T=0/0, C=8/25

chr12:15702007 C/T C T SNV PTPRO PTPRO:intronic:NM_030667.2 1 45.45 intronic NM_030667.2c.2305-21C>Tp.? -0.14 Fibronectin type III domain,Protein-tyrosine phosphatase,Tyrosine phosphatase familyrs7132826 0.2931 YES 2.91E-1 (pos.15702007) Protein tyrosine phosphatase, receptor type, OWnt-protein binding,apical plasma membrane,axon,axon guidance,cell morphogenesis,dendritic spine,extracellular exosome,glomerular visceral epithelial cell differentiation,glomerulus development,growth cone,integral component of membrane,integral component of plasma membrane,lamellipodium,lamellipodium assembly,lateral plasma membrane,monocyte chemotaxis,negative regulation of canonical Wnt signaling pathway,negative regulation of cell-substrate adhesion,negative regulation of glomerular filtration,negative regulation of neuron projection development,negative regulation of retinal ganglion cell axon guidance,neuron projection,peptidyl-tyrosine dephosphorylation,phosphatase activity,plasma membrane,protein binding,protein dephosphorylation,protein homodimerization activity,protein tyrosine phosphatase activity,regulation of glomerular filtration,slit diaphragm assembly,transmembrane receptor protein tyrosine phosphatase activityDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasC=12, T=10 C=0.5455, T=0.4545 0.00001 81.7626 22 C=2/10, T=1/9

chr12:15748020 T/T C T SNV PTPRO PTPRO:intronic:NM_030667.2 1 100 intronic NM_030667.2c.*3667+29C>Tp.? 0.29 Fibronectin type III domain,Protein-tyrosine phosphatase,Tyrosine phosphatase familyrs1558787 0.0043 YES 9.615E-1;0.0 (pos.15748020) Protein tyrosine phosphatase, receptor type, OWnt-protein binding,apical plasma membrane,axon,axon guidance,cell morphogenesis,dendritic spine,extracellular exosome,glomerular visceral epithelial cell differentiation,glomerulus development,growth cone,integral component of membrane,integral component of plasma membrane,lamellipodium,lamellipodium assembly,lateral plasma membrane,monocyte chemotaxis,negative regulation of canonical Wnt signaling pathway,negative regulation of cell-substrate adhesion,negative regulation of glomerular filtration,negative regulation of neuron projection development,negative regulation of retinal ganglion cell axon guidance,neuron projection,peptidyl-tyrosine dephosphorylation,phosphatase activity,plasma membrane,protein binding,protein dephosphorylation,protein homodimerization activity,protein tyrosine phosphatase activity,regulation of glomerular filtration,slit diaphragm assembly,transmembrane receptor protein tyrosine phosphatase activityDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasC=0, T=77 C=0.0, T=1.0 0.00001 1229.07 77 C=0/0, T=31/46

chr12:45417666 C/C T C SNV DBX2 DBX2:exonic:NM_001004329.2 1 100 3 missense NM_001004329.2c.511A>G p.Met171Val -0.14 1 21 0 Homeobox domainrs2731038 0.4119 YES 8.329E-1;0.0;0.0 (pos.45417666) nucleus,regulation of transcription, DNA-templated,sequence-specific DNA bindingT=0, C=32 T=0.0, C=1.0 0.00001 485.141 32 T=0/0, C=18/14

chrX:125299188 G/G T G SNV DCAF12L2 DCAF12L2:exonic:NM_001013628.2 1 100 1 synonymous NM_001013628.2c.720A>C p.(=) -1.4 0(COSM6352483),0(COSM6352484)WD domain, G-beta repeatrs12014937 0.2966 YES 5.023E-1 (pos.125299188)carcinoma T=0, G=34 T=0.0, G=1.0 0.00001 523.402 34 T=0/0, G=16/18

chrX:125299467 T/T G T SNV DCAF12L2 DCAF12L2:exonic:NM_001013628.2 1 100 1 missense NM_001013628.2c.441C>A p.His147Gln 0.74 24 0.25(COSM3759349),0.25(COSM3759350)WD domain, G-beta repeatrs10126452 0.2974 YES 5.014E-1 (pos.125299467)adenocarcinoma,carcinoma G=0, T=60 G=0.0, T=1.0 0.00001 902.708 60 G=0/0, T=15/45

chr14:73404680 A/C A C SNV DCAF4 DCAF4:utr_5:NM_001163509.1 1 52.38 2 utr_5 NM_001163509.1c.-41A>C p.? 1.83 WD domain, G-beta repeatrs3815500 0.2022 YES 4.446E-1 (pos.73404680) DDB1- and CUL4-associated factor 4Cul4-RING E3 ubiquitin ligase complex,RNA binding,RNA splicing,U5 snRNP,catalytic step 2 spliceosome,nucleoplasm,post-translational protein modification,precatalytic spliceosome,protein ubiquitinationA=10, C=11 A=0.4762, C=0.5238 0.00001 95.299 21 A=7/3, C=8/3

chr12:18641326 C/C T C SNV PIK3C2G PIK3C2G:intronic:NM_004570.5 1 100 intronic NM_004570.5c.2382-57T>Cp.? -0.05 C2 domain,PI3-kinase family, ras-binding domain,PX domain,Phosphatidylinositol 3- and 4-kinase,Phosphoinositide 3-kinase family, accessory domain (PIK domain)rs7137852 Phosphatidylinositol 3-kinase, class 2, gamma1-phosphatidylinositol-3-kinase activity,1-phosphatidylinositol-4-phosphate 3-kinase activity,ATP binding,cell migration,chemotaxis,cytoplasm,cytosol,intracellular,kinase activity,phosphatidylinositol 3-kinase complex,phosphatidylinositol 3-kinase signaling,phosphatidylinositol binding,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphate kinase activity,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-mediated signaling,plasma membrane,viral RNA genome replicationT=0, C=106 T=0.0, C=1.0 0.00001 1662.7 106 T=0/0, C=33/73

chr12:18848131 C/C T C SNV PLCZ1 PLCZ1:intronic:NM_033123.3 1 100 intronic NM_033123.3c.1292-118A>Gp.? -0.74 C2 domain,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-likers1487070 YES Phospholipase C, zeta-1calcium ion binding,calcium ion transport,cytosol,egg activation,inositol phosphate metabolic process,intracellular signal transduction,lipid catabolic process,lipid metabolic process,multicellular organism development,nucleus,perinuclear region of cytoplasm,phosphatidylinositol phospholipase C activity,phospholipase C activity,signal transducer activityT=0, C=70 T=0.0, C=1.0 0.00001 1092.08 70 T=0/0, C=29/41

chr12:1889823 A/A G A SNV ADIPOR2 ADIPOR2:intronic:NM_024551.2 1 100 intronic NM_024551.2c.650+20G>Ap.? -1.34 Haemolysin-III relatedrs767870 0.1526 YES 9.09E-1 (pos.1889823) Adiponectin receptor 2G-protein coupled receptor signaling pathway,adipokinetic hormone receptor activity,adiponectin binding,adiponectin-activated signaling pathway,fatty acid oxidation,female pregnancy,glucose homeostasis,heart development,hormone-mediated signaling pathway,identical protein binding,integral component of membrane,intrinsic component of plasma membrane,metal ion binding,negative regulation of cell growth,plasma membrane,positive regulation of glucose import,protein heterodimerization activity,regulation of fatty acid biosynthetic process,response to nutrient,vascular wound healingFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glucose Metabolism Disorders;Infertility;Infertility, Female;Metabolic Diseases;Nutritional and Metabolic DiseasesG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=10/14

chr12:1950011 AC/AC A AC INDEL CACNA2D4 CACNA2D4:intronic:NM_172364.4 1 100 intronic NM_172364.4c.2471-26T>GTp.? 2.76 Neuronal voltage-dependent calcium channel alpha 2acd,VWA N-terminal,von Willebrand factor type A domainrs58188909 0.1238 YES 9.999E-1 (pos.1950011) Calcium channel, voltage-dependent, alpha-2/delta subunit 4calcium ion transmembrane transport,cardiac conduction,detection of light stimulus involved in visual perception,metal ion binding,plasma membrane,regulation of ion transmembrane transport,voltage-gated calcium channel activity,voltage-gated calcium channel complexCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Vision DisordersA=0, AC=39 A=0.0, AC=1.0 0.00001 625.417 39 A=0/0, AC=26/13

chr12:1955664 T/T G T SNV CACNA2D4 CACNA2D4:intronic:NM_172364.4 1 100 intronic NM_172364.4c.2342+96C>Ap.? -3.09 Neuronal voltage-dependent calcium channel alpha 2acd,VWA N-terminal,von Willebrand factor type A domainrs7137553 YES Calcium channel, voltage-dependent, alpha-2/delta subunit 4calcium ion transmembrane transport,cardiac conduction,detection of light stimulus involved in visual perception,metal ion binding,plasma membrane,regulation of ion transmembrane transport,voltage-gated calcium channel activity,voltage-gated calcium channel complexCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Vision DisordersG=0, T=148 G=0.0, T=1.0 0.00001 2442.4 148 G=0/0, T=100/48

chr12:1955667 GA/GA G GA INDEL CACNA2D4 CACNA2D4:intronic:NM_172364.4 1 100 intronic NM_172364.4c.2342+93C>TCp.? 0.41 Neuronal voltage-dependent calcium channel alpha 2acd,VWA N-terminal,von Willebrand factor type A domainCalcium channel, voltage-dependent, alpha-2/delta subunit 4calcium ion transmembrane transport,cardiac conduction,detection of light stimulus involved in visual perception,metal ion binding,plasma membrane,regulation of ion transmembrane transport,voltage-gated calcium channel activity,voltage-gated calcium channel complexCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Vision DisordersG=0, GA=156G=0.0, GA=1.0 0.00001 1971.02 156 G=0/0, GA=100/56

chr12:1955890 C/C T C SNV CACNA2D4 CACNA2D4:intronic:NM_172364.4 1 100 intronic NM_172364.4c.2247-35A>Gp.? -1.33 Neuronal voltage-dependent calcium channel alpha 2acd,VWA N-terminal,von Willebrand factor type A domainrs7137876 0.1916 YES 9.988E-1 (pos.1955890) Calcium channel, voltage-dependent, alpha-2/delta subunit 4calcium ion transmembrane transport,cardiac conduction,detection of light stimulus involved in visual perception,metal ion binding,plasma membrane,regulation of ion transmembrane transport,voltage-gated calcium channel activity,voltage-gated calcium channel complexCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Vision DisordersT=0, C=39 T=0.0, C=1.0 0.00001 613.294 39 T=0/0, C=20/19

chr12:1969262 C/C T C SNV CACNA2D4 CACNA2D4:intronic:NM_172364.4 1 100 intronic NM_172364.4c.1940+49A>Gp.? -0.54 Neuronal voltage-dependent calcium channel alpha 2acd,VWA N-terminal,von Willebrand factor type A domainrs10848582 0.4724 YES 3.45E-1 (pos.1969262) Calcium channel, voltage-dependent, alpha-2/delta subunit 4calcium ion transmembrane transport,cardiac conduction,detection of light stimulus involved in visual perception,metal ion binding,plasma membrane,regulation of ion transmembrane transport,voltage-gated calcium channel activity,voltage-gated calcium channel complexCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Vision DisordersT=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=14/8

chr14:73404752 G/C G C SNV DCAF4 DCAF4:exonic:NM_001163509.1 1 50 2 missense NM_001163509.1c.32G>C p.Gly11Ala 1.14 1 60 0.004 0.08(COSM3677980),0.11(COSM3754079)WD domain, G-beta repeatrs2302588 0.1047 YES 1.963E-1;0.0 (pos.73404752)acute_myeloid_leukaemia,adenocarcinoma,neoplasmDDB1- and CUL4-associated factor 4Cul4-RING E3 ubiquitin ligase complex,RNA binding,RNA splicing,U5 snRNP,catalytic step 2 spliceosome,nucleoplasm,post-translational protein modification,precatalytic spliceosome,protein ubiquitinationG=11, C=11 G=0.5, C=0.5 0.00001 94.6067 22 G=8/3, C=7/4

chr12:20724988 A/A G A SNV PDE3A PDE3A:intronic:NM_000921.4 1 100 intronic NM_000921.4c.1011+15344G>Ap.? 0.44 3'5'-cyclic nucleotide phosphodiesterasers7966459 YES Phosphodiesterase 3A, cGMP-inhibited3',5'-cyclic-AMP phosphodiesterase activity,3',5'-cyclic-GMP phosphodiesterase activity,G-protein coupled receptor signaling pathway,cAMP binding,cAMP catabolic process,cAMP-mediated signaling,cGMP-inhibited cyclic-nucleotide phosphodiesterase activity,cGMP-mediated signaling,cellular response to cGMP,cellular response to transforming growth factor beta stimulus,cytosol,diterpenoid metabolic process,integral component of membrane,lipid metabolic process,metal ion binding,negative regulation of apoptotic process,negative regulation of vascular permeability,oocyte maturation,positive regulation of oocyte development,positive regulation of vascular permeability,protein binding,regulation of meiotic nuclear division,response to cAMP,response to drugBrachydactyly;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Embolism and Thrombosis;Genital Diseases, Male;Glucose Metabolism Disorders;Heart Diseases;Hypertension;Infertility;Infertility, Male;Limb Deformities, Congenital;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Infarction;Myocardial Ischemia;Nutritional and Metabolic Diseases;Thrombosis;Vascular DiseasesAminophylline,Amrinone,Anagrelide,Caffeine,Cilostazol,Enoximone,Ibudilast,Levosimendan,Milrinone,Oxtriphylline,Theophylline,Tofisopam,TrapidilG=0, A=35 G=0.0, A=1.0 0.00001 540.937 35 G=0/0, A=26/9

chr4:41984118 T/T C T SNV DCAF4L1 DCAF4L1:exonic:NM_001029955.3 1 100 1 synonymous NM_001029955.3c.309C>T p.(=) 0.87 0.24(COSM4159076) rs2660320 0.2234 YES 9.685E-1 (pos.41984118) ductal_carcinoma,neoplasm C=0, T=33 C=0.0, T=1.0 0.00001 504.594 33 C=0/0, T=13/20

chr12:20803323 C/C A C SNV PDE3A PDE3A:intronic:NM_000921.4 1 100 intronic NM_000921.4c.2770-56A>Cp.? -1.09 3'5'-cyclic nucleotide phosphodiesterasers9804769 YES Phosphodiesterase 3A, cGMP-inhibited3',5'-cyclic-AMP phosphodiesterase activity,3',5'-cyclic-GMP phosphodiesterase activity,G-protein coupled receptor signaling pathway,cAMP binding,cAMP catabolic process,cAMP-mediated signaling,cGMP-inhibited cyclic-nucleotide phosphodiesterase activity,cGMP-mediated signaling,cellular response to cGMP,cellular response to transforming growth factor beta stimulus,cytosol,diterpenoid metabolic process,integral component of membrane,lipid metabolic process,metal ion binding,negative regulation of apoptotic process,negative regulation of vascular permeability,oocyte maturation,positive regulation of oocyte development,positive regulation of vascular permeability,protein binding,regulation of meiotic nuclear division,response to cAMP,response to drugBrachydactyly;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Embolism and Thrombosis;Genital Diseases, Male;Glucose Metabolism Disorders;Heart Diseases;Hypertension;Infertility;Infertility, Male;Limb Deformities, Congenital;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Infarction;Myocardial Ischemia;Nutritional and Metabolic Diseases;Thrombosis;Vascular DiseasesAminophylline,Amrinone,Anagrelide,Caffeine,Cilostazol,Enoximone,Ibudilast,Levosimendan,Milrinone,Oxtriphylline,Theophylline,Tofisopam,TrapidilA=0, C=32 A=0.0, C=1.0 0.00001 489.523 32 A=0/0, C=11/21

chr12:20868247 C/T C T SNV SLCO1C1 SLCO1C1:intronic:NM_001145946.1 1 47.62 intronic NM_001145946.1c.676+28C>Tp.? 0.05 Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) family,Sugar (and other) transporterrs34288910 0.1317 YES 8.218E-3 (pos.20868247) Solute carrier organic anion transporter family, member 1C1bile acid and bile salt transport,bile acid transmembrane transporter activity,integral component of plasma membrane,membrane,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,thyroid hormone transmembrane transporter activity,thyroid hormone transportConjugated estrogens,Dextrothyroxine,Diclofenac,Digoxin,Dinoprostone,Estradiol,Levothyroxine,Liothyronine,Liotrix,Meclofenamic acid,Methotrexate,Ouabain,Phenytoin,Probenecid,Taurocholic AcidC=11, T=10 C=0.5238, T=0.4762 0.00001 82.29 21 C=6/5, T=8/2

chr12:20968828 T/T C T SNV SLCO1B3 SLCO1B3:intronic:NM_019844.3 1 100 intronic NM_019844.3c.84+72C>Tp.? 0.81 Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs10734710 YES Solute carrier organic anion transporter family, member 1B3basolateral plasma membrane,bile acid and bile salt transport,bile acid transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,ion transport,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transporter activityColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hyperbilirubinemia, Hereditary;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsAmbrisentan,Atorvastatin,Cabazitaxel,Caspofungin,Cholecystokinin,Cholic Acid,Clarithromycin,Cobimetinib,Conjugated estrogens,Dabrafenib,Daclatasvir,Digoxin,Docetaxel,Estradiol,Fexofenadine,Fluvastatin,Gadoxetic acid,Glycocholic acid,Grazoprevir,Idelalisib,Levomenol,Levosalbutamol,Levothyroxine,Liothyronine,Liotrix,Methotrexate,Mycophenolate mofetil,Olmesartan,Ouabain,Paclitaxel,Parachlorophenol,Pioglitazone,Pitavastatin,Prasterone sulfate,Pravastatin,Rifampicin,Rilpivirine,Romidepsin,Rosuvastatin,Sacubitril,Selexipag,Simeprevir,Taurocholic Acid,Technetium Tc-99m mebrofenin,Valsartan,VelpatasvirC=0, T=47 C=0.0, T=1.0 0.00001 789.327 47 C=0/0, T=21/26

chr12:21011235 C/C T C SNV SLCO1B3 SLCO1B3:intronic:NM_019844.3 1 100 intronic NM_019844.3c.227-138T>Cp.? -1.49 Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs4149114 YES Solute carrier organic anion transporter family, member 1B3basolateral plasma membrane,bile acid and bile salt transport,bile acid transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,ion transport,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transporter activityColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hyperbilirubinemia, Hereditary;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsAmbrisentan,Atorvastatin,Cabazitaxel,Caspofungin,Cholecystokinin,Cholic Acid,Clarithromycin,Cobimetinib,Conjugated estrogens,Dabrafenib,Daclatasvir,Digoxin,Docetaxel,Estradiol,Fexofenadine,Fluvastatin,Gadoxetic acid,Glycocholic acid,Grazoprevir,Idelalisib,Levomenol,Levosalbutamol,Levothyroxine,Liothyronine,Liotrix,Methotrexate,Mycophenolate mofetil,Olmesartan,Ouabain,Paclitaxel,Parachlorophenol,Pioglitazone,Pitavastatin,Prasterone sulfate,Pravastatin,Rifampicin,Rilpivirine,Romidepsin,Rosuvastatin,Sacubitril,Selexipag,Simeprevir,Taurocholic Acid,Technetium Tc-99m mebrofenin,Valsartan,VelpatasvirT=0, C=24 T=0.0, C=1.0 0.00001 334.777 24 T=0/0, C=9/15

chr12:21011296 G/G A G SNV SLCO1B3 SLCO1B3:intronic:NM_019844.3 1 100 intronic NM_019844.3c.227-77A>Gp.? 1.86 Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs4149115 YES Solute carrier organic anion transporter family, member 1B3basolateral plasma membrane,bile acid and bile salt transport,bile acid transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,ion transport,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transporter activityColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hyperbilirubinemia, Hereditary;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsAmbrisentan,Atorvastatin,Cabazitaxel,Caspofungin,Cholecystokinin,Cholic Acid,Clarithromycin,Cobimetinib,Conjugated estrogens,Dabrafenib,Daclatasvir,Digoxin,Docetaxel,Estradiol,Fexofenadine,Fluvastatin,Gadoxetic acid,Glycocholic acid,Grazoprevir,Idelalisib,Levomenol,Levosalbutamol,Levothyroxine,Liothyronine,Liotrix,Methotrexate,Mycophenolate mofetil,Olmesartan,Ouabain,Paclitaxel,Parachlorophenol,Pioglitazone,Pitavastatin,Prasterone sulfate,Pravastatin,Rifampicin,Rilpivirine,Romidepsin,Rosuvastatin,Sacubitril,Selexipag,Simeprevir,Taurocholic Acid,Technetium Tc-99m mebrofenin,Valsartan,VelpatasvirA=0, G=24 A=0.0, G=1.0 0.00001 334.703 24 A=0/0, G=9/15

chr12:21011310 C/C T C SNV SLCO1B3 SLCO1B3:intronic:NM_019844.3 1 100 intronic NM_019844.3c.227-63T>Cp.? 0.33 Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs4149116 YES Solute carrier organic anion transporter family, member 1B3basolateral plasma membrane,bile acid and bile salt transport,bile acid transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,ion transport,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transporter activityColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hyperbilirubinemia, Hereditary;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsAmbrisentan,Atorvastatin,Cabazitaxel,Caspofungin,Cholecystokinin,Cholic Acid,Clarithromycin,Cobimetinib,Conjugated estrogens,Dabrafenib,Daclatasvir,Digoxin,Docetaxel,Estradiol,Fexofenadine,Fluvastatin,Gadoxetic acid,Glycocholic acid,Grazoprevir,Idelalisib,Levomenol,Levosalbutamol,Levothyroxine,Liothyronine,Liotrix,Methotrexate,Mycophenolate mofetil,Olmesartan,Ouabain,Paclitaxel,Parachlorophenol,Pioglitazone,Pitavastatin,Prasterone sulfate,Pravastatin,Rifampicin,Rilpivirine,Romidepsin,Rosuvastatin,Sacubitril,Selexipag,Simeprevir,Taurocholic Acid,Technetium Tc-99m mebrofenin,Valsartan,VelpatasvirT=0, C=24 T=0.0, C=1.0 0.00001 334.772 24 T=0/0, C=9/15

chr18:50432602 G/G C G SNV DCC DCC:exonic:NM_005215.3 1 100 3 missense NM_005215.3c.601C>G p.Arg201Gly -0.02 0.05 125 0.798 0.73(COSM5009501),0.73(COSM5009502)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Neogenin C-terminusrs2229080 0.3671 YES 5.527E-1 (pos.50432602) adenocarcinomaDeleted in colorectal carcinomaanterior/posterior axon guidance,apoptotic process,axon,axon guidance,axonogenesis,cytosol,dorsal/ventral axon guidance,extrinsic apoptotic signaling pathway in absence of ligand,integral component of membrane,negative regulation of collateral sprouting,negative regulation of dendrite development,negative regulation of neuron projection development,netrin receptor activity,netrin-activated signaling pathway,neuron migration,plasma membrane,protein binding,regulation of neuron death,spinal cord ventral commissure morphogenesis,transmembrane signaling receptor activityBiliary Tract Diseases;Biliary Tract Neoplasms;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gallbladder Diseases;Gallbladder Neoplasms;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Leukocyte Disorders;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Rectal DiseasesC=0, G=27 C=0.0, G=1.0 0.00001 389.945 27 C=0/0, G=7/20

chr12:21030582 A/A G A SNV SLCO1B3 SLCO1B3:intronic:NM_019844.3 1 100 intronic NM_019844.3c.971-124G>Ap.? 0.25 Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs386761023,rs4149135 YES Solute carrier organic anion transporter family, member 1B3basolateral plasma membrane,bile acid and bile salt transport,bile acid transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,ion transport,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transporter activityColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hyperbilirubinemia, Hereditary;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsAmbrisentan,Atorvastatin,Cabazitaxel,Caspofungin,Cholecystokinin,Cholic Acid,Clarithromycin,Cobimetinib,Conjugated estrogens,Dabrafenib,Daclatasvir,Digoxin,Docetaxel,Estradiol,Fexofenadine,Fluvastatin,Gadoxetic acid,Glycocholic acid,Grazoprevir,Idelalisib,Levomenol,Levosalbutamol,Levothyroxine,Liothyronine,Liotrix,Methotrexate,Mycophenolate mofetil,Olmesartan,Ouabain,Paclitaxel,Parachlorophenol,Pioglitazone,Pitavastatin,Prasterone sulfate,Pravastatin,Rifampicin,Rilpivirine,Romidepsin,Rosuvastatin,Sacubitril,Selexipag,Simeprevir,Taurocholic Acid,Technetium Tc-99m mebrofenin,Valsartan,VelpatasvirG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=11/9

chr12:21036270 G/G T G SNV SLCO1B3 SLCO1B3:intronic:NM_019844.3 1 100 intronic NM_019844.3c.1498-82T>Gp.? 0.07 Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs2053097 YES Solute carrier organic anion transporter family, member 1B3basolateral plasma membrane,bile acid and bile salt transport,bile acid transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,ion transport,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transporter activityColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hyperbilirubinemia, Hereditary;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsAmbrisentan,Atorvastatin,Cabazitaxel,Caspofungin,Cholecystokinin,Cholic Acid,Clarithromycin,Cobimetinib,Conjugated estrogens,Dabrafenib,Daclatasvir,Digoxin,Docetaxel,Estradiol,Fexofenadine,Fluvastatin,Gadoxetic acid,Glycocholic acid,Grazoprevir,Idelalisib,Levomenol,Levosalbutamol,Levothyroxine,Liothyronine,Liotrix,Methotrexate,Mycophenolate mofetil,Olmesartan,Ouabain,Paclitaxel,Parachlorophenol,Pioglitazone,Pitavastatin,Prasterone sulfate,Pravastatin,Rifampicin,Rilpivirine,Romidepsin,Rosuvastatin,Sacubitril,Selexipag,Simeprevir,Taurocholic Acid,Technetium Tc-99m mebrofenin,Valsartan,VelpatasvirT=0, G=21 T=0.0, G=1.0 0.00001 281.214 21 T=0/0, G=9/12

chr6:24174955 C/C G C SNV DCDC2 DCDC2:utr_3:NM_016356.4 1 100 10 utr_3 NM_016356.4c.1434C>G p.? 0.11 Doublecortin rs9358755 0.1834 YES 9.728E-1 (pos.24174955) Doublecortin domain-containing protein 2axoneme,cellular defense response,cilium,cilium assembly,cytoplasm,cytosol,intracellular,intracellular signal transduction,kinesin binding,kinocilium,neuron migration,nucleus,positive regulation of smoothened signaling pathway,protein binding,regulation of Wnt signaling pathway,regulation of cilium assembly,sensory perception of soundCommunication Disorders;Deafness;Dyslexia;Ear Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Language Disorders;Learning Disorders;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersG=0, C=20 G=0.0, C=1.0 0.00001 263.786 20 G=0/0, C=12/8

chr12:21609127 C/C T C SNV PYROXD1 PYROXD1:intronic:NM_024854.4 1 100 intronic NM_024854.4c.750+98T>Cp.? -1.23 Pyridine nucleotide-disulphide oxidoreductasers4367993 YES Pyridine nucleotide-disulfide oxidoreductase domain-containing protein 1cellular response to oxidative stress,nucleus,oxidation-reduction process,oxidoreductase activity,protein binding,sarcomereT=0, C=37 T=0.0, C=1.0 0.00001 583.707 37 T=0/0, C=15/22

chr12:21629987 C/C T C SNV RECQL RECQL:intronic:NM_032941.2 1 100 intronic NM_032941.2c.868-61A>Gp.? -0.48 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,RecQ zinc-binding,Type III restriction enzyme, res subunitrs917854 0.0013 YES RecQ helicase-like (DNA helicase, RecQ-like 1)ATP binding,ATP-dependent 3'-5' DNA helicase activity,ATP-dependent DNA helicase activity,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA repair,DNA strand renaturation,annealing helicase activity,chromosome,cytoplasm,double-strand break repair via homologous recombination,four-way junction helicase activity,membrane,nucleic acid binding,nucleoplasm,nucleus,protein bindingAutoimmune Diseases;Breast Diseases;Breast Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nephritis;Skin Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesT=0, C=51 T=0.0, C=1.0 0.00001 754.584 51 T=0/0, C=14/37

chr12:21665207 A/G A G SNV GOLT1B GOLT1B:intronic:NM_016072.4 1 45.45 intronic NM_016072.4c.297-22A>Gp.? -0.31 Got1/Sft2-like familyrs61926342 0.1276 YES 1.044E-2 (pos.21665207) Golgi transport 1BGolgi membrane,endoplasmic reticulum,integral component of membrane,membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,protein transport,signal transducer activity,signal transduction,vesicle-mediated transportA=36, G=30 A=0.5455, G=0.4545 0.00001 285.787 66 A=14/22, G=14/16

chr12:21695584 A/G A G SNV GYS2 GYS2:intronic:NM_021957.3 1 58.33 intronic NM_021957.3c.1550-59T>Cp.? 0.68 Glycogen synthasers3741841 YES Glycogen synthase-2, livercell cortex,cortical actin cytoskeleton,cytoplasm,cytoskeleton,cytosol,ectoplasm,generation of precursor metabolites and energy,glycogen (starch) synthase activity,glycogen biosynthetic process,glycogen synthase activity, transferring glucose-1-phosphate,protein homodimerization activity,response to glucoseCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Genetic Diseases, Inborn;Glycogen Storage Disease;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesA=20, G=28 A=0.4167, G=0.5833 0.00001 343.108 48 A=10/10, G=12/16

chr12:22068849 T/T G T SNV ABCC9 ABCC9:intronic:NM_020297.3 1 100 intronic NM_020297.3c.574-5C>A p.? 1.66 ABC transporter,ABC transporter transmembrane regionrs3759236 0.4075 YES 7.864E-1 (pos.22068849) ATP-binding cassette, subfamily C, member 9 (sulfonylurea receptor 2)ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATP-sensitive potassium channel complex,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,defense response to virus,integral component of membrane,ion channel binding,plasma membrane,potassium channel activity,potassium channel regulator activity,potassium ion import,potassium ion transport,regulation of cardiac conduction,regulation of molecular function,response to drug,sarcolemma,sarcomere,signal transduction,sulfonylurea receptor activity,transmembrane transport,transporter activity,voltage-gated potassium channel complexAcromegaly;Arrhythmias, Cardiac;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Brain Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Endocrine System Diseases;Endometrial Neoplasms;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Genital Diseases, Female;Genital Neoplasms, Female;Hair Diseases;Heart Diseases;Hyperpituitarism;Hypertrichosis;Hypothalamic Diseases;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Osteochondrodysplasias;Pituitary Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsATP,GlyburideBenign/Likely benignG=0, T=36 G=0.0, T=1.0 0.00001 563.739 36 G=0/0, T=24/12

chr12:22078838 G/G T G SNV ABCC9 ABCC9:intronic:NM_020297.3 1 100 intronic NM_020297.3c.406+38A>Cp.? -0.36 ABC transporter,ABC transporter transmembrane regionrs2277405 0.3926 YES 7.898E-1 (pos.22078838) ATP-binding cassette, subfamily C, member 9 (sulfonylurea receptor 2)ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATP-sensitive potassium channel complex,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,defense response to virus,integral component of membrane,ion channel binding,plasma membrane,potassium channel activity,potassium channel regulator activity,potassium ion import,potassium ion transport,regulation of cardiac conduction,regulation of molecular function,response to drug,sarcolemma,sarcomere,signal transduction,sulfonylurea receptor activity,transmembrane transport,transporter activity,voltage-gated potassium channel complexAcromegaly;Arrhythmias, Cardiac;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Brain Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Endocrine System Diseases;Endometrial Neoplasms;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Genital Diseases, Female;Genital Neoplasms, Female;Hair Diseases;Heart Diseases;Hyperpituitarism;Hypertrichosis;Hypothalamic Diseases;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Osteochondrodysplasias;Pituitary Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsATP,GlyburideBenign T=0, G=25 T=0.0, G=1.0 0.00001 352.953 25 T=0/0, G=15/10

chr4:155156207 A/A G A SNV DCHS2 DCHS2:exonic:NM_017639.3 1 100 25 synonymous NM_017639.3c.8232C>T p.(=) -0.44 Cadherin domainrs7655799 0.077 YES 7.861E-1;0.0 (pos.155156207) Dachsous, Drosophila, homolog of, 2biological_process,calcium ion binding,cellular_component,condensed mesenchymal cell proliferation,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,molecular_function,nephron development,plasma membraneAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=12/12

chr4:155256205 A/A G A SNV DCHS2 DCHS2:exonic:NM_017639.3 1 100 8 missense NM_017639.3c.1031C>T p.Ser344Leu 0.69 0.39 145 0.002 Cadherin domainrs6858712 6.00E-04 1.0 (pos.155256205) Dachsous, Drosophila, homolog of, 2biological_process,calcium ion binding,cellular_component,condensed mesenchymal cell proliferation,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,molecular_function,nephron development,plasma membraneAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=0, A=89 G=0.0, A=1.0 0.00001 1471.04 89 G=0/0, A=25/64

chr12:25242776 T/T C T SNV LRMP LRMP:intronic:NM_001204126.1 1 100 intronic NM_001204126.1c.465+52C>Tp.? -0.24 MRVI1 proteinrs10743538,rs7558887930.2319 YES 0.0 (pos.25242773),8.837E-1 (pos.25242776)Lymphoid-restricted membrane proteinazurophil granule membrane,chromosome,endoplasmic reticulum membrane,integral component of membrane,integral component of plasma membrane,membrane,microtubule organizing center,neutrophil degranulation,nuclear envelope,plasma membrane,single fertilization,spindle pole,vesicle fusion,vesicle targetingC=0, T=36 C=0.0, T=1.0 0.00001 563.439 36 C=0/0, T=9/27

chr3:36779707 A/A G A SNV DCLK3 DCLK3:exonic:NM_033403.1 1 100 2 synonymous NM_033403.1c.444C>T p.(=) -1.19 0.04(COSM149353)Protein kinase domain,Protein tyrosine kinasers3796187 0.4316 YES 1.592E-1 (pos.36779707) NS,acute_myeloid_leukaemia,adenocarcinoma,neoplasmDoublecortin-like kinase 3ATP binding,cytoplasm,intracellular,intracellular signal transduction,negative regulation of protein localization to nucleus,nucleus,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activityG=0, A=41 G=0.0, A=1.0 0.00001 664.569 41 G=0/0, A=28/13

chr12:26592288 A/A G A SNV ITPR2 ITPR2:intronic:NM_002223.3 1 100 intronic NM_002223.3c.6451-36C>Tp.? 0.74 Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associatedrs2270960 0.4107 YES 3.625E-1 (pos.26592288) Inositol 1,4,5-triphosphate receptor, type 2calcium ion binding,calcium ion transmembrane transporter activity,calcium ion transport,cell cortex,cellular response to cAMP,cellular response to ethanol,endoplasmic reticulum,endoplasmic reticulum membrane,inositol 1,4,5-trisphosphate-sensitive calcium-release channel activity,inositol phosphate-mediated signaling,integral component of membrane,membrane,nucleus,phosphatidylinositol binding,plasma membrane,platelet activation,platelet dense tubular network membrane,receptor complex,regulation of cardiac conduction,regulation of insulin secretion,release of sequestered calcium ion into cytosol,response to hypoxia,sarcoplasmic reticulum membrane,scaffold protein binding,signal transduction,transportBone Diseases;Bone Diseases, Developmental;Brain Diseases;Cardiomegaly;Cardiovascular Diseases;Central Nervous System Diseases;Heart Diseases;Hypoxia, Brain;Kashin-Beck Disease;Musculoskeletal Diseases;Nervous System Diseases;OsteochondrodysplasiasCaffeine G=0, A=94 G=0.0, A=1.0 0.00001 1568.71 94 G=0/0, A=47/47

chr12:27059224 A/A G A SNV INTS13 INTS13:intronic:NM_018164.2 1 100 intronic NM_018164.2c.2081+11C>Tp.? 0.29 Cell cycle and development regulatorrs1488052 0.2288 YES 9.997E-1 (pos.27059224) cell division,centrosome localization,cytoplasm,flagellated sperm motility,mitotic spindle organization,nucleoplasm,nucleus,protein binding,protein localization to nuclear envelope,regulation of fertilization,regulation of mitotic cell cycle,snRNA transcription from RNA polymerase II promoterG=0, A=41 G=0.0, A=1.0 0.00001 664.65 41 G=0/0, A=19/22

chr12:27059422 C/C T C SNV INTS13 INTS13:intronic:NM_018164.2 1 100 intronic NM_018164.2c.1946-52A>Gp.? -0.04 Cell cycle and development regulatorrs1001545219,rs1488051,rs760488949,rs7754283460.3695 YES 0.0;0.0 (pos.27059421),9.548E-1 (pos.27059422) cell division,centrosome localization,cytoplasm,flagellated sperm motility,mitotic spindle organization,nucleoplasm,nucleus,protein binding,protein localization to nuclear envelope,regulation of fertilization,regulation of mitotic cell cycle,snRNA transcription from RNA polymerase II promoterT=0, C=25 T=0.0, C=1.0 0.00001 341.957 25 T=0/0, C=15/10

chr10:115609915 G/G C G SNV DCLRE1A DCLRE1A:exonic:NM_001271816.1 1 100 3 missense NM_001271816.1c.949G>C p.Asp317His 0.91 0.01 81 0.993 DNA repair metallo-beta-lactamasers3750898 0.2322 YES 8.435E-1 (pos.115609915) DNA cross-link repair protein 1A5'-3' exodeoxyribonuclease activity,cell cycle,cell division,damaged DNA binding,double-strand break repair via nonhomologous end joining,fibrillar center,interstrand cross-link repair,nuclear chromosome, telomeric region,nucleic acid phosphodiester bond hydrolysis,nucleoplasm,protection from non-homologous end joining at telomereC=0, G=61 C=0.0, G=1.0 0.00001 921.779 61 C=0/0, G=30/31

chr5:112328377 G/G A G SNV DCP2 DCP2:exonic:NM_152624.5 1 100 4 synonymous NM_152624.5c.342A>G p.(=) 0.7 0.09(COSM4408461)Dcp2, box A domain,NUDIX domainrs3733969 0.2424 YES 7.893E-1 (pos.112328377)hepatocellular_carcinomaDecapping enzyme 2, S. cerevisiae, homolog of5'-3' exoribonuclease activity,P-body,RISC complex,RNA phosphodiester bond hydrolysis, exonucleolytic,cell junction,cytoplasmic ribonucleoprotein granule,cytosol,deadenylation-dependent decapping of nuclear-transcribed mRNA,exonucleolytic nuclear-transcribed mRNA catabolic process involved in deadenylation-dependent decay,exoribonuclease activity, producing 5'-phosphomonoesters,histone mRNA catabolic process,hydrolase activity,m7G(5')pppN diphosphatase activity,mRNA catabolic process,manganese ion binding,negative regulation of telomere maintenance via telomerase,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleoplasm,protein binding,regulation of mRNA stability,regulation of telomerase RNA localization to Cajal body,telomerase RNA bindingA=0, G=28 A=0.0, G=1.0 0.00001 408.718 28 A=0/0, G=4/24

chr12:27175640 G/G A G SNV MED21 MED21:intronic:NM_004264.4 1 100 intronic NM_004264.4c.42+86A>Gp.? -0.05 Subunit 21 of Mediator complexrs1872191 YES 9.998E-1 (pos.27175640) Mediator complex subunit 21DNA-directed 5'-3' RNA polymerase activity,RNA polymerase II transcription cofactor activity,blastocyst development,mediator complex,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein ubiquitination,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,stem cell population maintenance,transcription coactivator activity,transcription, DNA-templated,ubiquitin ligase complex,ubiquitin protein ligase activityA=0, G=48 A=0.0, G=1.0 0.00001 796.624 48 A=0/0, G=23/25

chr12:27234505 T/T A T SNV C12orf71 C12orf71:intronic:NM_001080406.1 1 100 intronic NM_001080406.1c.517-105T>Ap.? -0.28 Domain of unknown function (DUF4640)rs34457591 YES A=0, T=45 A=0.0, T=1.0 0.00001 747.392 45 A=0/0, T=13/32

chr12:274572 C/C G C SNV IQSEC3 IQSEC3:intronic:NM_001170738.1 1 100 intronic NM_001170738.1c.2710-28G>Cp.? -1.47 PH domain,Sec7 domainrs11061700 0.0016 YES 1.0;0.0 (pos.274572) IQ motif- and SEC7 domain-containing protein 3ARF guanyl-nucleotide exchange factor activity,actin cytoskeleton organization,cytoplasm,inhibitory synapse,postsynaptic membrane,regulation of ARF protein signal transduction,regulation of molecular functionG=0, C=38 G=0.0, C=1.0 0.00001 603.783 38 G=0/0, C=15/23

chr12:27461984 C/C T C SNV STK38L STK38L:intronic:NM_015000.3 1 100 intronic NM_015000.3c.310-63T>Cp.? -1.74 Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers6487599 YES Serine/threonine protein kinase 38-like proteinATP binding,actin binding,actin cytoskeleton,cytoplasm,cytosol,intracellular signal transduction,magnesium ion binding,membrane,peptidyl-serine phosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of cellular component organizationT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=11/13

chr5:112349070 C/C T C SNV DCP2 DCP2:exonic:NM_152624.5 1 100 11 synonymous NM_152624.5c.1152T>C p.(=) -4.64 0.02(COSM4159365)Dcp2, box A domain,NUDIX domainrs9326869 0.2437 YES 7.975E-1 (pos.112349070)hepatocellular_carcinoma,neoplasmDecapping enzyme 2, S. cerevisiae, homolog of5'-3' exoribonuclease activity,P-body,RISC complex,RNA phosphodiester bond hydrolysis, exonucleolytic,cell junction,cytoplasmic ribonucleoprotein granule,cytosol,deadenylation-dependent decapping of nuclear-transcribed mRNA,exonucleolytic nuclear-transcribed mRNA catabolic process involved in deadenylation-dependent decay,exoribonuclease activity, producing 5'-phosphomonoesters,histone mRNA catabolic process,hydrolase activity,m7G(5')pppN diphosphatase activity,mRNA catabolic process,manganese ion binding,negative regulation of telomere maintenance via telomerase,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleoplasm,protein binding,regulation of mRNA stability,regulation of telomerase RNA localization to Cajal body,telomerase RNA bindingT=0, C=36 T=0.0, C=1.0 0.00001 563.744 36 T=0/0, C=19/17

chr16:20873767 G/G T G SNV DCUN1D3 DCUN1D3:exonic:NM_173475.3 1 100 2 synonymous NM_173475.3c.94A>C p.(=) 1.4 0.7(COSM3999769)Cullin binding rs7187522 0.2815 YES 3.758E-1;0.0 (pos.20873767)acute_myeloid_leukaemia,neoplasmDCN1 domain-containing protein 3cullin family protein binding,molecular_function,negative regulation of G1/S transition of mitotic cell cycle,negative regulation of cell growth,perinuclear region of cytoplasm,plasma membrane,positive regulation of apoptotic process,positive regulation of ubiquitin-protein transferase activity,post-translational protein modification,protein binding,protein neddylation,response to UV-C,response to gamma radiation,ubiquitin conjugating enzyme binding,ubiquitin ligase complex,ubiquitin-like protein bindingT=0, G=29 T=0.0, G=1.0 0.00001 427.603 29 T=0/0, G=13/16

chr1:85787114 T/T A T SNV DDAH1 DDAH1:utr_3:NM_012137.3 1 100 6 utr_3 NM_012137.3c.879T>A p.? -0.04 Amidinotransferasers233116 1.0;0.0 (pos.85787114) Dimethylarginine dimethylaminohydrolase-1amino acid binding,arginine catabolic process,catalytic activity,citrulline metabolic process,cytosol,dimethylargininase activity,extracellular exosome,metal ion binding,mitochondrion,negative regulation of cell proliferation,negative regulation of cellular response to hypoxia,negative regulation of vascular permeability,nitric oxide mediated signal transduction,positive regulation of angiogenesis,positive regulation of nitric oxide biosynthetic process,regulation of nitric-oxide synthase activity,regulation of systemic arterial blood pressureDigestive System Diseases;Liver DiseasesL-Citrulline A=0, T=36 A=0.0, T=1.0 0.00001 563.742 36 A=0/0, T=26/10

chr1:85787115 AC/AC A AC INDEL DDAH1 DDAH1:utr_3:NM_012137.3 1 100 6 utr_3 NM_012137.3c.877_878insGp.? 0.49 Amidinotransferasers763169081 0.0 (pos.85787115) Dimethylarginine dimethylaminohydrolase-1amino acid binding,arginine catabolic process,catalytic activity,citrulline metabolic process,cytosol,dimethylargininase activity,extracellular exosome,metal ion binding,mitochondrion,negative regulation of cell proliferation,negative regulation of cellular response to hypoxia,negative regulation of vascular permeability,nitric oxide mediated signal transduction,positive regulation of angiogenesis,positive regulation of nitric oxide biosynthetic process,regulation of nitric-oxide synthase activity,regulation of systemic arterial blood pressureDigestive System Diseases;Liver DiseasesL-Citrulline A=0, AC=34 A=0.0, AC=1.0 0.00001 479.943 34 A=0/0, AC=25/9

chr1:85816134 C/C T C SNV DDAH1 DDAH1:exonic:NM_012137.3 1 100 4 synonymous NM_012137.3c.561A>G p.(=) -0.27 0.57(COSM3751420)Amidinotransferasers2230820 0.1998 YES 1.423E-1 (pos.85816134) acute_myeloid_leukaemia,adenocarcinomaDimethylarginine dimethylaminohydrolase-1amino acid binding,arginine catabolic process,catalytic activity,citrulline metabolic process,cytosol,dimethylargininase activity,extracellular exosome,metal ion binding,mitochondrion,negative regulation of cell proliferation,negative regulation of cellular response to hypoxia,negative regulation of vascular permeability,nitric oxide mediated signal transduction,positive regulation of angiogenesis,positive regulation of nitric oxide biosynthetic process,regulation of nitric-oxide synthase activity,regulation of systemic arterial blood pressureDigestive System Diseases;Liver DiseasesL-Citrulline T=0, C=30 T=0.0, C=1.0 0.00001 446.582 30 T=0/0, C=19/11

chr14:53529669 T/T A T SNV DDHD1 DDHD1:exonic:NM_001160148.1 1 100 7 synonymous NM_001160148.1c.1758T>A p.(=) -3.74 DDHD domainrs4898778 0.1613 YES 9.77E-1;2.776E-3 (pos.53529669) DDHD domain-containing protein 1cytoplasm,cytosol,lipid catabolic process,metal ion binding,phosphatidic acid biosynthetic process,phospholipase activity,positive regulation of mitochondrial fissionNervous System Diseases;Neurologic Manifestations;Paralysis;ParaplegiaBenign A=0, T=38 A=0.0, T=1.0 0.00001 603.786 38 A=0/0, T=12/26

chr14:53619463 A/A G A SNV

DDHD1,LOC

101927620 LOC101927620:upstream:NR_110062.1, DDHD1:exonic:NM_001160148.11
100

1 synonymous NM_001160148.1, NR_110062.1c.354C>T p.(=) 0.14 0.42(COSM3754007),0.42(COSM3754008)DDHD domainrs2358188 YES 9.754E-1 (pos.53619463) adenocarcinoma,neoplasm,squamous_cell_carcinomaDDHD domain-containing protein 1cytoplasm,cytosol,lipid catabolic process,metal ion binding,phosphatidic acid biosynthetic process,phospholipase activity,positive regulation of mitochondrial fissionNervous System Diseases;Neurologic Manifestations;Paralysis;ParaplegiaBenign G=0, A=44 G=0.0, A=1.0 0.00001 726.537 44 G=0/0, A=15/29

chr14:53619544 A/A G A SNV

DDHD1,LOC

101927620 LOC101927620:upstream:NR_110062.1, DDHD1:exonic:NM_001160148.11
100

1 synonymous NM_001160148.1, NR_110062.1c.273C>T p.(=) 2.88 0.76(COSM4148134),0.76(COSM4148135)DDHD domainrs2358189 0.1622 YES 9.739E-1;0.0 (pos.53619544)neoplasm DDHD domain-containing protein 1cytoplasm,cytosol,lipid catabolic process,metal ion binding,phosphatidic acid biosynthetic process,phospholipase activity,positive regulation of mitochondrial fissionNervous System Diseases;Neurologic Manifestations;Paralysis;ParaplegiaBenign G=0, A=42 G=0.0, A=1.0 0.00001 678.271 42 G=0/0, A=11/31

chr6:30864829 C/C T C SNV DDR1 DDR1:exonic:NM_001954.4 1 100 15 synonymous NM_001954.4c.1797T>C p.(=) 0.59 0.04(COSM1178502),0.04(COSM1178503),0.04(COSM1178504),0.04(COSM3761813)F5/8 type C domain,Protein kinase domain,Protein tyrosine kinasers1049623 0.3822 YES 6.532E-1 (pos.30864829) adenocarcinoma,adenoma,haemangioblastomaATP binding,axon development,branching involved in mammary gland duct morphogenesis,cell adhesion,collagen binding,collagen-activated tyrosine kinase receptor signaling pathway,ear development,embryo implantation,extracellular exosome,extracellular matrix organization,extracellular space,integral component of plasma membrane,lactation,mammary gland alveolus development,metal ion binding,negative regulation of cell proliferation,neuron projection extension,peptidyl-tyrosine autophosphorylation,peptidyl-tyrosine phosphorylation,plasma membrane,protein autophosphorylation,protein binding,protein phosphorylation,protein tyrosine kinase collagen receptor activity,receptor complex,regulation of cell growth,regulation of cell-matrix adhesion,regulation of extracellular matrix disassembly,smooth muscle cell migration,smooth muscle cell-matrix adhesion,transmembrane receptor protein tyrosine kinase activity,wound healing, spreading of cellsAdenocarcinoma;Carcinoma;Genital Diseases, Male;Genital Neoplasms, Male;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Urogenital NeoplasmsImatinib T=0, C=84 T=0.0, C=1.0 0.00001 1370.17 84 T=0/0, C=42/42

chr6:30867106 T/T C T SNV DDR1 DDR1:utr_3:NM_001954.4 1 100 19 utr_3 NM_001954.4c.2664C>T p.? -0.4 F5/8 type C domain,Protein kinase domain,Protein tyrosine kinasers1049628 0.1847 YES 5.768E-1 (pos.30867106) ATP binding,axon development,branching involved in mammary gland duct morphogenesis,cell adhesion,collagen binding,collagen-activated tyrosine kinase receptor signaling pathway,ear development,embryo implantation,extracellular exosome,extracellular matrix organization,extracellular space,integral component of plasma membrane,lactation,mammary gland alveolus development,metal ion binding,negative regulation of cell proliferation,neuron projection extension,peptidyl-tyrosine autophosphorylation,peptidyl-tyrosine phosphorylation,plasma membrane,protein autophosphorylation,protein binding,protein phosphorylation,protein tyrosine kinase collagen receptor activity,receptor complex,regulation of cell growth,regulation of cell-matrix adhesion,regulation of extracellular matrix disassembly,smooth muscle cell migration,smooth muscle cell-matrix adhesion,transmembrane receptor protein tyrosine kinase activity,wound healing, spreading of cellsAdenocarcinoma;Carcinoma;Genital Diseases, Male;Genital Neoplasms, Male;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Urogenital NeoplasmsImatinib C=0, T=58 C=0.0, T=1.0 0.00001 867.369 58 C=0/0, T=28/30

chr12:31132479 C/C A C SNV TSPAN11 TSPAN11:intronic:NM_001080509.2 1 100 intronic NM_001080509.2c.352-22A>Cp.? 0.34 Tetraspanin familyrs35096 0.0429 YES 8.976E-1 (pos.31132479) cell surface receptor signaling pathway,integral component of membrane,integral component of plasma membraneA=0, C=51 A=0.0, C=1.0 0.00001 753.967 51 A=0/0, C=29/22

chr12:31244846 C/G C G SNV DDX11 DDX11:intronic:NM_001257144.1 1 50 intronic NM_001257144.1c.1242+41C>Gp.? 0.18 DEAD_2,Helicase C-terminal domainrs1808348 0.4377 YES 8.164E-1 (pos.31244846) DEAD/H box-11 (CHL1-related helicase gene-1)4 iron, 4 sulfur cluster binding,ATP binding,ATP-dependent DNA helicase activity,ATP-dependent helicase activity,Ctf18 RFC-like complex,DNA binding,DNA duplex unwinding,DNA repair,DNA replication origin binding,DNA-dependent ATPase activity,G-quadruplex DNA binding,G-quadruplex DNA unwinding,IRE1-mediated unfolded protein response,RNA-dependent ATPase activity,cellular response to DNA damage stimulus,cellular response to bleomycin,cellular response to cisplatin,cellular response to hydroxyurea,centrosome,chromatin binding,cytoplasm,double-stranded DNA binding,extracellular exosome,fibrillar center,helicase activity,metal ion binding,midbody,mitotic cohesin complex,multicellular organism development,negative regulation of protein binding,nuclear chromatin,nucleic acid binding,nucleobase-containing compound metabolic process,nucleolar chromatin organization,nucleolus,nucleoplasm,nucleus,positive regulation of chromatin binding,positive regulation of double-strand break repair,positive regulation of endodeoxyribC=39, G=39 C=0.5, G=0.5 0.00001 412.504 78 C=32/7, G=34/5

chr12:31250804 G/A G A SNV DDX11 DDX11:intronic:NM_001257144.1 1 47.62 intronic NM_001257144.1c.1763-15G>Ap.? -3.39 DEAD_2,Helicase C-terminal domainrs12366526 0.115 YES 6.94E-2;0.0 (pos.31250804) DEAD/H box-11 (CHL1-related helicase gene-1)4 iron, 4 sulfur cluster binding,ATP binding,ATP-dependent DNA helicase activity,ATP-dependent helicase activity,Ctf18 RFC-like complex,DNA binding,DNA duplex unwinding,DNA repair,DNA replication origin binding,DNA-dependent ATPase activity,G-quadruplex DNA binding,G-quadruplex DNA unwinding,IRE1-mediated unfolded protein response,RNA-dependent ATPase activity,cellular response to DNA damage stimulus,cellular response to bleomycin,cellular response to cisplatin,cellular response to hydroxyurea,centrosome,chromatin binding,cytoplasm,double-stranded DNA binding,extracellular exosome,fibrillar center,helicase activity,metal ion binding,midbody,mitotic cohesin complex,multicellular organism development,negative regulation of protein binding,nuclear chromatin,nucleic acid binding,nucleobase-containing compound metabolic process,nucleolar chromatin organization,nucleolus,nucleoplasm,nucleus,positive regulation of chromatin binding,positive regulation of double-strand break repair,positive regulation of endodeoxyribG=11, A=10 G=0.5238, A=0.4762 0.00001 81.6893 21 G=4/7, A=7/3

chr12:3149483 G/G A G SNV TEAD4 TEAD4:intronic:NM_201443.2 1 100 intronic NM_201443.2c.805-48A>Gp.? -2.16 TEA/ATTS domain familyrs7294804 0.2722 YES 9.36E-1;0.0 (pos.3149483) TEA domain family, member 4DNA binding,DNA binding transcription factor activity,RNA polymerase II transcription factor binding,embryonic organ development,hippo signaling,muscle organ development,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,skeletal system development,transcription factor complex,transcription initiation from RNA polymerase II promoter,transcription regulatory region DNA binding,transcription, DNA-templatedA=0, G=33 A=0.0, G=1.0 0.00001 504.598 33 A=0/0, G=15/18

chr12:31551350 T/T C T SNV DENND5B DENND5B:intronic:NM_144973.3 1 100 intronic NM_144973.3c.3069-54G>Ap.? 0 DENN (AEX-3) domain,PLAT/LH2 domain,RUN domain,dDENN domain,uDENN domainrs1798769 YES DENN domain-containing protein 5BRab guanyl-nucleotide exchange factor activity,calcium channel activity,calcium ion transmembrane transport,cytosol,detection of mechanical stimulus,integral component of membrane,membrane,regulation of molecular functionC=0, T=36 C=0.0, T=1.0 0.00001 563.744 36 C=0/0, T=14/22

chr12:31632449 C/C T C SNV DENND5B DENND5B:intronic:NM_144973.3 1 100 intronic NM_144973.3c.904+74A>Gp.? -1.04 DENN (AEX-3) domain,PLAT/LH2 domain,RUN domain,dDENN domain,uDENN domainrs3741878 YES DENN domain-containing protein 5BRab guanyl-nucleotide exchange factor activity,calcium channel activity,calcium ion transmembrane transport,cytosol,detection of mechanical stimulus,integral component of membrane,membrane,regulation of molecular functionT=0, C=20 T=0.0, C=1.0 0.00001 263.782 20 T=0/0, C=6/14

chr12:31850220 T/T C T SNV AMN1 AMN1:intronic:NM_001113402.1 1 100 intronic NM_001113402.1c.591+75G>Ap.? -0.19 Leucine Rich repeatrs2388926 YES C=0, T=34 C=0.0, T=1.0 0.00001 524.186 34 C=0/0, T=24/10

chr12:49230035 T/G T G SNV DDX23 DDX23:exonic:NM_004818.2 1 58.33 11 synonymous NM_004818.2c.1251A>C p.(=) 3.78 0.1(COSM3753278)DEAD/DEAH box helicase,Helicase conserved C-terminal domainrs1057908 0.4886 YES 6.003E-1;0.0 (pos.49230035)Wilms_tumour,acute_myeloid_leukaemia,adenocarcinoma,carcinomaDead box polypeptide 23ATP binding,ATP-dependent RNA helicase activity,ATP-dependent helicase activity,RNA binding,RNA secondary structure unwinding,RNA splicing,RNA splicing, via transesterification reactions,U5 snRNP,catalytic step 2 spliceosome,cis assembly of pre-catalytic spliceosome,cytoplasm,extracellular exosome,mRNA splicing, via spliceosome,nucleic acid binding,nucleolus,nucleoplasm,nucleus,protein bindingT=20, G=28 T=0.4167, G=0.5833 0.00001 343.411 48 T=10/10, G=11/17

chr16:68057096 C/C T C SNV

DDX28,DUS

2 DDX28:exonic:NM_018380.3, DUS2:utr_5:NM_001271762.1 1
100

1 missense NM_018380.3, NM_001271762.1c.10A>G, c.-14831T>Cp.Thr4Ala, p.? -1.87 58 0(COSM3754989)DEAD/DEAH box helicase,Dihydrouridine synthase (Dus),Double-stranded RNA binding motif,Helicase conserved C-terminal domainrs237831 0.074 YES 9.996E-1;2.366E-4;1.183E-4 (pos.68057096)adenocarcinoma,neoplasmDEAD/H box 28,Dihydrouridine synthase 2-likeATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA secondary structure unwinding,cytosol,double-stranded RNA binding,endoplasmic reticulum,flavin adenine dinucleotide binding,mitochondrial large ribosomal subunit assembly,mitochondrial nucleoid,mitochondrion,negative regulation of cell death,negative regulation of protein kinase activity,nucleolus,nucleus,oxidation-reduction process,protein binding,protein kinase inhibitor activity,rRNA binding,ribonucleoprotein granule,tRNA dihydrouridine synthase activity,tRNA dihydrouridine synthesisT=0, C=38 T=0.0, C=1.0 0.00001 603.772 38 T=0/0, C=18/20

chr17:35984410 C/C T C SNV DDX52 DDX52:exonic:NM_007010.4 1 100 9 missense NM_007010.4c.1207A>G p.Met403Val 3.27 0.38 21 0.004 0.95(COSM5480071)DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs7216445 0.1976 YES 5.662E-1 (pos.35984410) adenocarcinomaDEAD box polypeptide 52ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA secondary structure unwinding,cytoplasm,membrane,nucleolus,nucleoplasm,rRNA processingNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesT=0, C=80 T=0.0, C=1.0 0.00001 1289.37 80 T=0/0, C=44/36

chr12:32778581 T/C T C SNV FGD4 FGD4:intronic:NM_139241.3 1 51.92 intronic NM_139241.3c.1636-7T>Cp.? 0.03 FYVE zinc finger,PH domain,RhoGEF domainrs11052113 0.1083 YES 9.96E-3 (pos.32778581) FYVE, RhoGEF, and PH domain-containing protein 4G-protein coupled receptor signaling pathway,Golgi apparatus,Rho guanyl-nucleotide exchange factor activity,actin binding,actin cytoskeleton organization,cytoplasm,cytoskeleton,cytoskeleton organization,cytosol,filopodium,filopodium assembly,guanyl-nucleotide exchange factor activity,lamellipodium,lamellipodium assembly,metal ion binding,microspike assembly,positive regulation of apoptotic process,regulation of GTPase activity,regulation of Rho protein signal transduction,regulation of cell shape,regulation of molecular function,regulation of small GTPase mediated signal transduction,ruffle,small GTPase bindingCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;PolyneuropathiesBenign/Likely benignT=25, C=27 T=0.4808, C=0.5192 0.00001 261.273 52 T=14/11, C=13/14

chr12:32854602 A/A G A SNV DNM1L DNM1L:intronic:NM_012062.4 1 100 intronic NM_012062.4c.250+106G>Ap.? 0.21 Dynamin GTPase effector domain,Dynamin central region,Dynamin familyrs9737752 Dynamin 1-likeBH2 domain binding,GTP binding,GTP-dependent protein binding,GTPase activator activity,GTPase activity,Golgi apparatus,Golgi membrane,Rab GTPase binding,brush border,cell junction,cellular response to oxygen-glucose deprivation,cellular response to thapsigargin,clathrin binding,clathrin-coated pit,cytoplasm,cytosol,dynamin family protein polymerization involved in mitochondrial fission,endocytosis,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum organization,execution phase of apoptosis,heart contraction,identical protein binding,intracellular distribution of mitochondria,intracellular membrane-bounded organelle,lipid binding,membrane,membrane fusion,microtubule,microtubule binding,mitochondrial fission,mitochondrial fragmentation involved in apoptotic process,mitochondrial membrane fission,mitochondrial outer membrane,mitochondrion,mitochondrion morphogenesis,mitochondrion organization,mitochondrion-derived vesicle,necroptotic process,negative regulation of mitochondrial fusion,periAcid-Base Imbalance;Acidosis;Acidosis, Lactic;Brain Diseases;Brain Diseases, Metabolic;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Craniofacial Abnormalities;Eye Diseases;Heart Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Metabolic Diseases;Microcephaly;Mitochondrial Diseases;Mitochondrial Encephalomyopathies;Mitochondrial Myopathies;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Ischemia;Nervous System Diseases;Nervous System Malformations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Optic Atrophy;Optic Nerve Diseases;Vascular DiseasesG=0, A=45 G=0.0, A=1.0 0.00001 747.392 45 G=0/0, A=26/19

chrX:23019317 T/T G T SNV

DDX53,PTC

HD1-AS PTCHD1-AS:intronic_nc:NR_073010.2, DDX53:exonic:NM_182699.3 1
100

1 missense NR_073010.2, NM_182699.3c.1143G>T p.Met381Ile 8.51 10 1(COSM4002292)DEAD/DEAH box helicase,Helicase conserved C-terminal domain,KH domainrs5925720 0.1173 YES 2.576E-1 (pos.23019317) acute_myeloid_leukaemia ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA secondary structure unwinding,cytoplasm,nucleolusG=0, T=26 G=0.0, T=1.0 0.00001 371.418 26 G=0/0, T=7/19

chr12:32948934 T/C T C SNV PKP2 PKP2:intronic:NM_004572.3 1 50 intronic NM_004572.3c.2489+109A>Gp.? -0.65 Armadillo/beta-catenin-like repeatrs12228193 YES Plakophilin-2adherens junction,adherens junction maintenance,alpha-catenin binding,bundle of His cell-Purkinje myocyte adhesion involved in cell communication,cadherin binding,cardiac muscle cell action potential,cardiac muscle cell action potential involved in contraction,cell adhesive protein binding involved in bundle of His cell-Purkinje myocyte communication,cell communication by electrical coupling involved in cardiac conduction,cell junction,cell-cell adhesion,cell-cell junction,cell-cell signaling involved in cardiac conduction,cornification,cornified envelope,desmosome,desmosome assembly,gap junction assembly,heart development,integral component of membrane,intercalated disc,intermediate filament,intermediate filament binding,intermediate filament bundle assembly,ion channel binding,keratinization,lipid homeostasis,maintenance of animal organ identity,messenger ribonucleoprotein complex,molecular_function,negative regulation of cell migration,negative regulation of cell proliferation,nucleoplasm,nucleus,plasma meACMG Recommendations...;Arrhythmogenic Right Ventricular Dysplasia;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart DiseasesT=17, C=17 T=0.5, C=0.5 0.00001 172.009 34 T=8/9, C=9/8

chr12:347068 A/A T A SNV SLC6A13 SLC6A13:intronic:NM_016615.4 1 100 intronic NM_016615.4c.563+24A>Tp.? -0.41 Sodium:neurotransmitter symporter familyrs2289957 0.466 YES 1.135E-1 (pos.347068) Solute carrier family 6 (neurotransmitter transporter, GABA), member 13extracellular exosome,gamma-aminobutyric acid transport,gamma-aminobutyric acid:sodium symporter activity,integral component of membrane,integral component of plasma membrane,neurotransmitter transport,neurotransmitter:sodium symporter activity,plasma membrane,transmembrane transport,transport,transporter activityFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Urologic DiseasesGuvacine T=0, A=23 T=0.0, A=1.0 0.00001 316.747 23 T=0/0, A=16/7

chr12:3736734 T/T C T SNV CRACR2A CRACR2A:intronic:NM_001144958.1 1 100 intronic NM_001144958.1c.1818-18G>Ap.? -3.06 50S ribosome-binding GTPase,ADP-ribosylation factor family,EF hand,EF-hand domain pair,Ras family,Ras of Complex, Roc, domain of DAPkinasers10848893 0.2354 YES 3.669E-1 (pos.3736734) EF-hand calcium-binding domain-containing protein 4Bactivation of store-operated calcium channel activity,adaptive immune response,calcium ion binding,cytoplasm,extracellular region,membrane,neutrophil degranulation,positive regulation of calcium ion transport,protein binding,specific granule lumen,store-operated calcium entryC=0, T=39 C=0.0, T=1.0 0.00001 628.35 39 C=0/0, T=19/20

chr12:3736745 C/C T C SNV CRACR2A CRACR2A:intronic:NM_001144958.1 1 100 intronic NM_001144958.1c.1818-29A>Gp.? -2.41 50S ribosome-binding GTPase,ADP-ribosylation factor family,EF hand,EF-hand domain pair,Ras family,Ras of Complex, Roc, domain of DAPkinasers10848894 0.3661 YES 5.909E-1 (pos.3736745) EF-hand calcium-binding domain-containing protein 4Bactivation of store-operated calcium channel activity,adaptive immune response,calcium ion binding,cytoplasm,extracellular region,membrane,neutrophil degranulation,positive regulation of calcium ion transport,protein binding,specific granule lumen,store-operated calcium entryT=0, C=40 T=0.0, C=1.0 0.00001 644.286 40 T=0/0, C=19/21

chr12:40037727 G/G A G SNV C12orf40 C12orf40:intronic:NM_001031748.3 1 100 intronic NM_001031748.3c.202+8A>Gp.? -0.27 Domain of unknown function (DUF4552)rs10735878 0.1333 YES 6.11E-1 (pos.40037727) protein binding A=0, G=33 A=0.0, G=1.0 0.00001 504.584 33 A=0/0, G=19/14

chr12:40077028 G/G A G SNV C12orf40 C12orf40:intronic:NM_001031748.3 1 100 intronic NM_001031748.3c.1216+86A>Gp.? -1.69 Domain of unknown function (DUF4552)rs10047563 YES protein binding A=0, G=164 A=0.0, G=1.0 0.00001 2663.08 164 A=0/0, G=78/86

chrX:23019346 T/T G T SNV

DDX53,PTC

HD1-AS PTCHD1-AS:intronic_nc:NR_073010.2, DDX53:exonic:NM_182699.3 1
100

1 missense NR_073010.2, NM_182699.3c.1172G>T p.Arg391Met 0.91 91 0.03(COSM4002293),0.59(COSM3681740)DEAD/DEAH box helicase,Helicase conserved C-terminal domain,KH domainrs5926203 0.1216 YES 2.577E-1 (pos.23019346) acute_myeloid_leukaemia ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA secondary structure unwinding,cytoplasm,nucleolusG=0, T=26 G=0.0, T=1.0 0.00001 371.42 26 G=0/0, T=7/19

chr12:40657537 G/G A G SNV LRRK2 LRRK2:intronic:NM_198578.3 1 100 intronic NM_198578.3c.1544-54A>Gp.? 2.65 ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers10784461 YES Leucine-rich repeat kinase 2 (dardarin)ATP binding,GTP binding,GTP metabolic process,GTP-dependent protein kinase activity,GTPase activator activity,GTPase activity,Golgi apparatus,Golgi organization,Golgi-associated vesicle,MAP kinase kinase activity,MAPK cascade,Rho GTPase binding,SNARE binding,Wnt signalosome,Wnt signalosome assembly,actin binding,activation of MAPK activity,activation of MAPKK activity,amphisome,autolysosome,autophagy,axon,beta-catenin destruction complex binding,calcium-mediated signaling,canonical Wnt signaling pathway,caveola neck,cell junction,cellular protein localization,cellular response to dopamine,cellular response to manganese ion,cellular response to oxidative stress,cellular response to starvation,clathrin binding,co-receptor binding,cytoplasm,cytoplasmic side of mitochondrial outer membrane,cytoplasmic vesicle,cytosol,dendrite,dendrite cytoplasm,determination of adult lifespan,endocytosis,endoplasmic reticulum,endosome,excitatory postsynaptic potential,exploration behavior,extracellular exosome,extracellular spaceAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=57 A=0.0, G=1.0 0.00001 853.037 57 A=0/0, G=36/21

chr12:40681057 T/T C T SNV LRRK2 LRRK2:intronic:NM_198578.3 1 100 intronic NM_198578.3c.2501-96C>Tp.? -0.13 ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers4473003 YES Leucine-rich repeat kinase 2 (dardarin)ATP binding,GTP binding,GTP metabolic process,GTP-dependent protein kinase activity,GTPase activator activity,GTPase activity,Golgi apparatus,Golgi organization,Golgi-associated vesicle,MAP kinase kinase activity,MAPK cascade,Rho GTPase binding,SNARE binding,Wnt signalosome,Wnt signalosome assembly,actin binding,activation of MAPK activity,activation of MAPKK activity,amphisome,autolysosome,autophagy,axon,beta-catenin destruction complex binding,calcium-mediated signaling,canonical Wnt signaling pathway,caveola neck,cell junction,cellular protein localization,cellular response to dopamine,cellular response to manganese ion,cellular response to oxidative stress,cellular response to starvation,clathrin binding,co-receptor binding,cytoplasm,cytoplasmic side of mitochondrial outer membrane,cytoplasmic vesicle,cytosol,dendrite,dendrite cytoplasm,determination of adult lifespan,endocytosis,endoplasmic reticulum,endosome,excitatory postsynaptic potential,exploration behavior,extracellular exosome,extracellular spaceAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, T=62 C=0.0, T=1.0 0.00001 940.315 62 C=0/0, T=25/37

chr12:40681142 CT/CT C CT INDEL LRRK2 LRRK2:intronic:NM_198578.3 1 100 intronic NM_198578.3c.2501-11C>CTp.? -0.07 ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers201211726,rs36220740,rs3976928080.4627 YES 3.43E-1;0.0 (pos.40681142) Leucine-rich repeat kinase 2 (dardarin)ATP binding,GTP binding,GTP metabolic process,GTP-dependent protein kinase activity,GTPase activator activity,GTPase activity,Golgi apparatus,Golgi organization,Golgi-associated vesicle,MAP kinase kinase activity,MAPK cascade,Rho GTPase binding,SNARE binding,Wnt signalosome,Wnt signalosome assembly,actin binding,activation of MAPK activity,activation of MAPKK activity,amphisome,autolysosome,autophagy,axon,beta-catenin destruction complex binding,calcium-mediated signaling,canonical Wnt signaling pathway,caveola neck,cell junction,cellular protein localization,cellular response to dopamine,cellular response to manganese ion,cellular response to oxidative stress,cellular response to starvation,clathrin binding,co-receptor binding,cytoplasm,cytoplasmic side of mitochondrial outer membrane,cytoplasmic vesicle,cytosol,dendrite,dendrite cytoplasm,determination of adult lifespan,endocytosis,endoplasmic reticulum,endosome,excitatory postsynaptic potential,exploration behavior,extracellular exosome,extracellular spaceAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsBenign C=0, CT=64 C=0.0, CT=1.0 0.00001 670.618 64 C=0/0, CT=25/39



chr12:40702846 T/T A T SNV LRRK2 LRRK2:intronic:NM_198578.3 1 100 intronic NM_198578.3c.4190-62A>Tp.? -3.49 ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers7305344,rs928530607 YES Leucine-rich repeat kinase 2 (dardarin)ATP binding,GTP binding,GTP metabolic process,GTP-dependent protein kinase activity,GTPase activator activity,GTPase activity,Golgi apparatus,Golgi organization,Golgi-associated vesicle,MAP kinase kinase activity,MAPK cascade,Rho GTPase binding,SNARE binding,Wnt signalosome,Wnt signalosome assembly,actin binding,activation of MAPK activity,activation of MAPKK activity,amphisome,autolysosome,autophagy,axon,beta-catenin destruction complex binding,calcium-mediated signaling,canonical Wnt signaling pathway,caveola neck,cell junction,cellular protein localization,cellular response to dopamine,cellular response to manganese ion,cellular response to oxidative stress,cellular response to starvation,clathrin binding,co-receptor binding,cytoplasm,cytoplasmic side of mitochondrial outer membrane,cytoplasmic vesicle,cytosol,dendrite,dendrite cytoplasm,determination of adult lifespan,endocytosis,endoplasmic reticulum,endosome,excitatory postsynaptic potential,exploration behavior,extracellular exosome,extracellular spaceAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, T=24 A=0.0, T=1.0 0.00001 249.654 24 A=0/0, T=11/13

chr12:40713759 C/C T C SNV LRRK2 LRRK2:intronic:NM_198578.3 1 100 intronic NM_198578.3c.4828-31T>Cp.? 0.01 ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers1896252 0.4595 YES 4.756E-1 (pos.40713759) Leucine-rich repeat kinase 2 (dardarin)ATP binding,GTP binding,GTP metabolic process,GTP-dependent protein kinase activity,GTPase activator activity,GTPase activity,Golgi apparatus,Golgi organization,Golgi-associated vesicle,MAP kinase kinase activity,MAPK cascade,Rho GTPase binding,SNARE binding,Wnt signalosome,Wnt signalosome assembly,actin binding,activation of MAPK activity,activation of MAPKK activity,amphisome,autolysosome,autophagy,axon,beta-catenin destruction complex binding,calcium-mediated signaling,canonical Wnt signaling pathway,caveola neck,cell junction,cellular protein localization,cellular response to dopamine,cellular response to manganese ion,cellular response to oxidative stress,cellular response to starvation,clathrin binding,co-receptor binding,cytoplasm,cytoplasmic side of mitochondrial outer membrane,cytoplasmic vesicle,cytosol,dendrite,dendrite cytoplasm,determination of adult lifespan,endocytosis,endoplasmic reticulum,endosome,excitatory postsynaptic potential,exploration behavior,extracellular exosome,extracellular spaceAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=48 T=0.0, C=1.0 0.00001 810.185 48 T=0/0, C=23/25

chr1:200618238 C/C T C SNV DDX59 DDX59:exonic:NM_001031725.5 1 100 6 synonymous NM_001031725.5c.1431A>G p.(=) -3.29 0.03(COSM3746714),0.03(COSM3746715),0.03(COSM3746716)DEAD/DEAH box helicase,HIT zinc finger,Helicase conserved C-terminal domainrs6665604 0.0372 YES 1.0 (pos.200618238) hepatocellular_carcinomaDEAD box polypeptide 59ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA secondary structure unwinding,cytoplasm,integral component of membrane,intracellular,metal ion binding,nucleolusAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Genetic Diseases, Inborn;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Orofaciodigital Syndromes;Sex Chromosome DisordersT=0, C=58 T=0.0, C=1.0 0.00001 866.978 58 T=0/0, C=31/27

chr4:169315760 A/A C A SNV DDX60L DDX60L:exonic:NM_001012967.2 1 100 28 missense NM_001012967.2c.3666G>T p.Glu1222Asp -0.33 0.86 45 0.001 0.01(COSM4158897),0.01(COSM4909387)DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs3749499 0.0079 YES 9.108E-1 (pos.169315760)neoplasm DEAD box polypeptide 60-likeATP binding,RNA binding,helicase activity,nucleic acid bindingC=0, A=31 C=0.0, A=1.0 0.00001 465.817 31 C=0/0, A=14/17

chr4:169341435 G/G A G SNV DDX60L DDX60L:exonic:NM_001012967.2 1 100 18 missense NM_001012967.2c.2491T>C p.Cys831Arg 1.18 0.92 180 0 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs2130145,rs7963056452.00E-04 1.0 (pos.169341435) DEAD box polypeptide 60-likeATP binding,RNA binding,helicase activity,nucleic acid bindingA=0, G=68 A=0.0, G=1.0 0.00001 1053.56 68 A=0/0, G=46/22

chr12:40753303 G/G A G SNV LRRK2 LRRK2:intronic:NM_198578.3 1 100 intronic NM_198578.3c.7028+57A>Gp.? -1.46 ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers3789330 YES Leucine-rich repeat kinase 2 (dardarin)ATP binding,GTP binding,GTP metabolic process,GTP-dependent protein kinase activity,GTPase activator activity,GTPase activity,Golgi apparatus,Golgi organization,Golgi-associated vesicle,MAP kinase kinase activity,MAPK cascade,Rho GTPase binding,SNARE binding,Wnt signalosome,Wnt signalosome assembly,actin binding,activation of MAPK activity,activation of MAPKK activity,amphisome,autolysosome,autophagy,axon,beta-catenin destruction complex binding,calcium-mediated signaling,canonical Wnt signaling pathway,caveola neck,cell junction,cellular protein localization,cellular response to dopamine,cellular response to manganese ion,cellular response to oxidative stress,cellular response to starvation,clathrin binding,co-receptor binding,cytoplasm,cytoplasmic side of mitochondrial outer membrane,cytoplasmic vesicle,cytosol,dendrite,dendrite cytoplasm,determination of adult lifespan,endocytosis,endoplasmic reticulum,endosome,excitatory postsynaptic potential,exploration behavior,extracellular exosome,extracellular spaceAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=36 A=0.0, G=1.0 0.00001 563.744 36 A=0/0, G=11/25

chr4:169382991 C/A C A SNV DDX60L DDX60L:exonic:NM_001012967.2 1 53.33 5 synonymous NM_001012967.2c.465G>T p.(=) -1.12 0(COSM3336104),0(COSM4342260)DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs17612630,rs7573732680.1786 YES 0.0 (pos.169382990),1.249E-2;4.115E-3 (pos.169382991)adenocarcinomaDEAD box polypeptide 60-likeATP binding,RNA binding,helicase activity,nucleic acid bindingC=28, A=32 C=0.4667, A=0.5333 0.00001 323.555 60 C=11/17, A=25/7

chr12:41323480 C/T C T SNV CNTN1 CNTN1:intronic:NM_175038.2 1 50.99 intronic NM_175038.2c.464-118C>Tp.? -0.58 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs17622354 YES Contactin 1 Notch signaling pathway,anchored component of membrane,carbohydrate binding,cell adhesion,cerebellum development,extracellular exosome,membrane,membrane raft,myelin sheath,neuron projection development,plasma membrane,positive regulation of gene expression,positive regulation of neuron projection development,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of sodium ion transport,protein bindingBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Movement Disorders;Myasthenic Syndromes, Congenital;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Neuromuscular Junction Diseases;Parkinson Disease;Parkinsonian DisordersC=74, T=77 C=0.4901, T=0.5099 0.00001 813.396 151 C=40/34, T=44/33

chr12:41946453 C/C T C SNV PDZRN4 PDZRN4:intronic:NM_001164595.1 1 100 intronic NM_001164595.1c.1204-5T>Cp.? 1.94 PDZ domain,PDZ domain (Also known as DHR or GLGF),RING-type zinc-finger,Zinc finger, C3HC4 type (RING finger)rs285585 0.0034 1.0 (pos.41946453) PDZ domain-containing ring finger protein 4metal ion binding T=0, C=72 T=0.0, C=1.0 0.00001 1130.95 72 T=0/0, C=40/32

chr12:43819298 A/A G A SNV ADAMTS20 ADAMTS20:intronic:NM_025003.4 1 100 intronic NM_025003.4c.4284+19C>Tp.? -0.17 ADAM-TS Spacer 1,GON domain,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs10785430 0.467 YES 8.587E-1 (pos.43819298) A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 20extracellular matrix,extracellular matrix organization,extracellular space,metalloendopeptidase activity,negative regulation of apoptotic process,positive regulation of melanocyte differentiation,positive regulation of signal transduction,proteinaceous extracellular matrix,proteolysis,zinc ion bindingMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasG=0, A=34 G=0.0, A=1.0 0.00001 524.187 34 G=0/0, A=21/13

chr12:4383158 T/C T C SNV

CCND2,CCN

D2-AS1 CCND2-AS1:intronic_nc:NR_125790.1, CCND2:utr_5:NM_001759.3 1
95.45

intronic NR_125790.1, NM_001759.3c.-49T>C p.? -0.8 Cyclin, C-terminal domain,Cyclin, N-terminal domainrs3217786 5.00E-04 1.0 (pos.4383158) Cyclin D2 adult locomotory behavior,cell cycle,cell division,cellular response to X-ray,chromatin,cyclin D2-CDK4 complex,cyclin-dependent protein kinase holoenzyme complex,cytosol,long-term memory,negative regulation of apoptotic process,nuclear membrane,nucleolus,nucleoplasm,nucleus,positive regulation of G1/S transition of mitotic cell cycle,positive regulation of cell proliferation,positive regulation of cyclin-dependent protein serine/threonine kinase activity,positive regulation of protein phosphorylation,protein binding,protein kinase bindingAdnexal Diseases;Brain Diseases;Cardiomegaly;Cardiovascular Diseases;Central Nervous System Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Glucose Metabolism Disorders;Gonadal Disorders;Heart Diseases;Hydrocephalus;Intestinal Diseases;Intestinal Neoplasms;Limb Deformities, Congenital;Male Urogenital Diseases;Malformations of Cortical Development;Metabolic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Nutritional T=1, C=21 T=0.0455, C=0.9545 0.00001 245.686 22 T=1/0, C=13/8

chr6:35285720 C/C A C SNV DEF6 DEF6:exonic:NM_022047.3 1 100 6 missense NM_022047.3c.860A>C p.Asn287Thr 1.68 0.32 65 0.017 PH domain rs2395617 0.1142 YES 9.949E-1;0.0 (pos.35285720) Def6, mouse, homolog of,Defensin, alpha-6, Paneth cell-specificcytoskeleton,cytosol,filopodium,membrane,nucleoplasm,perinuclear region of cytoplasm,plasma membrane,protein bindingA=0, C=23 A=0.0, C=1.0 0.00001 316.717 23 A=0/0, C=9/14

chr8:6793540 T/T C T SNV DEFA4 DEFA4:utr_3:NM_001925.2 1 100 3 utr_3 NM_001925.2c.296G>A p.? -1.78 Defensin propeptide,Mammalian defensinrs736227 0.321 YES 6.151E-1 (pos.6793540) Defensin, alpha-4, corticostatinGolgi lumen,antibacterial humoral response,antifungal humoral response,antimicrobial humoral immune response mediated by antimicrobial peptide,antimicrobial humoral response,azurophil granule,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,defense response to fungus,extracellular region,extracellular space,innate immune response,killing of cells of other organism,neutrophil degranulation,protein homodimerization activity,specific granule lumenC=0, T=71 C=0.0, T=1.0 0.00001 1111.39 71 C=0/0, T=35/36

chr12:43945603 C/C A C SNV ADAMTS20 ADAMTS20:intronic:NM_025003.4 1 100 intronic NM_025003.4c.91+31T>Gp.? -0.88 ADAM-TS Spacer 1,GON domain,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs275602 0.014 YES 9.983E-1 (pos.43945603) A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 20extracellular matrix,extracellular matrix organization,extracellular space,metalloendopeptidase activity,negative regulation of apoptotic process,positive regulation of melanocyte differentiation,positive regulation of signal transduction,proteinaceous extracellular matrix,proteolysis,zinc ion bindingMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasA=0, C=100 A=0.0, C=1.0 0.00001 1702.08 100 A=0/0, C=34/66

chr12:44139805 A/T A T SNV PUS7L PUS7L:intronic:NM_001098614.2 1 53.13 intronic NM_001098614.2c.1263+44T>Ap.? 0.16 tRNA pseudouridine synthase D (TruD)rs11182246 0.1131 YES 1.903E-1 (pos.44139805) RNA binding,protein binding,pseudouridine synthase activity,pseudouridine synthesis,tRNA processingA=30, T=34 A=0.4688, T=0.5313 0.00001 347.787 64 A=17/13, T=12/22

chr12:44338153 A/A T A SNV TMEM117 TMEM117:intronic:NM_032256.2 1 100 intronic NM_032256.2c.410+8T>Ap.? -0.37 TMEM117 protein familyrs6582491 1.00E-04 1.0 (pos.44338153) endoplasmic reticulum,integral component of membrane,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,molecular_function,plasma membraneT=0, A=30 T=0.0, A=1.0 0.00001 446.639 30 T=0/0, A=12/18

chr8:6793581 A/G A G SNV DEFA4 DEFA4:exonic:NM_001925.2 1 45.45 3 synonymous NM_001925.2c.255T>C p.(=) -0.6 0.01(COSM3982565)Defensin propeptide,Mammalian defensinrs2738100 0.3799 YES 4.603E-1 (pos.6793581) acute_myeloid_leukaemiaDefensin, alpha-4, corticostatinGolgi lumen,antibacterial humoral response,antifungal humoral response,antimicrobial humoral immune response mediated by antimicrobial peptide,antimicrobial humoral response,azurophil granule,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,defense response to fungus,extracellular region,extracellular space,innate immune response,killing of cells of other organism,neutrophil degranulation,protein homodimerization activity,specific granule lumenA=36, G=30 A=0.5455, G=0.4545 0.00001 285.782 66 A=23/13, G=5/25

chr8:6735399 T/T C T SNV DEFB1 DEFB1:utr_5:NM_005218.3 1 100 1 utr_5 NM_005218.3c.-20G>A p.? -1.03 Beta defensin rs11362 0.4393 YES 3.772E-1 (pos.6735399) Defensin, beta-1CCR6 chemokine receptor binding,G-protein coupled receptor signaling pathway,Golgi lumen,acute inflammatory response,antibacterial humoral response,antimicrobial humoral immune response mediated by antimicrobial peptide,antimicrobial humoral response,cAMP-mediated signaling,calcium-mediated signaling using intracellular calcium source,chemotaxis,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,defense response to bacterium,extracellular exosome,extracellular region,extracellular space,extrinsic component of membrane,identical protein binding,immune response,innate immune response,innate immune response in mucosa,microvesicle,positive regulation of flagellated sperm motility involved in capacitation,protein binding,response to bacterium,response to testosterone,sperm midpieceDermatitis;Dermatitis, Contact;Diabetes Mellitus;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Male Urogenital Diseases;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Urogenital NeoplasmsC=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=12/15

chr12:45444238 A/A T A SNV DBX2 DBX2:intronic:NM_001004329.2 1 100 intronic NM_001004329.2c.403+70A>Tp.? -0.59 Homeobox domainrs11182810 YES nucleus,regulation of transcription, DNA-templated,sequence-specific DNA bindingT=0, A=72 T=0.0, A=1.0 0.00001 1130.95 72 T=0/0, A=31/41

chr8:6735423 G/G C G SNV DEFB1 DEFB1:utr_5:NM_005218.3 1 100 1 utr_5 NM_005218.3c.-44G>C p.? -1.15 Beta defensin rs1800972 0.2051 YES 8.811E-1 (pos.6735423) Defensin, beta-1CCR6 chemokine receptor binding,G-protein coupled receptor signaling pathway,Golgi lumen,acute inflammatory response,antibacterial humoral response,antimicrobial humoral immune response mediated by antimicrobial peptide,antimicrobial humoral response,cAMP-mediated signaling,calcium-mediated signaling using intracellular calcium source,chemotaxis,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,defense response to bacterium,extracellular exosome,extracellular region,extracellular space,extrinsic component of membrane,identical protein binding,immune response,innate immune response,innate immune response in mucosa,microvesicle,positive regulation of flagellated sperm motility involved in capacitation,protein binding,response to bacterium,response to testosterone,sperm midpieceDermatitis;Dermatitis, Contact;Diabetes Mellitus;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Male Urogenital Diseases;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Urogenital NeoplasmsC=0, G=27 C=0.0, G=1.0 0.00001 389.989 27 C=0/0, G=12/15

chr20:76962 C/C T C SNV DEFB125 DEFB125:exonic:NM_153325.3 1 100 2 synonymous NM_153325.3c.375T>C p.(=) -1.84 Beta defensin rs6111385 0.1857 YES 6.921E-1 (pos.76962) cell surface,defense response to bacterium,extracellular region,innate immune responseT=0, C=93 T=0.0, C=1.0 0.00001 1554.66 93 T=0/0, C=52/41

chr12:45664213 A/A G A SNV ANO6 ANO6:intronic:NM_001204803.1 1 100 intronic NM_001204803.1c.71-32G>Ap.? -0.77 Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs10748415 1.0 (pos.45664213) Anoctamin 6activation of blood coagulation via clotting cascade,bleb assembly,blood coagulation,bone mineralization involved in bone maturation,calcium activated cation channel activity,calcium activated galactosylceramide scrambling,calcium activated phosphatidylcholine scrambling,calcium activated phosphatidylserine scrambling,calcium ion transmembrane transport,cation transport,cell surface,chloride channel complex,chloride transmembrane transport,chloride transport,cytosol,dendritic cell chemotaxis,extracellular exosome,intracellular,intracellular calcium activated chloride channel activity,ion transmembrane transport,lipid transport,membrane,negative regulation of cell volume,neutrophil degranulation,phosphatidylserine exposure on blood platelet,phospholipid scramblase activity,phospholipid scrambling,plasma membrane,pore complex assembly,positive regulation of apoptotic process,positive regulation of bone mineralization,positive regulation of endothelial cell apoptotic process,positive regulation of ion transmembrAnkylosis;Arthritis;Blood Coagulation Disorders;Bone Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Joint Diseases;Musculoskeletal Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, AnkylosingG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=7/16

chr12:45695735 A/A C A SNV ANO6 ANO6:intronic:NM_001204803.1 1 100 intronic NM_001204803.1c.134-62C>Ap.? -0.76 Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs4140756 YES Anoctamin 6activation of blood coagulation via clotting cascade,bleb assembly,blood coagulation,bone mineralization involved in bone maturation,calcium activated cation channel activity,calcium activated galactosylceramide scrambling,calcium activated phosphatidylcholine scrambling,calcium activated phosphatidylserine scrambling,calcium ion transmembrane transport,cation transport,cell surface,chloride channel complex,chloride transmembrane transport,chloride transport,cytosol,dendritic cell chemotaxis,extracellular exosome,intracellular,intracellular calcium activated chloride channel activity,ion transmembrane transport,lipid transport,membrane,negative regulation of cell volume,neutrophil degranulation,phosphatidylserine exposure on blood platelet,phospholipid scramblase activity,phospholipid scrambling,plasma membrane,pore complex assembly,positive regulation of apoptotic process,positive regulation of bone mineralization,positive regulation of endothelial cell apoptotic process,positive regulation of ion transmembrAnkylosis;Arthritis;Blood Coagulation Disorders;Bone Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Joint Diseases;Musculoskeletal Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, AnkylosingC=0, A=23 C=0.0, A=1.0 0.00001 316.748 23 C=0/0, A=16/7

chr12:46215163 A/A G A SNV ARID2 ARID2:intronic:NM_152641.3 1 100 intronic NM_152641.3c.638-40G>Ap.? -0.73 ARID/BRIGHT DNA binding domain,RFX DNA-binding domainrs2059404 0.4751 YES 4.397E-1 (pos.46215163) AT-rich interaction domain-containing protein 2DNA binding,cardiac muscle cell proliferation,coronary artery morphogenesis,covalent chromatin modification,embryonic organ development,heart morphogenesis,homeostatic process,metal ion binding,negative regulation of cell migration,negative regulation of cell proliferation,nucleic acid binding,nucleoplasm,nucleosome disassembly,plasma membrane,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialG=0, A=80 G=0.0, A=1.0 0.00001 1294.65 80 G=0/0, A=43/37

chr12:464254 C/C T C SNV KDM5A KDM5A:intronic:NM_001042603.2 1 100 intronic NM_001042603.2c.870+70A>Gp.? -0.04 ARID/BRIGHT DNA binding domain,C5HC2 zinc finger,JmjC domain, hydroxylase,PHD-finger,PLU-1-like protein,jmjN domainrs3759371 YES Lysine(K)-specific demethylase 5ADNA binding,DNA binding transcription factor activity,chromatin DNA binding,circadian regulation of gene expression,core promoter sequence-specific DNA binding,cyclin-dependent protein kinase activating kinase holoenzyme complex,dioxygenase activity,histone H3-K4 demethylation,histone H3-K4 demethylation, trimethyl-H3-K4-specific,histone H3-K9 demethylation,histone binding,histone demethylase activity,histone demethylase activity (H3-K9 specific),histone demethylase activity (H3-dimethyl-K4 specific),histone demethylase activity (H3-trimethyl-K4 specific),male gonad development,methylated histone binding,negative regulation of histone deacetylase activity,negative regulation of transcription from RNA polymerase II promoter,nucleolus,nucleoplasm,nucleus,oxidation-reduction process,positive regulation of transcription, DNA-templated,protein binding,protein-DNA complex,regulation of DNA binding transcription factor activity,spermatogenesis,transcription coactivator activity,transcription from RNA polymerase II pIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsT=0, C=111 T=0.0, C=1.0 0.00001 1736.75 111 T=0/0, C=70/41

chr12:46755112 T/T A T SNV SLC38A2 SLC38A2:intronic:NM_018976.4 1 100 intronic NM_018976.4c.1423-120T>Ap.? -3.87 Transmembrane amino acid transporter proteinrs7961994 YES Solute carrier family 38, member 2alanine transport,amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,axon,brush border,cellular response to amino acid starvation,cellular response to mechanical stimulus,cerebral cortex development,dendrite,female pregnancy,glutamate secretion,glycine betaine transport,integral component of membrane,integral component of plasma membrane,neuronal cell body,plasma membrane,protein binding,sarcolemma,sodium ion transport,symporter activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, T=27 A=0.0, T=1.0 0.00001 389.988 27 A=0/0, T=14/13

chr12:46758494 G/G A G SNV SLC38A2 SLC38A2:intronic:NM_018976.4 1 100 intronic NM_018976.4c.647-9T>C p.? -0.4 Transmembrane amino acid transporter proteinrs2307061,rs770634586 0.3865 YES 8.156E-1;0.0;0.0 (pos.46758494) Solute carrier family 38, member 2alanine transport,amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,axon,brush border,cellular response to amino acid starvation,cellular response to mechanical stimulus,cerebral cortex development,dendrite,female pregnancy,glutamate secretion,glycine betaine transport,integral component of membrane,integral component of plasma membrane,neuronal cell body,plasma membrane,protein binding,sarcolemma,sodium ion transport,symporter activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, G=78 A=0.0, G=1.0 0.00001 1249.35 78 A=0/0, G=43/35

chr12:46759017 A/A T A SNV SLC38A2 SLC38A2:intronic:NM_018976.4 1 100 intronic NM_018976.4c.564-45A>Tp.? 0.9 Transmembrane amino acid transporter proteinrs7968173 0.3793 YES 8.196E-1 (pos.46759017) Solute carrier family 38, member 2alanine transport,amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,axon,brush border,cellular response to amino acid starvation,cellular response to mechanical stimulus,cerebral cortex development,dendrite,female pregnancy,glutamate secretion,glycine betaine transport,integral component of membrane,integral component of plasma membrane,neuronal cell body,plasma membrane,protein binding,sarcolemma,sodium ion transport,symporter activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=0, A=49 T=0.0, A=1.0 0.00001 831.633 49 T=0/0, A=21/28

chr12:46761127 A/A G A SNV SLC38A2 SLC38A2:intronic:NM_018976.4 1 100 intronic NM_018976.4c.315-4C>T p.? -0.01 Transmembrane amino acid transporter proteinrs10880959 0.3795 YES 8.159E-1 (pos.46761127) Solute carrier family 38, member 2alanine transport,amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,axon,brush border,cellular response to amino acid starvation,cellular response to mechanical stimulus,cerebral cortex development,dendrite,female pregnancy,glutamate secretion,glycine betaine transport,integral component of membrane,integral component of plasma membrane,neuronal cell body,plasma membrane,protein binding,sarcolemma,sodium ion transport,symporter activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, A=48 G=0.0, A=1.0 0.00001 810.435 48 G=0/0, A=14/34

chr20:238436 T/T TGGTCTT T INDEL DEFB132 DEFB132:exonic:NM_207469.2 6 100 1 nonframeshiftDeletion NM_207469.2c.20_25delTCTTGGp.Val7_Leu8del 1.67, 0.92, -0.14, 0.49, 0.14, 1.68, 0.51 Beta defensin rs371825938,rs66489228,rs74636637,rs79204234,rs866849183YES 6.749E-1 (pos.238435) cell surface,defense response to Gram-negative bacterium,defense response to bacterium,extracellular space,innate immune response,killing of cells of other organism,sperm headTGGTCTT=0, T=32TGGTCTT=0.0, T=1.0 0.00001 485.141 32 TGGTCTT=0/0, T=10/22

chr12:47170621 A/A C A SNV SLC38A4 SLC38A4:intronic:NM_001143824.1 1 100 intronic NM_001143824.1c.1174+66G>Tp.? -0.27 Transmembrane amino acid transporter proteinrs12316767 YES Solute carrier family 38 (amino acid transporter), member 4amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,integral component of membrane,integral component of plasma membrane,plasma membrane,sodium ion transport,symporter activityC=0, A=23 C=0.0, A=1.0 0.00001 316.747 23 C=0/0, A=7/16

chr12:47173830 A/A G A SNV SLC38A4 SLC38A4:intronic:NM_001143824.1 1 100 intronic NM_001143824.1c.494-17C>Tp.? 1.12 Transmembrane amino acid transporter proteinrs2287471 0.2118 YES 1.338E-1 (pos.47173830) Solute carrier family 38 (amino acid transporter), member 4amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,integral component of membrane,integral component of plasma membrane,plasma membrane,sodium ion transport,symporter activityG=0, A=33 G=0.0, A=1.0 0.00001 504.593 33 G=0/0, A=20/13

chr7:140244560 T/T C T SNV DENND2A DENND2A:exonic:NM_015689.4 1 100 14 missense NM_015689.4c.2185G>A p.Glu729Lys 4.77 0.02 56 0.068 0.96(COSM3762432),0.96(COSM3762433)DENN (AEX-3) domain,dDENN domain,uDENN domainrs2293177 0.3049 YES 1.725E-1 (pos.140244560)adenocarcinoma,hepatocellular_carcinomaRab guanyl-nucleotide exchange factor activity,actin cytoskeleton,cytosol,protein transport,regulation of molecular function,retrograde transport, endosome to GolgiC=0, T=42 C=0.0, T=1.0 0.00001 685.206 42 C=0/0, T=24/18

chr1:115168600 T/T A T SNV DENND2C DENND2C:exonic:NM_001256404.1 1 100 4 missense NM_001256404.1c.6T>A p.Asp2Glu 0.65 0.33 45 0.084 0.25(COSM3735919),0.25(COSM3735920)DENN (AEX-3) domain,dDENN domain,uDENN domainrs7541738 0.276 YES 1.165E-4;0.0 (pos.115168600)adenocarcinoma,malignant_melanomaRab guanyl-nucleotide exchange factor activity,regulation of molecular functionA=0, T=33 A=0.0, T=1.0 0.00001 504.569 33 A=0/0, T=23/10

chr12:48084556 T/T C T SNV RPAP3 RPAP3:intronic:NM_024604.2 1 100 intronic NM_024604.2c.546-134G>Ap.? -0.06 Potential Monad-binding region of RPAP3,TPR repeat,Tetratricopeptide repeatrs1233054 YES RNA polymerase II-associated protein 3R2TP complex,protein binding C=0, T=51 C=0.0, T=1.0 0.00001 754.584 51 C=0/0, T=23/28

chr12:48110608 G/G A G SNV ENDOU ENDOU:intronic:NM_001172439.1 1 100 intronic NM_001172439.1c.551+65T>Cp.? -0.19 Endoribonuclease XendoU,Somatomedin B domainrs2524318 YES Endonuclease polyU-specificRNA binding,RNA phosphodiester bond hydrolysis, endonucleolytic,cytoplasm,endoribonuclease activity,extracellular region,extracellular space,female pregnancy,growth factor activity,immune response,manganese ion binding,plasma membrane,polysaccharide binding,proteolysis,receptor-mediated endocytosis,regulation of receptor activity,scavenger receptor activity,serine-type peptidase activityA=0, G=224 A=0.0, G=1.0 0.00001 3585.36 224 A=0/0, G=115/109

chr12:48132451 C/C T C SNV RAPGEF3 RAPGEF3:intronic:NM_001098531.2 1 100 intronic NM_001098531.2c.2526+22A>Gp.? -2.9 Cyclic nucleotide-binding domain,Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),RasGEF N-terminal motif,RasGEF domainrs2072116,rs774212804 0.1701 YES 0.0 (pos.48132450),9.837E-1 (pos.48132451) Acute Kidney Injury;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Pulmonary Disease, Chronic Obstructive;Renal Insufficiency;Respiratory Tract Diseases;Urologic DiseasesT=0, C=87 T=0.0, C=1.0 0.00001 1431.39 87 T=0/0, C=39/48

chr17:54921494 C/C A C SNV DGKE DGKE:exonic:NM_003647.2 1 100 3 synonymous NM_003647.2c.579A>C p.(=) -0.41 0(COSM6353794)Diacylglycerol kinase accessory domain,Diacylglycerol kinase catalytic domain,Phorbol esters/diacylglycerol binding domain (C1 domain)rs3760158 0.2642 YES 9.235E-1;2.317E-4 (pos.54921494)carcinoma Diacylglycerol kinase, epsilon, 64-kDATP binding,NAD+ kinase activity,cytoplasm,cytosol,diacylglycerol kinase activity,integral component of membrane,intracellular signal transduction,kinase activity,lipid phosphorylation,membrane,metal ion binding,nucleus,phospholipid biosynthetic process,phosphorylation,plasma membrane,platelet activation,protein kinase C-activating G-protein coupled receptor signaling pathwayAnemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Blood Platelet Disorders;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, Membranoproliferative;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Thrombocytopenia;Thrombotic Microangiopathies;Uremia;Urologic DiseasesBenign A=0, C=29 A=0.0, C=1.0 0.00001 427.526 29 A=0/0, C=16/13

chr12:48537624 G/G A G SNV PFKM PFKM:intronic:NM_001166686.1 1 100 intronic NM_001166686.1c.2093+27A>Gp.? 0.11 Phosphofructokinasers4075913 0.17 YES 4.123E-1 (pos.48537624) Phosphofructokinase, muscle type6-phosphofructokinase activity,6-phosphofructokinase complex,ATP binding,apical plasma membrane,canonical glycolysis,carbohydrate phosphorylation,cytosol,extracellular exosome,fructose 6-phosphate metabolic process,fructose binding,glucose homeostasis,glycogen catabolic process,glycolysis from storage polysaccharide through glucose-1-phosphate,glycolytic process,glycolytic process through fructose-6-phosphate,identical protein binding,kinase binding,metal ion binding,muscle cell cellular homeostasis,nucleus,positive regulation of insulin secretion,positive regulation of transcription from RNA polymerase II promoter,protein C-terminus binding,protein binding,protein homodimerization activity,protein oligomerization,sperm principal pieceCarbohydrate Metabolism, Inborn Errors;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Glycogen Storage Disease;Glycogen Storage Disease Type VII;Heart Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myocardial Ischemia;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Vascular DiseasesBenign A=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=9/12

chr12:48537629 G/C G C SNV PFKM PFKM:intronic:NM_001166686.1 1 47.62 intronic NM_001166686.1c.2093+32G>Cp.? 0.7 Phosphofructokinasers4075914 0.0844 YES 1.159E-4;0.0 (pos.48537629) Phosphofructokinase, muscle type6-phosphofructokinase activity,6-phosphofructokinase complex,ATP binding,apical plasma membrane,canonical glycolysis,carbohydrate phosphorylation,cytosol,extracellular exosome,fructose 6-phosphate metabolic process,fructose binding,glucose homeostasis,glycogen catabolic process,glycolysis from storage polysaccharide through glucose-1-phosphate,glycolytic process,glycolytic process through fructose-6-phosphate,identical protein binding,kinase binding,metal ion binding,muscle cell cellular homeostasis,nucleus,positive regulation of insulin secretion,positive regulation of transcription from RNA polymerase II promoter,protein C-terminus binding,protein binding,protein homodimerization activity,protein oligomerization,sperm principal pieceCarbohydrate Metabolism, Inborn Errors;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Glycogen Storage Disease;Glycogen Storage Disease Type VII;Heart Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myocardial Ischemia;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Vascular DiseasesBenign G=11, C=10 G=0.5238, C=0.4762 0.00001 82.2901 21 G=6/5, C=3/7

chr3:185990096 T/T C T SNV DGKG DGKG:exonic:NM_001346.2 1 100 11 missense NM_001346.2c.947G>A p.Arg316Lys 0.84 1 26 0 Diacylglycerol kinase N-terminus,Diacylglycerol kinase accessory domain,Diacylglycerol kinase catalytic domain,EF hand,Phorbol esters/diacylglycerol binding domain (C1 domain)rs2193587 0.2122 YES 7.292E-1;0.0 (pos.185990096) Diacylglycerol kinase, gamma, 90-kDATP binding,NAD+ kinase activity,calcium ion binding,cytoplasm,diacylglycerol kinase activity,glycerolipid metabolic process,intracellular,intracellular signal transduction,lipid phosphorylation,metal ion binding,neuron development,plasma membrane,platelet activation,protein kinase C-activating G-protein coupled receptor signaling pathway,signal transductionPhosphatidyl serine C=0, T=31 C=0.0, T=1.0 0.00001 465.82 31 C=0/0, T=16/15

chr1:12640650 C/T C T SNV DHRS3 DHRS3:exonic:NM_004753.6 1 52.27 2 synonymous NM_004753.6c.240G>A p.(=) -4.96 0.06(COSM3750296)Enoyl-(Acyl carrier protein) reductase,KR domain,Polysaccharide biosynthesis protein,short chain dehydrogenasers11540058 0.2071 YES 1.041E-3 (pos.12640650) adenocarcinomaShort-chain dehydrogenase/reductase family, member 3NADP-retinol dehydrogenase activity,bone morphogenesis,cardiac septum morphogenesis,electron transfer activity,electron transport chain,endoplasmic reticulum membrane,integral component of membrane,negative regulation of retinoic acid receptor signaling pathway,nucleotide binding,outflow tract morphogenesis,oxidation-reduction process,palate development,photoreceptor outer segment membrane,regulation of ossification,retinoid metabolic process,retinol dehydrogenase activity,retinol metabolic process,visual perceptionVitamin A C=21, T=23 C=0.4773, T=0.5227 0.00001 260.079 44 C=11/10, T=13/10

chr2:169952233 T/C T C SNV DHRS9 DHRS9:exonic:NM_001142271.1 1 50 5 synonymous NM_001142271.1c.916T>C p.(=) 0.29 0.53(COSM3757751),0.53(COSM3757752)Enoyl-(Acyl carrier protein) reductase,short chain dehydrogenasers1059261 0.2009 YES 3.182E-1 (pos.169952233)acute_myeloid_leukaemia,adenocarcinoma,carcinomaShort-chain dehydrogenase/reductase family, member 99-cis-retinoic acid biosynthetic process,alcohol dehydrogenase (NAD) activity,androgen metabolic process,endoplasmic reticulum membrane,epithelial cell differentiation,integral component of endoplasmic reticulum membrane,organelle membrane,oxidation-reduction process,progesterone metabolic process,racemase and epimerase activity,retinol dehydrogenase activity,retinol metabolic process,testosterone dehydrogenase (NAD+) activityT=13, C=13 T=0.5, C=0.5 0.00001 119.163 26 T=5/8, C=9/4

chrX:2161129 G/G C G SNV DHRSX DHRSX:exonic:NM_145177.2 1 100 6 missense NM_145177.2c.739G>C p.Val247Leu 4.48 1 32 0.003 0.01(COSM4419609)Enoyl-(Acyl carrier protein) reductase,GDP-mannose 4,6 dehydratase,KR domain,NAD dependent epimerase/dehydratase family,short chain dehydrogenasers1127915 0.2668 YES 2.345E-1;0.0 (pos.2161129)acute_myeloid_leukaemia,diffuse_large_B_cell_lymphomaextracellular region,oxidation-reduction process,oxidoreductase activity,positive regulation of autophagyC=0, G=124 C=0.0, G=1.0 0.00001 2017.48 124 C=0/0, G=74/50

chr12:125434580 T/T C T SNV DHX37 DHX37:exonic:NM_032656.3 1 100 25 missense NM_032656.3c.3242G>A p.Arg1081Gln -0.03 0.33 43 0.024 0.07(COSM3753030)DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs4447263 0.4126 YES 8.449E-1 (pos.125434580)adenocarcinoma,ductal_carcinomaDEAH box polypeptide 37ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,cytoplasm,helicase activity,nucleic acid binding,nucleolus,nucleoplasm,rRNA processingC=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=14/10

chr12:48741219 T/T A T SNV ZNF641 ZNF641:intronic:NM_001172681.1 1 100 intronic NM_001172681.1c.185-93T>Ap.? -0.06 KRAB box,Zinc finger, C2H2 typers901962 YES Zinc finger protein 641DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cytosol,metal ion binding,nucleic acid binding,nucleoplasm,nucleus,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, T=58 A=0.0, T=1.0 0.00001 867.385 58 A=0/0, T=35/23

chr12:125437019 C/C T C SNV DHX37 DHX37:exonic:NM_032656.3 1 100 21 synonymous NM_032656.3c.2793A>G p.(=) -1.53 0.2(COSM3721474)DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs4429156 0.4126 YES 8.44E-1 (pos.125437019) neoplasm,squamous_cell_carcinomaDEAH box polypeptide 37ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,cytoplasm,helicase activity,nucleic acid binding,nucleolus,nucleoplasm,rRNA processingT=0, C=62 T=0.0, C=1.0 0.00001 940.271 62 T=0/0, C=30/32

chr12:125438516 C/C T C SNV DHX37 DHX37:exonic:NM_032656.3 1 100 20 missense NM_032656.3c.2605A>G p.Ser869Gly 5.54 1 56 0 0.15(COSM203005)DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs4516060 0.4144 YES 8.399E-1 (pos.125438516)adenocarcinomaDEAH box polypeptide 37ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,cytoplasm,helicase activity,nucleic acid binding,nucleolus,nucleoplasm,rRNA processingT=0, C=35 T=0.0, C=1.0 0.00001 543.899 35 T=0/0, C=19/16

chr12:125438523 T/T C T SNV DHX37 DHX37:exonic:NM_032656.3 1 100 20 synonymous NM_032656.3c.2598G>A p.(=) 0.02 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs4258464 0.4172 YES 8.399E-1 (pos.125438523) DEAH box polypeptide 37ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,cytoplasm,helicase activity,nucleic acid binding,nucleolus,nucleoplasm,rRNA processingC=0, T=35 C=0.0, T=1.0 0.00001 543.872 35 C=0/0, T=19/16

chr12:49212806 C/T C T SNV CACNB3 CACNB3:intronic:NM_001206917.1 1 46.43 intronic NM_001206917.1c.7-4321C>Tp.? -0.03 Guanylate kinase,Voltage gated calcium channel subunit beta domain 4Aa N terminalrs12369114 0.1767 YES 2.475E-3 (pos.49212806) Calcium channel, voltage-dependent, beta 3 subunitL-type voltage-gated calcium channel complex,T cell receptor signaling pathway,apical plasma membrane,calcium channel activity,calcium ion transmembrane transport,calcium ion transmembrane transport via high voltage-gated calcium channel,calcium ion transport,calcium ion transport into cytosol,cardiac conduction,chemical synaptic transmission,cytosol,high voltage-gated calcium channel activity,membrane,membrane depolarization,neuromuscular junction development,plasma membrane,protein binding,protein kinase binding,protein localization to plasma membrane,regulation of membrane repolarization during action potential,regulation of voltage-gated calcium channel activity,transport,voltage-gated calcium channel activity,voltage-gated calcium channel complexAdnexal Diseases;Bipolar Disorder;Bipolar and Related Disorders;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Mental Disorders;Neoplasms;Ovarian Cysts;Ovarian DiseasesCalcium Citrate,Calcium Phosphate,Dronedarone,Mibefradil,Nimodipine,Spironolactone,Trimebutine,VerapamilC=15, T=13 C=0.5357, T=0.4643 0.00001 117.914 28 C=6/9, T=11/2

chr2:39050141 C/C A C SNV DHX57 DHX57:exonic:NM_198963.2 1 100 17 synonymous NM_198963.2c.3285T>G p.(=) 0.12 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-fold,RNA-binding, Nab2-type zinc finger,RWD domain,Zinc finger C-x8-C-x5-C-x3-H type (and similar)rs3770681 0.3505 YES 8.34E-1 (pos.39050141) ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,helicase activity,metal ion binding,mitochondrion,protein bindingA=0, C=45 A=0.0, C=1.0 0.00001 747.377 45 A=0/0, C=19/26

chr2:39082344 C/C T C SNV DHX57 DHX57:exonic:NM_198963.2 1 100 8 missense NM_198963.2c.1760A>G p.Asn587Ser 0.62 1 46 0 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-fold,RNA-binding, Nab2-type zinc finger,RWD domain,Zinc finger C-x8-C-x5-C-x3-H type (and similar)rs7598922 0.3678 YES 8.34E-1 (pos.39082344) ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,helicase activity,metal ion binding,mitochondrion,protein bindingT=0, C=57 T=0.0, C=1.0 0.00001 849.609 57 T=0/0, C=26/31

chr12:49580752 AC/A AC A INDEL TUBA1A TUBA1A:intronic:NM_006009.3 1 57.14 intronic NM_006009.3c.4-136GT>Tp.? 0.05, -0.44 Tubulin C-terminal domain,Tubulin/FtsZ family, GTPase domainrs34741313,rs76409127,rs776259678YES Tubulin, alpha-1AG2/M transition of mitotic cell cycle,GTP binding,GTPase activity,cell division,ciliary basal body-plasma membrane docking,cytoplasmic microtubule,cytoplasmic ribonucleoprotein granule,cytoskeleton organization,cytoskeleton-dependent intracellular transport,cytosol,extracellular exosome,membrane raft,microtubule,microtubule cytoskeleton,microtubule-based process,myelin sheath,nucleus,protein binding,protein domain specific binding,recycling endosome,regulation of G2/M transition of mitotic cell cycle,structural constituent of cytoskeleton,structural molecule activityCardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Heart Diseases;Intellectual Disability;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Malformations of Cortical Development, Group II;Mental Disorders;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Ischemia;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Vascular Diseases2-MERCAPTO-N-1,2,3,10-TETRAMETHOXY-9-OXO-5,6,7,9-TETRAHYDRO-BENZOAHEPTALEN-7-YLACETAMIDE,Albendazole,CYT997,Epothilone D,Mebendazole,Patupilone,VinblastineAC=18, A=24AC=0.4286, A=0.5714 0.00001 279.086 42 AC=11/7, A=8/16

chr12:50291735 C/C G C SNV FAIM2 FAIM2:intronic:NM_012306.3 1 100 intronic NM_012306.3c.315+35C>Gp.? -1.1 Inhibitor of apoptosis-promoting Bax1rs297937 0.466 YES 7.852E-1 (pos.50291735) FAS apoptotic inhibitory molecule 2Golgi apparatus,apoptotic process,cell junction,cerebellar Purkinje cell differentiation,cerebellar Purkinje cell layer development,cerebellar granular layer development,cerebellum development,endoplasmic reticulum,integral component of membrane,membrane raft,negative regulation of apoptotic process,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of neuron apoptotic process,postsynaptic membrane,regulation of neuron apoptotic process,response to ischemiaG=0, C=51 G=0.0, C=1.0 0.00001 754.426 51 G=0/0, C=41/10

chr12:50744094 A/A G A SNV FAM186A FAM186A:intronic:NM_001145475.2 1 100 intronic NM_001145475.2c.6503+18C>Tp.? -0.03 rs7296277 0 YES 1.0 (pos.50744094) G=0, A=50 G=0.0, A=1.0 0.00001 852.725 50 G=0/0, A=33/17

chr1:182850727 C/C T C SNV DHX9 DHX9:exonic:NM_001357.4 1 100 24 synonymous NM_001357.4c.2859T>C p.(=) -0.05 DEAD/DEAH box helicase,Double-stranded RNA binding motif,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs6677840 0 1.0 (pos.182850727) DEAH (Asp-Glu-Ala-His) box polypeptide 9ATP binding,ATP-dependent 3'-5' DNA helicase activity,ATP-dependent 3'-5' DNA/RNA helicase activity,ATP-dependent 3'-5' RNA helicase activity,ATP-dependent DNA helicase activity,ATP-dependent RNA helicase activity,ATPase activity,CRD-mediated mRNA stability complex,CRD-mediated mRNA stabilization,DNA binding,DNA duplex unwinding,DNA replication,DNA replication origin binding,DNA-templated transcription, termination,DNA-templated viral transcription,G-quadruplex DNA unwinding,RISC complex binding,RISC-loading complex,RNA binding,RNA helicase activity,RNA polymerase II core binding,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription cofactor activity,RNA polymerase II transcription factor binding,RNA polymerase binding,RNA processing,RNA secondary structure unwinding,RNA stem-loop binding,actin cytoskeleton,alternative mRNA splicing, via spliceosome,cellular response to exogenous dsRNA,cellular response to tumor necrosis factor,centrosome,chromatin DNA binding,core promoter bindT=0, C=61 T=0.0, C=1.0 0.00001 921.096 61 T=0/0, C=8/53

chr20:61512606 C/C T C SNV DIDO1 DIDO1:exonic:NM_001193369.1 1 100 16 missense NM_001193369.1c.4702A>G p.Thr1568Ala -0.37 0.64 58 0 0.03(COSM3758729)PHD-finger,SPOC domain,Transcription factor S-II (TFIIS), central domainrs910148 0.0136 1.0 (pos.61512606) adenocarcinoma,neoplasm RNA binding,apoptotic signaling pathway,cytoplasm,metal ion binding,nucleus,spindle,transcription, DNA-templatedT=0, C=42 T=0.0, C=1.0 0.00001 685.207 42 T=0/0, C=16/26

chr1:210006603 T/T C T SNV DIEXF DIEXF:exonic:NM_014388.6 1 100 4 synonymous NM_014388.6c.462C>T p.(=) -5.17 0.01(COSM146755)Utp25, U3 small nucleolar RNA-associated SSU processome protein 25rs656566 0.2381 YES 3.937E-1 (pos.210006603)acute_myeloid_leukaemia,adenocarcinoma,carcinomaRNA binding,U3 snoRNA binding,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),multicellular organism development,nucleolus,nucleoplasm,nucleus,protein binding,rRNA binding,rRNA processing,small-subunit processomeC=0, T=35 C=0.0, T=1.0 0.00001 543.903 35 C=0/0, T=11/24

chr12:50855195 A/G A G SNV LARP4 LARP4:intronic:NM_052879.4 1 95.65 intronic NM_052879.4c.1334+65A>Gp.? -0.43 La domain rs4351895 YES RNA binding,cytoplasmic stress granule,cytoskeleton organization,cytosol,cytosolic small ribosomal subunit,membrane,poly(A) binding,polysome,positive regulation of translation,protein binding,regulation of cell morphogenesis,translationAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeA=1, G=22 A=0.0435, G=0.9565 0.00001 290.32 23 A=0/1, G=5/17

chr12:51089572 A/A G A SNV DIP2B DIP2B:intronic:NM_173602.2 1 100 intronic NM_173602.2c.1814-59G>Ap.? -0.92 AMP-binding enzyme,DMAP1-binding Domainrs2684890 YES Disco-interacting protein 2, Drosophila, homolog of, Bbiological_process,catalytic activity,cytoplasm,extracellular exosome,membrane,metabolic process,molecular_function,nucleusChromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsG=0, A=37 G=0.0, A=1.0 0.00001 583.705 37 G=0/0, A=23/14

chr12:51089613 TC/TC T TC INDEL DIP2B DIP2B:intronic:NM_173602.2 1 100 intronic NM_173602.2c.1814-18T>TCp.? 0.65 AMP-binding enzyme,DMAP1-binding Domain Disco-interacting protein 2, Drosophila, homolog of, Bbiological_process,catalytic activity,cytoplasm,extracellular exosome,membrane,metabolic process,molecular_function,nucleusChromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsT=0, TC=34 T=0.0, TC=1.0 0.00001 447.615 34 T=0/0, TC=19/15

chr12:51089616 T/C T C SNV DIP2B DIP2B:intronic:NM_173602.2 1 100 intronic NM_173602.2c.1814-15T>Cp.? 0.17 AMP-binding enzyme,DMAP1-binding Domainrs2684891 0.0245 YES 6.807E-1 (pos.51089616) Disco-interacting protein 2, Drosophila, homolog of, Bbiological_process,catalytic activity,cytoplasm,extracellular exosome,membrane,metabolic process,molecular_function,nucleusChromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsT=0, C=40 T=0.0, C=1.0 0.00001 546.897 40 T=0/0, C=23/17

chr12:51135275 C/C T C SNV DIP2B DIP2B:exonic:NM_173602.2 1 100 37 synonymous NM_173602.2c.4431T>C p.(=) -1.85 AMP-binding enzyme,DMAP1-binding Domainrs1866422 5.00E-04 YES 1.0 (pos.51135275) Disco-interacting protein 2, Drosophila, homolog of, Bbiological_process,catalytic activity,cytoplasm,extracellular exosome,membrane,metabolic process,molecular_function,nucleusChromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsT=0, C=71 T=0.0, C=1.0 0.00001 1111.39 71 T=0/0, C=35/36

chr10:445061 T/T C T SNV DIP2C DIP2C:exonic:NM_014974.2 1 100 10 synonymous NM_014974.2c.1248G>A p.(=) -0.21 0.24(COSM3751791),0.24(COSM3751792)AMP-binding enzyme,DMAP1-binding Domainrs6560837 0.0033 YES 9.822E-1 (pos.445061) adenocarcinomaDisco-interacting protein 2, Drosophila, homolog of, Cbiological_process,catalytic activity,cellular_component,metabolic process,molecular_functionBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsC=0, T=56 C=0.0, T=1.0 0.00001 831.56 56 C=0/0, T=27/29

chr12:51399050 T/G T G SNV SLC11A2 SLC11A2:intronic:NM_001174125.1 1 50 intronic NM_001174125.1c.396+44A>Cp.? -0.11 Natural resistance-associated macrophage proteinrs224589 0.2606 YES 8.672E-1;0.0 (pos.51399050) Solute carrier family 11 (proton-coupled divalent metal ion transporter) member 2activation of cysteine-type endopeptidase activity involved in apoptotic process,apical part of cell,apical plasma membrane,basal part of cell,brush border membrane,cadmium ion binding,cadmium ion transmembrane transport,cadmium ion transmembrane transporter activity,calcium ion transmembrane transporter activity,cell surface,cellular iron ion homeostasis,cellular response to oxidative stress,chromium ion transmembrane transporter activity,cobalt ion transmembrane transporter activity,cobalt ion transport,copper ion transmembrane transport,copper ion transmembrane transporter activity,copper ion transport,cytoplasm,cytoplasmic vesicle,dendrite morphogenesis,detection of oxygen,early endosome,erythrocyte development,extracellular vesicle,ferrous iron import,ferrous iron transmembrane transport,ferrous iron transmembrane transporter activity,ferrous iron transport,heme biosynthetic process,hydrogen ion transmembrane transport,hydrogen ion transmembrane transporter activity,inorganic cation transmembrane transpoAnemia;Anemia, Hypochromic;Anemia, Iron-Deficiency;Anemia, Sideroblastic;Bone Marrow Diseases;Brain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemochromatosis;Iron Metabolism Disorders;Iron Overload;Liver Diseases;Liver Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Myelodysplastic Syndromes;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nutritional and Metabolic DiseasesCopper,Mangafodipir T=18, G=18 T=0.5, G=0.5 0.00001 184.883 36 T=13/5, G=13/5

chr12:51458558 A/A G A SNV CSRNP2 CSRNP2:intronic:NM_030809.2 1 100 intronic NM_030809.2c.709-106C>Tp.? 0.33 Cysteine/serine-rich nuclear protein N-terminusrs2029147 YES DNA binding transcription factor activity,apoptotic process,negative regulation of phosphatase activity,nucleus,phosphatase binding,positive regulation of transcription from RNA polymerase II promoter,protein binding,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingG=0, A=34 G=0.0, A=1.0 0.00001 524.186 34 G=0/0, A=21/13

chr12:51461425 G/G C G SNV CSRNP2 CSRNP2:intronic:NM_030809.2 1 100 intronic NM_030809.2c.708+31G>Cp.? -0.15 Cysteine/serine-rich nuclear protein N-terminusrs4768956 YES 1.0 (pos.51461425) DNA binding transcription factor activity,apoptotic process,negative regulation of phosphatase activity,nucleus,phosphatase binding,positive regulation of transcription from RNA polymerase II promoter,protein binding,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=0, G=41 C=0.0, G=1.0 0.00001 664.699 41 C=0/0, G=18/23

chr12:51504799 T/C T C SNV TFCP2 TFCP2:intronic:NM_005653.4 1 96.67 intronic NM_005653.4c.458-33A>Gp.? -0.34 CP2 transcription factorrs7978782 8.00E-04 YES 1.0 (pos.51504799) Transcription factor CP2, alpha globinDNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cellular_component,core promoter proximal region sequence-specific DNA binding,cytosol,mRNA transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein C-terminus binding,protein binding,protein complex,regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,transcription factor binding,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingT=1, C=29 T=0.0333, C=0.9667 0.00001 416.641 30 T=0/1, C=8/21

chr10:459940 A/A G A SNV DIP2C DIP2C:exonic:NM_014974.2 1 100 8 synonymous NM_014974.2c.970C>T p.(=) 1.88 0.73(COSM3747176),0.73(COSM3747177)AMP-binding enzyme,DMAP1-binding Domainrs4881274 0.459 YES 6.9E-1 (pos.459940) adenocarcinoma,hepatocellular_carcinomaDisco-interacting protein 2, Drosophila, homolog of, Cbiological_process,catalytic activity,cellular_component,metabolic process,molecular_functionBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsG=0, A=26 G=0.0, A=1.0 0.00001 371.419 26 G=0/0, A=16/10

chr12:51681846 T/T C T SNV BIN2 BIN2:intronic:NM_016293.3 1 100 intronic NM_016293.3c.1692+46G>Ap.? -0.34 BAR domain rs4611251 0.1038 YES 9.365E-1 (pos.51681846) Bridging integrator 2cell chemotaxis,cell cortex,cell junction,cell projection,cytoplasm,extracellular region,ficolin-1-rich granule lumen,neutrophil degranulation,phagocytic cup,phagocytosis, engulfment,phospholipid binding,plasma membrane tubulation,podosome,podosome assembly,protein binding,secretory granule lumenC=0, T=51 C=0.0, T=1.0 0.00001 754.565 51 C=0/0, T=37/14

chr19:49867913 A/A G A SNV DKKL1 DKKL1:exonic:NM_014419.3 1 100 2 missense NM_014419.3c.85G>A p.Ala29Thr -1.72 1 58 0 0(COSM5001917) rs919364 0.3172 YES 1.737E-1 (pos.49867913) ductal_carcinoma,neoplasmDickkopf-like 1acrosomal vesicle,anatomical structure morphogenesis,extracellular space,negative regulation of testosterone biosynthetic process,penetration of zona pellucida,positive regulation of apoptotic process,positive regulation of fat cell differentiation,signal transducer activity,signal transductionAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesG=0, A=55 G=0.0, A=1.0 0.00001 814.905 55 G=0/0, A=22/33

chr12:51890721 G/A G A SNV SLC4A8 SLC4A8:intronic:NM_001039960.2 1 47.62 intronic NM_001039960.2c.2944-50G>Ap.? 0.34 Band 3 cytoplasmic domain,HCO3- transporter familyrs10783448 0.478 YES 3.674E-1 (pos.51890721) Solute carrier family 4 (sodium bicarbonate cotransporter), member 8anion transmembrane transport,anion:anion antiporter activity,bicarbonate transport,inorganic anion exchanger activity,inorganic anion transport,integral component of plasma membrane,neuron projection,neuronal cell body membrane,plasma membrane,regulation of intracellular pH,sodium ion transmembrane transport,sodium:bicarbonate symporter activityAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesSodium bicarbonate G=11, A=10 G=0.5238, A=0.4762 0.00001 82.2521 21 G=10/1, A=6/4

chr12:52163789 A/A G A SNV SCN8A SCN8A:intronic:NM_014191.3 1 100 intronic NM_014191.3c.3490+20G>Ap.? -0.49 Cytoplasmic domain of voltage-gated Na+ ion channel,IQ calmodulin-binding motif,Ion transport protein,Sodium ion transport-associatedrs303808 0.1568 YES 8.958E-1 (pos.52163789) Sodium channel, voltage gated, type VIII, alpha polypeptideATP binding,Z disc,axon initial segment,cytoplasmic vesicle,integral component of membrane,ion channel activity,ion transmembrane transport,membrane depolarization during action potential,myelination,nervous system development,neuronal action potential,node of Ranvier,peripheral nervous system development,plasma membrane,protein binding,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Dyskinesias;Epilepsy;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neuralgia;Neuralgia, Postherpetic;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Pain;Peripheral Nervous System Diseases;Status Epilepticus;TremorBrivaracetam,Tetrodotoxin,Valproic AcidBenign G=0, A=23 G=0.0, A=1.0 0.00001 316.746 23 G=0/0, A=9/14

chr8:13357587 A/A G A SNV DLC1 DLC1:utr_5:NM_182643.2 1 100 2 utr_5 NM_182643.2c.-7C>T p.? 0.06 RhoGAP domain,SAM domain (Sterile alpha motif),START domainrs1383942 0.0684 YES 6.009E-1 (pos.13357587) Deleted in liver cancer 1,Deleted in lung and esophageal cancer 1,Dynein, light chain, LC8-type 1GTPase activator activity,SH2 domain binding,actin cytoskeleton organization,activation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic process,caveola,cortical actin cytoskeleton,cytoplasm,cytosol,focal adhesion,focal adhesion assembly,forebrain development,heart morphogenesis,hindbrain morphogenesis,lipid binding,negative regulation of Rho protein signal transduction,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of focal adhesion assembly,negative regulation of stress fiber assembly,neural tube closure,nucleus,positive regulation of GTPase activity,positive regulation of execution phase of apoptosis,positive regulation of protein dephosphorylation,protein binding,regulation of actin cytoskeleton organization,regulation of cell shape,regulation of small GTPase mediated signal transduction,ruffle membrane,signal transductionAdnexal Diseases;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Stomach Diseases;Stomach Neoplasms;Urogenital NeoplasmsG=0, A=62 G=0.0, A=1.0 0.00001 939.224 62 G=0/0, A=29/33

chr17:7099811 A/A G A SNV DLG4 DLG4:exonic:NM_001128827.2 1 100 10 synonymous NM_001128827.2c.1158C>T p.(=) -1.71 0.21(COSM3766165),0.21(COSM3766166)Guanylate kinase,PDZ domain,PDZ domain (Also known as DHR or GLGF),PDZ-associated domain of NMDA receptors,Polyubiquitination (PEST) N-terminal domain of MAGUK,SH3 domain,Variant SH3 domainrs17203281 0.3056 YES 3.041E-1 (pos.7099811) acute_myeloid_leukaemia,diffuse_large_B_cell_lymphoma,ductal_carcinoma,hepatocellular_carcinomaDiscs large, Drosophila, homolog of, 4,Lethal giant larvae, Drosophila, homolog of, 1AMPA glutamate receptor clustering,AMPA glutamate receptor complex,D1 dopamine receptor binding,GDP metabolic process,GMP metabolic process,MAPK cascade,P2Y1 nucleotide receptor binding,PDZ domain binding,Ras guanyl-nucleotide exchange factor activity,acetylcholine receptor binding,basolateral plasma membrane,beta-1 adrenergic receptor binding,cell junction,cerebellar mossy fiber,chemical synaptic transmission,cortical cytoskeleton,cytoplasm,cytosol,dendrite cytoplasm,dendritic spine,dendritic spine morphogenesis,endocytic vesicle membrane,endoplasmic reticulum,establishment of protein localization,establishment or maintenance of epithelial cell apical/basal polarity,excitatory synapse,extrinsic component of cytoplasmic side of plasma membrane,guanylate kinase activity,ion transmembrane transport,ionotropic glutamate receptor binding,ionotropic glutamate receptor complex,juxtaparanode region of axon,kinase binding,learning,ligand-gated ion channel activity,locomotory exploration behavior,negative regulation oAdnexal Diseases;Aortic Stenosis, Supravalvular;Aortic Valve Stenosis;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Heart Diseases;Heart Valve Diseases;Intellectual Disability;Mental Disorders;Neoplasms;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Williams SyndromeGuanidine,Guanosine-5'-MonophosphateG=0, A=81 G=0.0, A=1.0 0.00001 1309.48 81 G=0/0, A=46/35

chr12:52635443 C/C T C SNV KRT7 KRT7:intronic:NM_005556.3 1 100 intronic NM_005556.3c.858+23T>Cp.? -0.28 Intermediate filament protein,Keratin type II headrs2243588 0.1963 YES 8.972E-1 (pos.52635443) Keratin 7 cornification,cytoplasm,cytosol,extracellular exosome,intermediate filament,keratin filament,keratinization,nucleus,protein binding,structural molecule activity,viral processAdenocarcinoma;Adenoma;Adenoma, Oxyphilic;Basal Ganglia Diseases;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Cholestasis;Cholestasis, Intrahepatic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hepatitis;Hepatitis, Chronic;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Kidney Diseases;Kidney Neoplasms;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Movement Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;UrogeniHspE7,Primaquine T=0, C=26 T=0.0, C=1.0 0.00001 371.419 26 T=0/0, C=6/20

chr12:52709032 T/C T C SNV KRT83 KRT83:intronic:NM_002282.3 1 46.43 intronic NM_002282.3c.1294+64A>Gp.? -0.75 Intermediate filament protein,Keratin type II headrs3741721 0.3338 YES Keratin 83 aging,cornification,cytosol,epidermis development,extracellular space,hair cycle,keratin filament,keratinization,protein binding,structural molecule activityAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hair Diseases;Monilethrix;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesT=15, C=13 T=0.5357, C=0.4643 0.00001 117.927 28 T=6/9, C=5/8

chr12:52789509 T/C T C SNV KRT82 KRT82:intronic:NM_033033.3 1 50 intronic NM_033033.3c.1321+34A>Gp.? 0.49 Intermediate filament protein,Keratin type II headrs1732264 0.2441 YES 7.626E-1 (pos.52789509) Keratin 82 biological_process,cornification,cytosol,keratin filament,keratinization,structural constituent of epidermisT=14, C=14 T=0.5, C=0.5 0.00001 131.941 28 T=8/6, C=3/11

chr12:52789597 A/G A G SNV KRT82 KRT82:intronic:NM_033033.3 1 53.33 intronic NM_033033.3c.1290-23T>Cp.? -2.66 Intermediate filament protein,Keratin type II headrs1732265 0.244 YES 7.581E-1 (pos.52789597) Keratin 82 biological_process,cornification,cytosol,keratin filament,keratinization,structural constituent of epidermisA=11, G=16 A=0.4074, G=0.5926 0.00001 175.554 30 A=7/4, G=3/13

chr12:52789605 T/A T A SNV KRT82 KRT82:intronic:NM_033033.3 1 50 intronic NM_033033.3c.1290-31A>Tp.? -3.33 Intermediate filament protein,Keratin type II headrs1732266 0.2436 YES 7.576E-1 (pos.52789605) Keratin 82 biological_process,cornification,cytosol,keratin filament,keratinization,structural constituent of epidermisT=16, A=16 T=0.5, A=0.5 0.00001 158.383 32 T=8/8, A=3/13

chr10:79566632 A/A G A SNV DLG5 DLG5:exonic:NM_004747.3 1 100 26 synonymous NM_004747.3c.4851C>T p.(=) -1.27 0.04(COSM1745920)Guanylate kinase,PDZ domain (Also known as DHR or GLGF),Takusan,Unstructured region between two PDZ domains on Dlg5rs1058198 0.3463 YES 1.881E-1 (pos.79566632) acute_myeloid_leukaemia,carcinoma,transitional_cell_carcinomaDiscs large, Drosophila, homolog of, 5apical protein localization,beta-catenin binding,cell junction,cell-cell adherens junction,cell-cell adhesion,ciliary basal body,cytoplasm,cytoskeletal protein binding,epithelial to mesenchymal transition,epithelial tube branching involved in lung morphogenesis,establishment or maintenance of epithelial cell apical/basal polarity,intracellular signal transduction,maintenance of cell polarity,metanephric collecting duct development,midbrain development,negative regulation of T cell proliferation,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of hippo signaling,plasma membrane,polarized epithelial cell differentiation,positive regulation of dendritic spine development,positive regulation of hippo signaling,positive regulation of smoothened signaling pathway,positive regulation of synapse assembly,postsynaptic density,postsynaptic membrane,protein binding,protein complex assembly,protein localization to adherens junction,receptor signaling complex scaffold actDigestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesG=0, A=28 G=0.0, A=1.0 0.00001 408.683 28 G=0/0, A=17/11

chr10:79616605 C/C T C SNV DLG5 DLG5:exonic:NM_004747.3 1 100 3 missense NM_004747.3c.419A>G p.Gln140Arg 1.77 1 43 0 Guanylate kinase,PDZ domain (Also known as DHR or GLGF),Takusan,Unstructured region between two PDZ domains on Dlg5rs1248696 0.1037 YES 9.994E-1 (pos.79616605) Discs large, Drosophila, homolog of, 5apical protein localization,beta-catenin binding,cell junction,cell-cell adherens junction,cell-cell adhesion,ciliary basal body,cytoplasm,cytoskeletal protein binding,epithelial to mesenchymal transition,epithelial tube branching involved in lung morphogenesis,establishment or maintenance of epithelial cell apical/basal polarity,intracellular signal transduction,maintenance of cell polarity,metanephric collecting duct development,midbrain development,negative regulation of T cell proliferation,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of hippo signaling,plasma membrane,polarized epithelial cell differentiation,positive regulation of dendritic spine development,positive regulation of hippo signaling,positive regulation of smoothened signaling pathway,positive regulation of synapse assembly,postsynaptic density,postsynaptic membrane,protein binding,protein complex assembly,protein localization to adherens junction,receptor signaling complex scaffold actDigestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesT=0, C=64 T=0.0, C=1.0 0.00001 977.635 64 T=0/0, C=39/25

chr12:52824302 A/A C A SNV KRT75 KRT75:intronic:NM_004693.2 1 100 intronic NM_004693.2c.1035+23G>Tp.? 0.03 Intermediate filament protein,Keratin type II headrs423949 0.4021 YES 6.953E-1 (pos.52824302) Keratin 75 cornification,cytosol,extracellular exosome,hematopoietic progenitor cell differentiation,intermediate filament,keratin filament,keratinization,structural molecule activityAlopecia;Hair Diseases;Hypotrichosis;Loose Anagen Hair Syndrome;Skin Diseases;Skin and Connective Tissue DiseasesC=0, A=32 C=0.0, A=1.0 0.00001 485.139 32 C=0/0, A=21/11

chr8:1514009 A/A C A SNV

DLGAP2,DL

GAP2-AS1 DLGAP2-AS1:intronic_nc:NR_103863.1, DLGAP2:exonic:NM_001346810.11
100

6 missense NM_001346810.1, NR_103863.1c.1391C>A p.Pro464Gln 3.41 0.15 76 0.943 0.88(COSM4162875),0.88(COSM4162876)Guanylate-kinase-associated protein (GKAP) proteinrs2301963 0.4474 YES 4.829E-1 (pos.1514009) neoplasm Discs large associated protein 2Autistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersC=0, A=43 C=0.0, A=1.0 0.00001 704.917 43 C=0/0, A=36/7

chr14:101198417 G/G A G SNV DLK1 DLK1:exonic:NM_003836.6 1 100 4 missense NM_003836.6c.301A>G p.Arg101Gly 0.59 0.94 125 0 EGF-like domain,Human growth factor-like EGFrs6575799 0 1.0 (pos.101198417) Delta, Drosophila, homolog-like 1calcium ion binding,cell differentiation,extracellular space,integral component of membrane,molecular_function,negative regulation of Notch signaling pathwayBone Marrow Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Myelodysplastic SyndromesA=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=24/3

chr12:52863091 G/T G T SNV KRT6C KRT6C:intronic:NM_173086.4 1 51.92 intronic NM_173086.4c.1460-10C>Ap.? -0.08 Intermediate filament protein,Keratin type II headrs35481773 0.2179 YES 1.516E-1 (pos.52863091) Keratin 6C cornification,cytosol,extracellular exosome,intermediate filament,intermediate filament cytoskeleton organization,keratin filament,keratinization,protein binding,structural molecule activityG=25, T=27 G=0.4808, T=0.5192 0.00001 270.397 52 G=10/15, T=11/16

chr12:52863160 G/A G A SNV KRT6C KRT6C:intronic:NM_173086.4 1 47.62 intronic NM_173086.4c.1459+35C>Tp.? -1.42 Intermediate filament protein,Keratin type II headrs34838670 0.218 YES 1.517E-1 (pos.52863160) Keratin 6C cornification,cytosol,extracellular exosome,intermediate filament,intermediate filament cytoskeleton organization,keratin filament,keratinization,protein binding,structural molecule activityG=11, A=10 G=0.5238, A=0.4762 0.00001 82.2899 21 G=6/5, A=5/5

chr6:170591923 T/G T G SNV DLL1 DLL1:utr_3:NM_005618.3 1 50 11 utr_3 NM_005618.3c.2211A>C p.? 1.03 Calcium-binding EGF domain,Delta serrate ligand,EGF-like domain,Human growth factor-like EGF,N terminus of Notch ligandrs1033583 0.3447 YES 2.344E-1 (pos.170591923) Notch binding,Notch receptor processing,Notch signaling pathway,Notch signaling pathway involved in arterial endothelial cell fate commitment,Tat protein binding,adherens junction,apical plasma membrane,astrocyte development,calcium ion binding,cell differentiation,cell fate determination,cerebellar Purkinje cell layer structural organization,cerebellar molecular layer formation,clathrin-dependent endocytosis,compartment pattern specification,cytoplasmic vesicle,determination of left/right symmetry,endothelial tip cell fate specification,extracellular region,heart looping,hemopoiesis,inner ear development,integral component of membrane,integral component of plasma membrane,lateral inhibition,left/right axis specification,loop of Henle development,marginal zone B cell differentiation,membrane raft,multicellular organism development,negative regulation of auditory receptor cell differentiation,negative regulation of cardiac muscle cell differentiation,negative regulation of cell differentiation,negative regulatAbnormalities, Multiple;Agenesis of Corpus Callosum;Anodontia;Brain Diseases;Brain Neoplasms;Breast Diseases;Breast Neoplasms;Central Nervous System Diseases;Central Nervous System Neoplasms;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Holoprosencephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Nervous System Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesT=17, G=17 T=0.5, G=0.5 0.00001 172.009 34 T=7/10, G=13/4

chr19:39994711 C/C T C SNV DLL3 DLL3:exonic:NM_016941.3 1 100 5 missense NM_016941.3c.653T>C p.Leu218Pro 1.88 0.56 98 0 0.05(COSM3756785),0.05(COSM3756786)EGF-like domain,Human growth factor-like EGFrs1110627 0.4764 YES 5.734E-1 (pos.39994711) acute_myeloid_leukaemia,adenocarcinoma,neoplasmDelta, Drosophila, homolog ofNotch binding,Notch signaling pathway,calcium ion binding,compartment pattern specification,integral component of membrane,multicellular organism development,negative regulation of neurogenesis,paraxial mesoderm development,skeletal system development,somitogenesisAbnormalities, Multiple;Astrocytoma;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Glioma;Heart Defects, Congenital;Heart Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Osteochondrodysplasias;Scoliosis;Spinal Curvatures;Spinal DiseasesBenign T=0, C=86 T=0.0, C=1.0 0.00001 1410.62 86 T=0/0, C=45/41

chr17:48070878 C/T C T SNV DLX3 DLX3:exonic:NM_005220.2 1 57.14 2 synonymous NM_005220.2c.402G>A p.(=) 0.34 0.59(COSM3755646)Homeobox domain,Homeobox protein distal-less-like N terminalrs2303466 0.1735 YES 5.102E-1 (pos.48070878) adenocarcinoma,neoplasmDistal-less homeo box-3DNA binding transcription factor activity,blood vessel development,chromatin binding,nucleus,odontoblast differentiation,odontogenesis of dentin-containing tooth,placenta development,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingAmelogenesis Imperfecta;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dental Enamel Hypoplasia;Hair Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesBenign C=9, T=12 C=0.4286, T=0.5714 0.00001 109.102 21 C=4/5, T=4/8

chr17:48046775 G/A G A SNV DLX4 DLX4:utr_5:NM_138281.2 1 45.45 1 utr_5 NM_138281.2c.-58G>A p.? 2.99 Homeobox domainrs58769681 YES Distal-less homeo box-4DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,multicellular organism development,negative regulation of transcription from RNA polymerase II promoter,nucleus,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific bindingNeoplasm Invasiveness;Neoplasms;Neoplastic ProcessesG=12, A=10 G=0.5455, A=0.4545 0.00001 81.7631 22 G=7/5, A=3/7

chr10:124402677 G/G A G SNV DMBT1 DMBT1:exonic:NM_007329.2 1 100 53 synonymous NM_007329.2c.7005A>G p.(=) -7.54 CUB domain,Scavenger receptor cysteine-rich domain,Zona pellucida-like domainrs1052715 0.4182 YES 6.887E-1 (pos.124402677) Deleted in malignant brain tumors 1calcium-dependent protein binding,cellular protein metabolic process,cytoplasm,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,defense response to virus,epithelial cell differentiation,extracellular exosome,extracellular region,extracellular space,extrinsic component of membrane,induction of bacterial agglutination,innate immune response,multicellular organism development,pattern recognition receptor signaling pathway,phagocytic vesicle membrane,protein binding,protein transport,receptor-mediated endocytosis,scavenger receptor activity,signaling pattern recognition receptor activity,viral process,zymogen binding,zymogen granule membraneColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioma;Intestinal Diseases;Intestinal Neoplasms;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, PrimitiveA=0, G=41 A=0.0, G=1.0 0.00001 664.697 41 A=0/0, G=9/32

chr5:78340286 G/G A G SNV DMGDH DMGDH:exonic:NM_013391.3 1 100 6 missense NM_013391.3c.835T>C p.Ser279Pro 7.83 1 74 0 0.1(COSM4160004),0.1(COSM4160005)Aminomethyltransferase folate-binding domain,FAD dependent oxidoreductase,FAD dependent oxidoreductase central domain,Glycine cleavage T-protein C-terminal barrel domain,Sarcosine oxidase, gamma subunit familyrs532964 0.4737 YES 7.781E-1 (pos.78340286) ductal_carcinoma,neoplasm,squamous_cell_carcinomaDimethylglycine dehydrogenaseRNA binding,amino-acid betaine catabolic process,choline catabolic process,choline metabolic process,dimethylglycine dehydrogenase activity,electron transfer activity,electron transport chain,mitochondrial matrix,mitochondrion,oxidation-reduction process,oxidoreductase activityAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesA=0, G=80 A=0.0, G=1.0 0.00001 1288.93 80 A=0/0, G=38/42

chr12:52942998 T/T C T SNV KRT71 KRT71:intronic:NM_033448.2 1 100 intronic NM_033448.2c.717+79G>Ap.? -1.58 Intermediate filament protein,Keratin type II headrs635206 Keratin 71 cornification,cytosol,extracellular exosome,hair follicle morphogenesis,intermediate filament organization,keratin filament,keratinization,protein binding,structural molecule activityHair Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Skin Diseases;Skin and Connective Tissue DiseasesC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=12/11

chr19:36004106 G/G A G SNV DMKN DMKN:exonic:NM_033317.4 1 100 1 missense NM_033317.4c.272T>C p.Val91Ala -0.08 0.6 64 0 0.02(COSM3756663),0.02(COSM3756664),0.02(COSM3756665),0.02(COSM3756666)rs4806163 0.2283 YES 8.698E-1;0.0 (pos.36004106)adenocarcinoma,neoplasmDermokine cornified envelope assembly,extracellular exosome,extracellular region,protein bindingA=0, G=37 A=0.0, G=1.0 0.00001 583.706 37 A=0/0, G=25/12

chr9:991114 G/G A G SNV DMRT3 DMRT3:utr_3:NM_021240.3 1 100 2 utr_3 NM_021240.3c.1528A>G p.? 1.5 DM DNA binding domain,DMRTA motifrs279877 YES Doublesex-and mab3-related transcription factor 3DNA binding transcription factor activity,adult walking behavior,male sex differentiation,metal ion binding,nucleus,protein binding,protein heterodimerization activity,regulation of odontogenesis of dentin-containing tooth,regulation of transcription, DNA-templated,sequence-specific DNA binding,sex differentiation,transcription, DNA-templated,transmission of nerve impulse,ventral spinal cord interneuron specificationA=0, G=23 A=0.0, G=1.0 0.00001 316.11 23 A=0/0, G=15/8

chr12:53071338 A/G A G SNV KRT1 KRT1:intronic:NM_006121.3 1 95.65 intronic NM_006121.3c.964-74T>Cp.? 0.09 Intermediate filament protein,Keratin type II cytoskeletal 1 tail,Keratin type II headrs626480 Keratin 1 blood microparticle,carbohydrate binding,complement activation, lectin pathway,cornification,cornified envelope,cytoskeleton,cytosol,establishment of skin barrier,extracellular exosome,extracellular matrix,extracellular region,extracellular space,fibrinolysis,ficolin-1-rich granule lumen,keratin filament,keratinization,membrane,negative regulation of inflammatory response,neutrophil degranulation,nucleus,peptide cross-linking,protein binding,receptor activity,regulation of angiogenesis,response to oxidative stress,retina homeostasis,structural constituent of epidermisCarcinoma;Carcinoma, Squamous Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatitis;Dermatitis, Seborrheic;Genetic Diseases, Inborn;Hyperkeratosis, Epidermolytic;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Infant, Newborn, Diseases;Keratoderma, Palmoplantar;Keratoderma, Palmoplantar, Diffuse;Keratoderma, Palmoplantar, Epidermolytic;Keratosis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Sebaceous Gland Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Eczematous;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin Neoplasms;Skin and Connective Tissue DiseasesA=1, G=22 A=0.0435, G=0.9565 0.00001 289.407 23 A=0/1, G=12/10

chr7:86800351 G/G A G SNV DMTF1 DMTF1:exonic:NM_001142327.1 1 100 5 synonymous NM_001142327.1c.273A>G p.(=) 0.43 0.63(COSM4162483),0.63(COSM4162484)Myb-like DNA-binding domainrs3747807 0.1364 YES 6.293E-1 (pos.86800351) carcinoma,neoplasmCyclin D-binding MYB-like transcription factor 1DNA binding,DNA binding transcription factor activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cell cycle,cell differentiation,cytosol,nucleoplasm,nucleus,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription factor activity, RNA polymerase II transcription factor recruiting,transcription regulatory region DNA binding,transcription, DNA-templatedA=0, G=30 A=0.0, G=1.0 0.00001 446.635 30 A=0/0, G=8/22

chr19:55671337 T/T C T SNV DNAAF3 DNAAF3:exonic:NM_001256714.1 1 100 10 missense NM_001256714.1c.1294G>A p.Asp432Asn 0.18 0.83 23 0.007 0.03(COSM4591437),0.03(COSM4591438),0.03(COSM4591439)Domain of unknown function (DUF4470),Domain of unknown function (DUF4471)rs890872 YES 1.0 (pos.55671337) squamous_cell_carcinomaDynein, axonemal, assembly factor 3axonemal dynein complex assembly,cytoplasm,motile cilium assemblyBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusLikely benign C=0, T=36 C=0.0, T=1.0 0.00001 563.625 36 C=0/0, T=19/17

chr12:124265687 C/C T C SNV DNAH10 DNAH10:exonic:NM_207437.3 1 100 6 missense NM_207437.3c.499T>C p.Ser167Pro -2.2 0.26 74 0 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs11057353 0.37 YES 9.473E-1 (pos.124265687) Dynein, axonemal, heavy chain 10ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,cilium,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,integral component of membrane,microtubule,microtubule motor activity,microtubule-based movementBenign T=0, C=49 T=0.0, C=1.0 0.00001 831.615 49 T=0/0, C=26/23

chr12:124267703 C/C T C SNV DNAH10 DNAH10:exonic:NM_207437.3 1 100 7 synonymous NM_207437.3c.708T>C p.(=) -3.86 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs11057355 0.3953 YES 9.992E-1 (pos.124267703) Dynein, axonemal, heavy chain 10ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,cilium,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,integral component of membrane,microtubule,microtubule motor activity,microtubule-based movementBenign T=0, C=112 T=0.0, C=1.0 0.00001 1776.42 112 T=0/0, C=42/70

chr12:53167313 C/C T C SNV KRT76 KRT76:intronic:NM_015848.4 1 100 intronic NM_015848.4c.876+53A>Gp.? -0.52 Intermediate filament protein,Keratin type II headrs7399317 0.0097 YES Keratin 76, type IIcornification,cytoskeleton organization,cytosol,extracellular exosome,intermediate filament,keratin filament,keratinization,nucleus,pigmentation,sebaceous gland development,structural molecule activityT=0, C=24 T=0.0, C=1.0 0.00001 324.605 24 T=0/0, C=8/16

chr12:124274474 G/G A G SNV DNAH10 DNAH10:exonic:NM_207437.3 1 100 11 missense NM_207437.3c.1438A>G p.Ile480Val 3.35 1 29 0 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs10846559 0.3303 YES 9.994E-1 (pos.124274474) Dynein, axonemal, heavy chain 10ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,cilium,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,integral component of membrane,microtubule,microtubule motor activity,microtubule-based movementBenign A=0, G=58 A=0.0, G=1.0 0.00001 867.019 58 A=0/0, G=22/36

chr12:53216184 A/G A G SNV KRT79 KRT79:intronic:NM_175834.2 1 95.45 intronic NM_175834.2c.1368-21T>Cp.? -0.33 Intermediate filament protein,Keratin type II headrs4415849 1.00E-04 1.0 (pos.53216184) Keratin 79 cornification,cytosol,enzyme binding,extracellular exosome,intermediate filament,keratin filament,keratinization,protein binding,structural molecule activityA=1, G=21 A=0.0455, G=0.9545 0.00001 271.679 22 A=0/1, G=13/8

chr12:53416251 T/T C T SNV EIF4B EIF4B:intronic:NM_001417.6 1 100 intronic NM_001417.6c.533-26C>Tp.? -4.58 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs10506315,rs7755350960.0736 YES 0.0 (pos.53416250),8.348E-1 (pos.53416251)Eukaryotic translation initiation factor 4BRNA binding,RNA strand annealing activity,RNA strand-exchange activity,cytosol,dendrite,eukaryotic translation initiation factor 4F complex,eukaryotic translation initiation factor 4F complex assembly,formation of translation preinitiation complex,helicase activity,neuronal cell body,nuclear-transcribed mRNA poly(A) tail shortening,polysome,protein binding,regulation of translational initiation,ribosomal small subunit binding,translation initiation factor activity,translational initiationC=0, T=45 C=0.0, T=1.0 0.00001 746.931 45 C=0/0, T=18/27

chr12:53421507 A/A G A SNV EIF4B EIF4B:intronic:NM_001417.6 1 100 intronic NM_001417.6c.668-59G>Ap.? -1.83 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs4919697 YES Eukaryotic translation initiation factor 4BRNA binding,RNA strand annealing activity,RNA strand-exchange activity,cytosol,dendrite,eukaryotic translation initiation factor 4F complex,eukaryotic translation initiation factor 4F complex assembly,formation of translation preinitiation complex,helicase activity,neuronal cell body,nuclear-transcribed mRNA poly(A) tail shortening,polysome,protein binding,regulation of translational initiation,ribosomal small subunit binding,translation initiation factor activity,translational initiationG=0, A=39 G=0.0, A=1.0 0.00001 623.941 39 G=0/0, A=27/12

chr7:21628237 T/T C T SNV DNAH11 DNAH11:exonic:NM_001277115.1 1 100 11 synonymous NM_001277115.1c.1956C>T p.(=) 0 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs6963535 0.0131 1.0 (pos.21628237) Dynein, axonemal, heavy chain-11ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cilium movement,cytoplasm,determination of left/right symmetry,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,flagellated sperm motility,heart development,microtubule,microtubule motor activity,microtubule-based movement,motile cilium,regulation of cilium beat frequencyBlood Protein Disorders;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Dextrocardia;Dyslipidemias;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Kartagener Syndrome;Lipid Metabolism Disorders;Lymphoproliferative Disorders;Metabolic Diseases;Multiple Myeloma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Paraproteinemias;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs Inversus;Vascular DiseasesBenign C=0, T=97 C=0.0, T=1.0 0.00001 1643.07 97 C=0/0, T=55/42

chr7:21640361 C/C T C SNV DNAH11 DNAH11:exonic:NM_001277115.1 1 100 16 missense NM_001277115.1c.3068T>C p.Val1023Ala 2.37 0.69 64 0.174 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs10269582 0.4344 YES 1.496E-2 (pos.21640361) Dynein, axonemal, heavy chain-11ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cilium movement,cytoplasm,determination of left/right symmetry,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,flagellated sperm motility,heart development,microtubule,microtubule motor activity,microtubule-based movement,motile cilium,regulation of cilium beat frequencyBlood Protein Disorders;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Dextrocardia;Dyslipidemias;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Kartagener Syndrome;Lipid Metabolism Disorders;Lymphoproliferative Disorders;Metabolic Diseases;Multiple Myeloma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Paraproteinemias;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs Inversus;Vascular DiseasesBenign/Likely benignT=0, C=52 T=0.0, C=1.0 0.00001 767.001 52 T=0/0, C=24/28

chr12:53509812 G/A G A SNV SOAT2 SOAT2:intronic:NM_003578.3 1 50 intronic NM_003578.3c.709-69G>Ap.? 0.15 MBOAT, membrane-bound O-acyltransferase familyrs61929189 YES Sterol O-acyltransferase 2O-acyltransferase activity,brush border,cholesterol O-acyltransferase activity,cholesterol binding,cholesterol efflux,cholesterol esterification,cholesterol homeostasis,cholesterol metabolic process,endoplasmic reticulum,endoplasmic reticulum membrane,fatty-acyl-CoA binding,integral component of membrane,intestinal cholesterol absorption,low-density lipoprotein particle clearance,macrophage derived foam cell differentiation,transferase activity, transferring acyl groups,very-low-density lipoprotein particle assemblyFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Urologic DiseasesHesperetin G=30, A=30 G=0.5, A=0.5 0.00001 291.517 60 G=23/7, A=20/10

chr7:21640405 G/G A G SNV DNAH11 DNAH11:exonic:NM_001277115.1 1 100 16 missense NM_001277115.1c.3112A>G p.Thr1038Ala 0.94 0.51 58 0 0.02(COSM4004409),0.02(COSM4004410)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs10224537 0.1622 YES 8.035E-1 (pos.21640405) acute_myeloid_leukaemiaDynein, axonemal, heavy chain-11ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cilium movement,cytoplasm,determination of left/right symmetry,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,flagellated sperm motility,heart development,microtubule,microtubule motor activity,microtubule-based movement,motile cilium,regulation of cilium beat frequencyBlood Protein Disorders;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Dextrocardia;Dyslipidemias;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Kartagener Syndrome;Lipid Metabolism Disorders;Lymphoproliferative Disorders;Metabolic Diseases;Multiple Myeloma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Paraproteinemias;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs Inversus;Vascular DiseasesBenign A=0, G=53 A=0.0, G=1.0 0.00001 781.918 53 A=0/0, G=25/28

chr7:21775443 A/A G A SNV DNAH11 DNAH11:exonic:NM_001277115.1 1 100 46 synonymous NM_001277115.1c.7626G>A p.(=) -0.3 0.03(COSM5619194),0.03(COSM5619195)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs2072221 0.138 YES 5.236E-1;0.0 (pos.21775443)ductal_carcinomaDynein, axonemal, heavy chain-11ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cilium movement,cytoplasm,determination of left/right symmetry,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,flagellated sperm motility,heart development,microtubule,microtubule motor activity,microtubule-based movement,motile cilium,regulation of cilium beat frequencyBlood Protein Disorders;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Dextrocardia;Dyslipidemias;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Kartagener Syndrome;Lipid Metabolism Disorders;Lymphoproliferative Disorders;Metabolic Diseases;Multiple Myeloma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Paraproteinemias;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs Inversus;Vascular DiseasesBenign G=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=18/5

chr7:21901566 C/C T C SNV DNAH11 DNAH11:exonic:NM_001277115.1 1 100 69 synonymous NM_001277115.1c.11298T>Cp.(=) -2.46 0.03(COSM4004420),0.03(COSM4004421)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs4722067 0.1755 YES 5.326E-1 (pos.21901566) acute_myeloid_leukaemia,neoplasmDynein, axonemal, heavy chain-11ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cilium movement,cytoplasm,determination of left/right symmetry,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,flagellated sperm motility,heart development,microtubule,microtubule motor activity,microtubule-based movement,motile cilium,regulation of cilium beat frequencyBlood Protein Disorders;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Dextrocardia;Dyslipidemias;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Kartagener Syndrome;Lipid Metabolism Disorders;Lymphoproliferative Disorders;Metabolic Diseases;Multiple Myeloma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Paraproteinemias;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs Inversus;Vascular DiseasesBenign T=0, C=94 T=0.0, C=1.0 0.00001 1576.17 94 T=0/0, C=46/48

chr7:21924014 G/G A G SNV DNAH11 DNAH11:exonic:NM_001277115.1 1 100 76 missense NM_001277115.1c.12493A>Gp.Met4165Val 3.7 0.11 21 0.1 0.92(COSM5617828),0.92(COSM5617829)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs6461613 0.1522 YES 6.806E-1;0.0 (pos.21924014)ductal_carcinomaDynein, axonemal, heavy chain-11ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cilium movement,cytoplasm,determination of left/right symmetry,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,flagellated sperm motility,heart development,microtubule,microtubule motor activity,microtubule-based movement,motile cilium,regulation of cilium beat frequencyBlood Protein Disorders;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Dextrocardia;Dyslipidemias;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Kartagener Syndrome;Lipid Metabolism Disorders;Lymphoproliferative Disorders;Metabolic Diseases;Multiple Myeloma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Paraproteinemias;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs Inversus;Vascular DiseasesBenign A=0, G=87 A=0.0, G=1.0 0.00001 1431.38 87 A=0/0, G=36/51

chr7:21939032 C/A C A SNV DNAH11 DNAH11:exonic:NM_001277115.1 1 47.62 80 synonymous NM_001277115.1c.13128C>Ap.(=) -1.53 0.2(COSM5976332),0.2(COSM5976333),0.25(COSM1131616),0.25(COSM3927852)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs56333627 0.3228 YES 1.683E-1;0.0 (pos.21939032)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasm,squamous_cell_carcinoma,undifferentiated_carcinomaDynein, axonemal, heavy chain-11ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cilium movement,cytoplasm,determination of left/right symmetry,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,flagellated sperm motility,heart development,microtubule,microtubule motor activity,microtubule-based movement,motile cilium,regulation of cilium beat frequencyBlood Protein Disorders;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Dextrocardia;Dyslipidemias;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Kartagener Syndrome;Lipid Metabolism Disorders;Lymphoproliferative Disorders;Metabolic Diseases;Multiple Myeloma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Paraproteinemias;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs Inversus;Vascular DiseasesBenign/Likely benignC=11, A=10 C=0.5238, A=0.4762 0.00001 82.2897 21 C=4/7, A=4/6

chr1:225534219 C/C T C SNV DNAH14 DNAH14:exonic:NM_001373.1 1 100 69 missense NM_001373.1c.10880T>Cp.Val3627Ala 0.07 0.89 64 0 ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs7527925 0.4423 YES 5.032E-1 (pos.225534219) Dynein, axonemal, heavy chain 14ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axonemal dynein complex,cilium,cilium assembly,cilium or flagellum-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule motor activity,microtubule-based movementCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaBenign T=0, C=59 T=0.0, C=1.0 0.00001 885.366 59 T=0/0, C=34/25

chr12:53702371 C/C T C SNV AAAS AAAS:intronic:NM_015665.5 1 100 intronic NM_015665.5c.1088-59A>Gp.? -2.92 WD domain, G-beta repeatrs4759287 YES Aladin centrosome,cytosol,fertilization,host cell,intracellular transport of virus,learning,mRNA export from nucleus,membrane,mitotic nuclear envelope disassembly,molecular_function,nuclear envelope,nuclear membrane,nuclear pore,nucleocytoplasmic transport,nucleoplasm,nucleus,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,regulation of nucleocytoplasmic transport,tRNA export from nucleus,viral process,viral transcriptionAdrenal Gland Diseases;Adrenal Insufficiency;Deglutition Disorders;Digestive System Diseases;Endocrine System Diseases;Esophageal Achalasia;Esophageal Diseases;Esophageal Motility Disorders;Gastrointestinal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=0, C=30 T=0.0, C=1.0 0.00001 446.338 30 T=0/0, C=16/14

chr17:76525565 G/G A G SNV DNAH17 DNAH17:exonic:NM_173628.3 1 100 22 synonymous NM_173628.3c.3496T>C p.(=) -0.01 0.01(COSM4416040),0.01(COSM4416041)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs4273108 0.3753 YES 6.044E-1 (pos.76525565) acute_myeloid_leukaemia,neoplasmDynein, axonemal, heavy chain 17 Benign A=0, G=37 A=0.0, G=1.0 0.00001 583.694 37 A=0/0, G=15/22

chr17:76557862 C/C T C SNV DNAH17 DNAH17:exonic:NM_173628.3 1 100 12 synonymous NM_173628.3c.1770A>G p.(=) 0.51 0.09(COSM4130725),0.09(COSM4130726)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs894966 0.0405 YES 9.063E-1;0.0 (pos.76557862)neoplasm Dynein, axonemal, heavy chain 17 Benign T=0, C=76 T=0.0, C=1.0 0.00001 1209.6 76 T=0/0, C=46/30

chr17:76491127 CC/CC TG CC MNV

DNAH17,DN

AH17-AS1 DNAH17:exonic:NM_173628.3, DNAH17-AS1:intronic_nc:NR_102401.12
100

39 missense NM_173628.3, NR_102401.1c.5955_5956delCAinsGGp.Met1986Val 5.72, 0.79 1 21 0 0.03(COSM4130718),0.03(COSM4130719)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs34426129,rs606944,rs691652,rs8795755620.186 YES 9.753E-1 (pos.76491128),9.754E-1 (pos.76491127)neoplasm Dynein, axonemal, heavy chain 17 TG=0, CC=174TG=0.0, CC=1.0 0.00001 2860.64 174 TG=0/0, CC=66/108

chr17:7681412 G/G C G SNV DNAH2 DNAH2:exonic:NM_020877.3 1 100 34 synonymous NM_020877.3c.5265C>G p.(=) 0.2 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,ATPase family associated with various cellular activities (AAA),Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs7359662 0.0642 YES 8.037E-1 (pos.7681412) Dynein, axonemal, heavy chain-2ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,cilium-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule motor activity,microtubule-based movement,motile ciliumAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesBenign C=0, G=62 C=0.0, G=1.0 0.00001 939.969 62 C=0/0, G=27/35

chr12:53817916 A/A T A SNV AMHR2 AMHR2:intronic:NM_020547.3 1 100 intronic NM_020547.3c.49+149T>Ap.? -0.06 Activin types I and II receptor domain,Protein kinase domain,Protein tyrosine kinasers2272002 YES Anti-Mullerian hormone receptor, type IIATP binding,BMP signaling pathway,Mullerian duct regression,anti-Mullerian hormone receptor activity,anti-Mullerian hormone signaling pathway,female gonad development,hormone binding,integral component of membrane,integral component of plasma membrane,male gonad development,metal ion binding,negative regulation of anti-Mullerian hormone signaling pathway,plasma membrane,protein binding,receptor activity,sex differentiation,signal transducer, downstream of receptor, with serine/threonine kinase activity,signal transduction,signal transduction by protein phosphorylation,transforming growth factor beta receptor activity, type II,transforming growth factor beta receptor signaling pathway,transmembrane receptor protein serine/threonine kinase signaling pathway46, XY Disorders of Sex Development;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gonadal Disorders;Male Urogenital Diseases;Urogenital AbnormalitiesATP T=0, A=52 T=0.0, A=1.0 0.00001 766.654 52 T=0/0, A=15/37

chr12:53819467 T/T C T SNV AMHR2 AMHR2:intronic:NM_020547.3 1 100 intronic NM_020547.3c.622-6C>T p.? 0.43 Activin types I and II receptor domain,Protein kinase domain,Protein tyrosine kinasers2071558 0.1815 YES 1.786E-1 (pos.53819467) Anti-Mullerian hormone receptor, type IIATP binding,BMP signaling pathway,Mullerian duct regression,anti-Mullerian hormone receptor activity,anti-Mullerian hormone signaling pathway,female gonad development,hormone binding,integral component of membrane,integral component of plasma membrane,male gonad development,metal ion binding,negative regulation of anti-Mullerian hormone signaling pathway,plasma membrane,protein binding,receptor activity,sex differentiation,signal transducer, downstream of receptor, with serine/threonine kinase activity,signal transduction,signal transduction by protein phosphorylation,transforming growth factor beta receptor activity, type II,transforming growth factor beta receptor signaling pathway,transmembrane receptor protein serine/threonine kinase signaling pathway46, XY Disorders of Sex Development;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gonadal Disorders;Male Urogenital Diseases;Urogenital AbnormalitiesATP C=0, T=36 C=0.0, T=1.0 0.00001 563.738 36 C=0/0, T=18/18

chr12:53824143 G/G A G SNV AMHR2 AMHR2:intronic:NM_020547.3 1 100 intronic NM_020547.3c.1425+77A>Gp.? -0.01 Activin types I and II receptor domain,Protein kinase domain,Protein tyrosine kinasers11170555 YES Anti-Mullerian hormone receptor, type IIATP binding,BMP signaling pathway,Mullerian duct regression,anti-Mullerian hormone receptor activity,anti-Mullerian hormone signaling pathway,female gonad development,hormone binding,integral component of membrane,integral component of plasma membrane,male gonad development,metal ion binding,negative regulation of anti-Mullerian hormone signaling pathway,plasma membrane,protein binding,receptor activity,sex differentiation,signal transducer, downstream of receptor, with serine/threonine kinase activity,signal transduction,signal transduction by protein phosphorylation,transforming growth factor beta receptor activity, type II,transforming growth factor beta receptor signaling pathway,transmembrane receptor protein serine/threonine kinase signaling pathway46, XY Disorders of Sex Development;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gonadal Disorders;Male Urogenital Diseases;Urogenital AbnormalitiesATP A=0, G=44 A=0.0, G=1.0 0.00001 726.569 44 A=0/0, G=23/21

chr5:13944512 C/C A C SNV DNAH5 DNAH5:exonic:NM_001369.2 1 100 1 missense NM_001369.2c.36T>G p.His12Gln 1.07 1 24 0 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs339445 0.058 YES 8.855E-1 (pos.13944512) Dynein, axonemal, heavy chain 5ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axoneme,cilium assembly,cilium movement,cytoplasm,determination of left/right symmetry,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,flagellated sperm motility,heart development,lateral ventricle development,microtubule,outer dynein arm,outer dynein arm assemblyAsthma;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Kartagener Syndrome;Lung Diseases;Lung Diseases, Obstructive;Otorhinolaryngologic Diseases;Respiratory Hypersensitivity;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign A=0, C=71 A=0.0, C=1.0 0.00001 1111.39 71 A=0/0, C=46/25

chr12:53877562 T/T C T SNV MAP3K12 MAP3K12:intronic:NM_001193511.1 1 100 intronic NM_001193511.1c.1359-55G>Ap.? -0.5 Protein kinase domain,Protein tyrosine kinasers784565 YES Mitogen-activated protein kinase kinase kinase 12ATP binding,JNK cascade,MAP kinase kinase kinase activity,MAPK cascade,activation of MAPKK activity,axon,cytoplasm,cytosol,growth cone,histone phosphorylation,intracellular signal transduction,membrane,negative regulation of motor neuron apoptotic process,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,plasma membrane,protein autophosphorylation,protein binding,protein homodimerization activity,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,signal transducer activityC=0, T=48 C=0.0, T=1.0 0.00001 810.433 48 C=0/0, T=31/17

chr12:53878012 G/G A G SNV MAP3K12 MAP3K12:intronic:NM_001193511.1 1 100 intronic NM_001193511.1c.1248+29T>Cp.? -0.14 Protein kinase domain,Protein tyrosine kinasers7313459 0.0359 YES 0.0 (pos.53878012) Mitogen-activated protein kinase kinase kinase 12ATP binding,JNK cascade,MAP kinase kinase kinase activity,MAPK cascade,activation of MAPKK activity,axon,cytoplasm,cytosol,growth cone,histone phosphorylation,intracellular signal transduction,membrane,negative regulation of motor neuron apoptotic process,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,plasma membrane,protein autophosphorylation,protein binding,protein homodimerization activity,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,signal transducer activityA=0, G=66 A=0.0, G=1.0 0.00001 1015.4 66 A=0/0, G=33/33

chr12:53880122 C/C T C SNV MAP3K12 MAP3K12:intronic:NM_001193511.1 1 100 intronic NM_001193511.1c.630-91A>Gp.? 0.14 Protein kinase domain,Protein tyrosine kinasers3816806 YES Mitogen-activated protein kinase kinase kinase 12ATP binding,JNK cascade,MAP kinase kinase kinase activity,MAPK cascade,activation of MAPKK activity,axon,cytoplasm,cytosol,growth cone,histone phosphorylation,intracellular signal transduction,membrane,negative regulation of motor neuron apoptotic process,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,plasma membrane,protein autophosphorylation,protein binding,protein homodimerization activity,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,signal transducer activityT=0, C=31 T=0.0, C=1.0 0.00001 465.814 31 T=0/0, C=19/12

chr12:53901105 A/A G A SNV

NPFF,TARBP

2 NPFF:intronic:NM_003717.3, TARBP2:downstream:NM_134324.2 1
100

intronic NM_134324.2, NM_003717.3c.*1173G>A, c.102+52C>Tp.?, p.? 0.64 Neuropeptide FFrs8192593 0.0347 TAR RNA-binding protein 2G-protein coupled receptor binding,G-protein coupled receptor signaling pathway,RISC complex,RISC-loading complex,acute inflammatory response to antigenic stimulus,axon terminus,chemical synaptic transmission,cytoplasm,cytosol,dendrite,double-stranded RNA binding,enzyme binding,excitatory postsynaptic potential,extracellular region,extracellular space,identical protein binding,maternal process involved in female pregnancy,miRNA loading onto RISC involved in gene silencing by miRNA,miRNA metabolic process,micro-ribonucleoprotein complex,multicellular organism growth,negative regulation of appetite,negative regulation of defense response to virus by host,negative regulation of heart rate,negative regulation of insulin secretion,negative regulation of protein kinase activity,neuropeptide hormone activity,neuropeptide signaling pathway,nuclear body,nucleoplasm,perikaryon,perinuclear region of cytoplasm,positive regulation of blood pressure,positive regulation of cytosolic calcium ion concentration,positive regulaG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=20/3

chr12:540994 G/G A G SNV CCDC77 CCDC77:intronic:NM_032358.3 1 100 intronic NM_032358.3c.584-38A>Gp.? 0.09 rs7310504 0.268 YES 8.254E-1 (pos.540994) centrosome,membraneNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=15/15

chr5:13829799 G/A G A SNV DNAH5 DNAH5:exonic:NM_001369.2 1 53.33 38 synonymous NM_001369.2c.6264C>T p.(=) -0.82 0.07(COSM3760935)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs1348689 0.3645 YES 6.157E-1;0.0 (pos.13829799)adenocarcinoma,neoplasmDynein, axonemal, heavy chain 5ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axoneme,cilium assembly,cilium movement,cytoplasm,determination of left/right symmetry,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,flagellated sperm motility,heart development,lateral ventricle development,microtubule,outer dynein arm,outer dynein arm assemblyAsthma;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Kartagener Syndrome;Lung Diseases;Lung Diseases, Obstructive;Otorhinolaryngologic Diseases;Respiratory Hypersensitivity;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign G=14, A=16 G=0.4667, A=0.5333 0.00001 159.925 30 G=2/12, A=4/12

chr12:547325 G/G A G SNV CCDC77 CCDC77:intronic:NM_032358.3 1 100 intronic NM_032358.3c.822-176A>Gp.? 0.94 rs758539 YES centrosome,membraneNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=10/12



chr2:84756049 A/A G A SNV DNAH6 DNAH6:exonic:NM_001370.1 1 100 4 missense NM_001370.1c.421G>A p.Val141Met -1.33 0.24 21 0.001 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs4832089 0.0541 YES 9.984E-1 (pos.84756049) Dynein, axonemal, heavy chain 6ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,cilium,cilium assembly,cilium or flagellum-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule-based movementCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Hypospadias;Male Urogenital Diseases;Penile Diseases;Urogenital AbnormalitiesBenign G=0, A=84 G=0.0, A=1.0 0.00001 1370.15 84 G=0/0, A=30/54

chr12:54805753 T/T G T SNV

ITGA5,LOC1

02724050 LOC102724050:intronic_nc:NR_120486.1, ITGA5:intronic:NM_002205.41
100

intronic NR_120486.1, NM_002205.4c.219-5C>A p.? 1.93 0.28(COSM5427478)FG-GAP repeat,Integrin alpha,Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars1922254 YES 9.514E-1 (pos.54805753) acute_myeloid_leukaemiaIntegrin, alpha-5 (fibronectin receptor, alpha subunit; very late activation protein-5, alpha subunit)Golgi apparatus,alphav-beta3 integrin-vitronectin complex,angiogenesis,cell adhesion,cell adhesion mediated by integrin,cell surface,cell-cell adhesion mediated by integrin,cell-cell junction,cell-substrate adhesion,cell-substrate junction assembly,cytoplasmic vesicle,endodermal cell differentiation,endoplasmic reticulum,epidermal growth factor receptor binding,external side of plasma membrane,extracellular matrix organization,focal adhesion,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,heterotypic cell-cell adhesion,integral component of membrane,integrin binding,integrin complex,integrin-mediated signaling pathway,leukocyte cell-cell adhesion,leukocyte migration,memory,metal ion binding,negative regulation of anoikis,plasma membrane,platelet-derived growth factor receptor binding,positive regulation of cell migration,positive regulation of cell-substrate adhesion,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of sprouting angiogenesis,positive reguCarcinoma;Carcinoma, Squamous Cell;Cardiovascular Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Reperfusion Injury;Stomach Diseases;Stomach Neoplasms;Vascular DiseasesG=0, T=39 G=0.0, T=1.0 0.00001 583.257 39 G=0/0, T=13/26

chr12:54805765 T/T C T SNV

ITGA5,LOC1

02724050 LOC102724050:intronic_nc:NR_120486.1, ITGA5:intronic:NM_002205.41
100

intronic NR_120486.1, NM_002205.4c.219-17G>Ap.? -0.09 FG-GAP repeat,Integrin alpha,Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars1249181 0.0829 YES 9.513E-1 (pos.54805765) Integrin, alpha-5 (fibronectin receptor, alpha subunit; very late activation protein-5, alpha subunit)Golgi apparatus,alphav-beta3 integrin-vitronectin complex,angiogenesis,cell adhesion,cell adhesion mediated by integrin,cell surface,cell-cell adhesion mediated by integrin,cell-cell junction,cell-substrate adhesion,cell-substrate junction assembly,cytoplasmic vesicle,endodermal cell differentiation,endoplasmic reticulum,epidermal growth factor receptor binding,external side of plasma membrane,extracellular matrix organization,focal adhesion,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,heterotypic cell-cell adhesion,integral component of membrane,integrin binding,integrin complex,integrin-mediated signaling pathway,leukocyte cell-cell adhesion,leukocyte migration,memory,metal ion binding,negative regulation of anoikis,plasma membrane,platelet-derived growth factor receptor binding,positive regulation of cell migration,positive regulation of cell-substrate adhesion,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of sprouting angiogenesis,positive reguCarcinoma;Carcinoma, Squamous Cell;Cardiovascular Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Reperfusion Injury;Stomach Diseases;Stomach Neoplasms;Vascular DiseasesC=0, T=39 C=0.0, T=1.0 0.00001 623.972 39 C=0/0, T=13/26

chr12:54852940 A/G A G SNV

GTSF1,LOC1

02724050 LOC102724050:intronic_nc:NR_120486.1, GTSF1:intronic:NM_144594.21
50

intronic NR_120486.1, NM_144594.2c.488-31T>Cp.? 1.87 U11-48K-like CHHC zinc fingerrs374376021 3.00E-04 0.0 (pos.54852940) Gametocyte-specific factor 1cell differentiation,cytoplasm,metal ion binding,spermatogenesisA=16, G=16 A=0.5, G=0.5 0.00001 158.383 32 A=6/10, G=7/9

chr2:84771480 A/A G A SNV DNAH6 DNAH6:exonic:NM_001370.1 1 100 5 synonymous NM_001370.1c.786G>A p.(=) -3.63 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs1037863 0.0544 YES 9.984E-1 (pos.84771480) Dynein, axonemal, heavy chain 6ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,cilium,cilium assembly,cilium or flagellum-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule-based movementCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Hypospadias;Male Urogenital Diseases;Penile Diseases;Urogenital AbnormalitiesBenign G=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=9/20

chr2:84800605 A/A C A SNV DNAH6 DNAH6:exonic:NM_001370.1 1 100 12 synonymous NM_001370.1c.1818C>A p.(=) 0.38 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs11891970 0.0555 YES 9.979E-1 (pos.84800605) Dynein, axonemal, heavy chain 6ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,cilium,cilium assembly,cilium or flagellum-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule-based movementCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Hypospadias;Male Urogenital Diseases;Penile Diseases;Urogenital AbnormalitiesBenign C=0, A=64 C=0.0, A=1.0 0.00001 977.633 64 C=0/0, A=39/25

chr2:84897517 G/G A G SNV DNAH6 DNAH6:exonic:NM_001370.1 1 100 39 synonymous NM_001370.1c.6372A>G p.(=) -0.05 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs1881095 0.0488 YES 1.0 (pos.84897517) Dynein, axonemal, heavy chain 6ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,cilium,cilium assembly,cilium or flagellum-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule-based movementCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Hypospadias;Male Urogenital Diseases;Penile Diseases;Urogenital AbnormalitiesBenign A=0, G=31 A=0.0, G=1.0 0.00001 448.626 31 A=0/0, G=18/13

chr12:56091617 A/G A G SNV ITGA7 ITGA7:intronic:NM_001144996.1 1 50 intronic NM_001144996.1c.1294-11T>Cp.? 0.01 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars2293412 0.487 YES 9.483E-1 (pos.56091617) Integrin, alpha-7cell adhesion,cell surface,cell-matrix adhesion,endodermal cell differentiation,extracellular matrix organization,heterotypic cell-cell adhesion,integrin complex,integrin-mediated signaling pathway,metal ion binding,muscle organ development,plasma membrane,protein binding,regulation of cell shapeColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intestinal Diseases;Intestinal Neoplasms;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular DiseasesBenign A=10, G=10 A=0.5, G=0.5 0.00001 82.8864 20 A=5/5, G=3/7

chr2:84921433 A/G A G SNV DNAH6 DNAH6:exonic:NM_001370.1 1 50 46 synonymous NM_001370.1c.7353A>G p.(=) -0.66 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs1192295 0.0544 YES 1.603E-3 (pos.84921433) Dynein, axonemal, heavy chain 6ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,cilium,cilium assembly,cilium or flagellum-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule-based movementCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Hypospadias;Male Urogenital Diseases;Penile Diseases;Urogenital AbnormalitiesBenign A=15, G=15 A=0.5, G=0.5 0.00001 145.019 30 A=7/8, G=11/4

chr2:196673533 G/G A G SNV DNAH7 DNAH7:exonic:NM_018897.2 1 100 53 missense NM_018897.2c.9956T>C p.Leu3319Pro 7.03 1 98 0 ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs13411834 4.00E-04 YES 1.0 (pos.196673533) Dynein, axonemal, heavy chain 7ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,calcium ion binding,cilium,cilium movement,cilium-dependent cell motility,cytosol,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,inner dynein arm,inner dynein arm assembly,microtubule,microtubule motor activity,microtubule-based movementBenign A=0, G=57 A=0.0, G=1.0 0.00001 849.571 57 A=0/0, G=39/18

chr12:56417403 T/C T C SNV

IKZF4,LOC1

05369781 IKZF4:intronic:NM_022465.3, LOC105369781:intronic_nc:NR_135023.11
53.13

intronic NR_135023.1, NM_022465.3c.88-52T>C p.? 0.01 C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers2658479 0.0839 YES Ikaros family zinc finger 4DNA binding transcription factor activity,bHLH transcription factor binding,negative regulation of transcription, DNA-templated,nuclear body,nucleic acid binding,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein complex,protein domain specific binding,protein heterodimerization activity,protein heterooligomerization,protein homodimerization activity,protein homooligomerization,sequence-specific DNA binding,transcription regulatory region DNA binding,transcription, DNA-templated,zinc ion bindingAlopecia;Alopecia Areata;Asthma;Autoimmune Diseases;Bronchial Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Glucose Metabolism Disorders;Hair Diseases;Hypersensitivity;Hypersensitivity, Immediate;Hypopigmentation;Hypotrichosis;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Metabolic Diseases;Nutritional and Metabolic Diseases;Pigmentation Disorders;Respiratory Hypersensitivity;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoT=15, C=17 T=0.4688, C=0.5313 0.00001 173.56 32 T=12/3, C=9/8

chr17:11523082 G/G A G SNV DNAH9 DNAH9:exonic:NM_001372.3 1 100 6 missense NM_001372.3c.1334A>G p.Gln445Arg 3.77 1 43 0 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs9892256 1.00E-04 1.0 (pos.11523082) Dynein, axonemal, heavy chain 9ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cell projection organization,cilium movement,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule motor activity,microtubule-based movement,motile ciliumA=0, G=51 A=0.0, G=1.0 0.00001 754.542 51 A=0/0, G=31/20

chr12:56650742 T/T C T SNV ANKRD52 ANKRD52:intronic:NM_173595.3 1 100 intronic NM_173595.3c.261+57G>Ap.? 0.01 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs1274491 0 YES protein binding C=0, T=43 C=0.0, T=1.0 0.00001 705.844 43 C=0/0, T=20/23

chr17:11583089 C/C T C SNV DNAH9 DNAH9:exonic:NM_001372.3 1 100 18 synonymous NM_001372.3c.3369T>C p.(=) 0.25 0.4(COSM4000011)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs8071438 0.012 YES 9.149E-1 (pos.11583089) acute_myeloid_leukaemiaDynein, axonemal, heavy chain 9ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cell projection organization,cilium movement,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule motor activity,microtubule-based movement,motile ciliumBenign T=0, C=142 T=0.0, C=1.0 0.00001 2387.74 142 T=0/0, C=70/72

chr12:56726518 A/A G A SNV PAN2 PAN2:intronic:NM_001127460.2 1 100 intronic NM_001127460.2c.282+79C>Tp.? 0.6 Exonuclease,Ubiquitin carboxyl-terminal hydrolasers2643626 YES NACHT domain-, leucine-rich repeat-c and PYD-containing protein 4,PABP-dependent poly(A) nuclease 2,Retinol dehydrogenase 143'-5'-exoribonuclease activity,P-body,PAN complex,RNA phosphodiester bond hydrolysis, exonucleolytic,cytosol,mRNA processing,metal ion binding,nuclear-transcribed mRNA poly(A) tail shortening,nucleic acid binding,nucleus,poly(A)-specific ribonuclease activity,protein bindingG=0, A=28 G=0.0, A=1.0 0.00001 408.717 28 G=0/0, A=23/5

chr12:56818538 G/A G A SNV TIMELESS TIMELESS:intronic:NM_003920.4 1 50 intronic NM_003920.4c.1868+8C>Tp.? 0.9 Timeless protein,Timeless protein C terminal regionrs150742725 0.0031 2.317E-4 (pos.56818538) Timeless, Drosophila, homolog ofDNA replication,branching morphogenesis of an epithelial tube,cell cycle phase transition,cell division,cellular response to DNA damage stimulus,cellular response to bleomycin,cellular response to cisplatin,cellular response to hydroxyurea,circadian rhythm,detection of abiotic stimulus,lung development,morphogenesis of an epithelium,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear chromatin,nucleoplasm,nucleus,positive regulation of double-strand break repair,protein binding,protein heterodimerization activity,protein homodimerization activity,regulation of cell proliferation,regulation of circadian rhythm,response to abiotic stimulus,transcription, DNA-templatedAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=29, A=29 G=0.5, A=0.5 0.00001 274.179 58 G=14/15, A=13/16

chr17:11648332 T/T C T SNV DNAH9 DNAH9:exonic:NM_001372.3 1 100 31 synonymous NM_001372.3c.6330C>T p.(=) 0.61 0.7(COSM3765980)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs3744578 0.2008 YES 9.103E-1 (pos.11648332) acute_myeloid_leukaemia,hepatocellular_carcinomaDynein, axonemal, heavy chain 9ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cell projection organization,cilium movement,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule motor activity,microtubule-based movement,motile ciliumBenign C=0, T=76 C=0.0, T=1.0 0.00001 1214.11 76 C=0/0, T=33/43

chr17:11833365 A/A G A SNV DNAH9 DNAH9:exonic:NM_001372.3 1 100 63 synonymous NM_001372.3c.12060G>Ap.(=) -4.89 0.02(COSM3755256)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs1859887 0.332 YES 1.964E-1 (pos.11833365) adenocarcinoma,carcinoma,hepatocellular_carcinomaDynein, axonemal, heavy chain 9ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cell projection organization,cilium movement,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule motor activity,microtubule-based movement,motile ciliumBenign G=0, A=28 G=0.0, A=1.0 0.00001 399.044 28 G=0/0, A=13/15

chr17:11835331 A/A G A SNV DNAH9 DNAH9:exonic:NM_001372.3 1 100 64 missense NM_001372.3c.12106G>Ap.Asp4036Asn 5.39 0.11 23 0.19 0.98(COSM3755257)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs17612861 0.3344 YES 1.968E-1 (pos.11835331) adenocarcinoma,carcinoma,hepatocellular_carcinomaDynein, axonemal, heavy chain 9ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cell projection organization,cilium movement,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule motor activity,microtubule-based movement,motile ciliumBenign G=0, A=22 G=0.0, A=1.0 0.00001 298.396 22 G=0/0, A=8/14

chr17:72308319 A/A G A SNV DNAI2 DNAI2:exonic:NM_023036.5 1 100 12 missense NM_023036.5c.1672G>A p.Ala558Thr -2.58 0.52 58 0.002 0.03(COSM4130570) rs1979370 0.0897 YES 8.515E-1 (pos.72308319) Wilms_tumour,carcinoma,neoplasmDynein, axonemal, intermediate chain 2ATP-dependent microtubule motor activity, plus-end-directed,axonemal dynein complex,axoneme,cilium assembly,cilium movement,cytoplasm,determination of left/right symmetry,dynein heavy chain binding,dynein light chain binding,external side of plasma membrane,microtubule,microtubule motor activity,outer dynein arm,outer dynein arm assembly,protein binding,sperm flagellumBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign G=0, A=44 G=0.0, A=1.0 0.00001 726.561 44 G=0/0, A=31/13

chr15:78556589 G/G C G SNV DNAJA4 DNAJA4:utr_5:NM_018602.3 1 100 1 utr_5 NM_018602.3c.-67C>G p.? 0.69 DnaJ C terminal domain,DnaJ central domain,DnaJ domainrs12898295,rs200375873 YES ATP binding,chaperone binding,cytosol,heat shock protein binding,membrane,metal ion binding,negative regulation of inclusion body assembly,protein binding,protein folding,protein refolding,response to heat,unfolded protein bindingC=0, G=37 C=0.0, G=1.0 0.00001 583.621 37 C=0/0, G=33/4

chr1:6704635 G/G A G SNV DNAJC11 DNAJC11:exonic:NM_018198.3 1 100 10 synonymous NM_018198.3c.1080T>C p.(=) -1.26 0.12(COSM3747064)DnaJ domain,Domain of unknown function (DUF3395)rs200458 0.0883 YES 5.977E-1 (pos.6704635) hepatocellular_carcinomaDNAJ/HSP40 homolog, subfamily C, member 11MICOS complex,cristae formation,extracellular exosome,mitochondrial outer membrane,mitochondrial sorting and assembly machinery complex,mitochondrion,protein bindingA=0, G=35 A=0.0, G=1.0 0.00001 543.598 35 A=0/0, G=14/21

chr5:138775173 C/C T C SNV DNAJC18 DNAJC18:utr_5:NM_152686.3 1 100 1 utr_5 NM_152686.3c.-39A>G p.? -1.48 DnaJ domain,Domain of unknown function (DUF1977)rs3923059 0.2777 YES 3.627E-1 (pos.138775173) integral component of membrane T=0, C=24 T=0.0, C=1.0 0.00001 334.791 24 T=0/0, C=9/15

chr21:34860756 ATTAAA/A ATTAAA A,ATTTAAA INDEL DNAJC28 DNAJC28:exonic:NM_001040192.2 5 48.15 2 frameshiftDeletion NM_001040192.2c.940_944delTTTAAp.Leu316fs 1.26, 7.09, 7.09, 0.72, 5.05, 8.26 DnaJ domain,Domain of unknown function (DUF1992)rs139967340,rs7494489091.00E-04 0.0;0.0 (pos.34860756) Golgi organization,Golgi transport complex,Golgi vesicle prefusion complex stabilization,protein binding,retrograde transport, vesicle recycling within Golgi,retrograde vesicle-mediated transport, Golgi to ERAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsATTAAA=14, A=13, ATTTAAA=0ATTAAA=0.5185, A=0.4815, ATTTAAA=0.00.00001 117.885 27 ATTAAA=8/6, A=2/11, ATTTAAA=0/0

chrX:153629155 G/G A G SNV

DNASE1L1,R

PL10,SNORA

70 SNORA70:downstream:NR_000011.1, RPL10:exonic:NM_006013.4, DNASE1L1:downstream:NM_001009934.21

100

7 missense NM_006013.4, NR_000011.1, NM_001009934.2c.605A>G, c.*1893T>Cp.Asn202Ser, p.? 1.28 0.39 46 0 0.81(COSM4590446)Ribosomal protein L16p/L10ers12012747,rs4909 YES 9.291E-1 (pos.153629155)ductal_carcinoma,squamous_cell_carcinomaDeoxyribonuclease I-like 1,Ribosomal protein L10DNA binding,DNA catabolic process,DNA metabolic process,RNA binding,SRP-dependent cotranslational protein targeting to membrane,cytosol,cytosolic large ribosomal subunit,deoxyribonuclease activity,embryonic brain development,endonuclease activity,endoplasmic reticulum,extracellular exosome,extracellular region,membrane,negative regulation of apoptotic process,negative regulation of transcription from RNA polymerase II promoter,neutrophil degranulation,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleic acid phosphodiester bond hydrolysis,nucleus,protein binding,protein complex,rRNA processing,regulation of translation,ribosomal large subunit assembly,ribosome,smooth endoplasmic reticulum,specific granule lumen,structural constituent of ribosome,translation,translation regulator activity,translational initiation,viral transcriptionAutistic Disorder;Child Development Disorders, Pervasive;Genital Diseases, Male;Genital Neoplasms, Male;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neurodevelopmental Disorders;Precursor Cell Lymphoblastic Leukemia-Lymphoma;Precursor T-Cell Lymphoblastic Leukemia-Lymphoma;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsBenign/Likely benignA=0, G=121 A=0.0, G=1.0 0.00001 1953.68 121 A=0/0, G=65/56

chr12:57137828 A/A T A SNV PRIM1 PRIM1:intronic:NM_000946.2 1 100 intronic NM_000946.2c.638+21A>Tp.? 0.11 DNA primase small subunitrs1026565 0.378 YES 7.613E-1;0.0 (pos.57137828) Primase, polypeptide-1, 49kDDNA primase activity,DNA replication initiation,DNA replication, synthesis of RNA primer,G1/S transition of mitotic cell cycle,alpha DNA polymerase:primase complex,membrane,metal ion binding,nucleoplasm,single-stranded DNA binding,telomere maintenance via semi-conservative replicationT=0, A=56 T=0.0, A=1.0 0.00001 832.1 56 T=0/0, A=28/28

chr12:57592557 T/T C T SNV LRP1 LRP1:intronic:NM_002332.2 1 100 intronic NM_002332.2c.9676+104C>Tp.? 0.3 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs1800168 YES Low density lipoprotein-related protein-1 (alpha-2-macroglobulin receptor)RNA binding,aging,alpha-2 macroglobulin receptor activity,amyloid-beta clearance,aorta morphogenesis,apolipoprotein binding,apolipoprotein receptor activity,apoptotic cell clearance,astrocyte activation involved in immune response,basolateral plasma membrane,calcium ion binding,cell proliferation,cellular response to amyloid-beta,cerebral cortex development,clathrin heavy chain binding,clathrin-coated pit,clathrin-coated vesicle,cytosol,dendrite,early endosome,endocytic vesicle membrane,focal adhesion,heparan sulfate proteoglycan binding,integral component of membrane,integral component of plasma membrane,lipid metabolic process,lipoprotein metabolic process,lipoprotein particle receptor binding,lipoprotein transport,lipoprotein transporter activity,low-density lipoprotein receptor activity,lysosomal membrane,membrane,negative regulation of Wnt signaling pathway,negative regulation of neuron apoptotic process,negative regulation of neuron projection development,negative regulation of platelet-derived growth fAlzheimer Disease;Aneurysm;Aortic Aneurysm;Aortic Aneurysm, Abdominal;Aortic Diseases;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Headache Disorders;Headache Disorders, Primary;Mental Disorders;Migraine Disorders;Migraine without Aura;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Tauopathies;Vascular DiseasesAntihemophilic factor, human recombinant,Coagulation Factor IX (Recombinant),Coagulation Factor IX Human,TenecteplaseC=0, T=104 C=0.0, T=1.0 0.00001 1629.13 104 C=0/0, T=43/61

chr5:140052271 G/G A G SNV DND1 DND1:exonic:NM_194249.2 1 100 3 synonymous NM_194249.2c.363T>C p.(=) 1.12 0.28(COSM3749906)RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain),double strand RNA binding domain from DEAD END PROTEIN 1rs2563333,rs759113911 YES 5.333E-1;0.0 (pos.140052271)adenocarcinoma,neoplasmDead end, zebrafish, homolog of, 1AU-rich element binding,cytoplasm,germ cell development,miRNA binding,multicellular organism development,negative regulation of gene silencing by miRNA,nucleusA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=18/3

chr12:57869447 T/C T C SNV ARHGAP9 ARHGAP9:intronic:NM_032496.3 1 50 intronic NM_032496.3c.1312-49A>Gp.? 0.2 PH domain,RhoGAP domain,SH3 domainrs2277318 0.3135 YES 3.818E-1 (pos.57869447) Rho GTPase-activating protein 9GTPase activator activity,cytosol,extracellular region,neutrophil degranulation,phosphatidylinositol-3,4,5-trisphosphate binding,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,secretory granule lumen,signal transductionCardiovascular Diseases;Coronary Disease;Coronary Vasospasm;Heart Diseases;Myocardial Ischemia;Vascular DiseasesT=14, C=14 T=0.5, C=0.5 0.00001 131.941 28 T=1/13, C=4/10

chr12:57869476 G/A G A SNV ARHGAP9 ARHGAP9:intronic:NM_032496.3 1 50 intronic NM_032496.3c.1312-78C>Tp.? -1.74 PH domain,RhoGAP domain,SH3 domainrs2277317 YES Rho GTPase-activating protein 9GTPase activator activity,cytosol,extracellular region,neutrophil degranulation,phosphatidylinositol-3,4,5-trisphosphate binding,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,secretory granule lumen,signal transductionCardiovascular Diseases;Coronary Disease;Coronary Vasospasm;Heart Diseases;Myocardial Ischemia;Vascular DiseasesG=14, A=14 G=0.5, A=0.5 0.00001 131.941 28 G=1/13, A=4/10

chr12:57869500 C/C A C SNV ARHGAP9 ARHGAP9:intronic:NM_032496.3 1 100 intronic NM_032496.3c.1312-102T>Gp.? -0.4 PH domain,RhoGAP domain,SH3 domainrs524522 Rho GTPase-activating protein 9GTPase activator activity,cytosol,extracellular region,neutrophil degranulation,phosphatidylinositol-3,4,5-trisphosphate binding,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,secretory granule lumen,signal transductionCardiovascular Diseases;Coronary Disease;Coronary Vasospasm;Heart Diseases;Myocardial Ischemia;Vascular DiseasesA=0, C=29 A=0.0, C=1.0 0.00001 427.603 29 A=0/0, C=5/24

chr12:57870121 C/C A C SNV ARHGAP9 ARHGAP9:intronic:NM_032496.3 1 100 intronic NM_032496.3c.1116+26T>Gp.? 0.04 PH domain,RhoGAP domain,SH3 domainrs486699 0.0526 YES 8.426E-1;0.0 (pos.57870121) Rho GTPase-activating protein 9GTPase activator activity,cytosol,extracellular region,neutrophil degranulation,phosphatidylinositol-3,4,5-trisphosphate binding,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,secretory granule lumen,signal transductionCardiovascular Diseases;Coronary Disease;Coronary Vasospasm;Heart Diseases;Myocardial Ischemia;Vascular DiseasesA=0, C=27 A=0.0, C=1.0 0.00001 389.768 27 A=0/0, C=3/24

chr12:57940749 T/T C T SNV DCTN2 DCTN2:intronic:NM_006400.4 1 100 intronic NM_006400.4c.36+62G>Ap.? -0.49 Dynamitin rs775325 0.0019 YES Dynactin 2 ER to Golgi vesicle-mediated transport,G2/M transition of mitotic cell cycle,antigen processing and presentation of exogenous peptide antigen via MHC class II,cell proliferation,centrosome,ciliary basal body-plasma membrane docking,cytoplasm,cytosol,dynactin complex,dynein complex,extracellular exosome,growth cone,identical protein binding,kinetochore,melanosome transport,membrane,microtubule,microtubule-based process,mitotic cell cycle,mitotic spindle organization,motor activity,protein binding,protein kinase binding,protein localization to centrosome,regulation of G2/M transition of mitotic cell cycle,spectrin binding,vesicleC=0, T=69 C=0.0, T=1.0 0.00001 1072.78 69 C=0/0, T=48/21

chr12:57975570 G/G A G SNV KIF5A KIF5A:intronic:NM_004984.2 1 100 intronic NM_004984.2c.2910-83A>Gp.? -1.24 Kinesin motor domain,Microtubule bindingrs775247 Kinesin family member 5AATP binding,ATP-dependent microtubule motor activity, plus-end-directed,anterograde dendritic transport of neurotransmitter receptor complex,antigen processing and presentation of exogenous peptide antigen via MHC class II,axon guidance,chemical synaptic transmission,ciliary rootlet,cytoskeleton-dependent intracellular transport,cytosol,dendrite cytoplasm,kinesin binding,kinesin complex,membrane,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,motor activity,neuronal cell body,perinuclear region of cytoplasm,protein binding,protein localization,retrograde vesicle-mediated transport, Golgi to ER,vesicle-mediated transportArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Paralysis;Paraplegia;Peripheral Nervous System Diseases;Polyneuropathies;Rheumatic Diseases;Skin and Connective Tissue Diseases;Spastic Paraplegia, HereditaryA=0, G=31 A=0.0, G=1.0 0.00001 465.724 31 A=0/0, G=15/16

chr11:6549779 C/C A C SNV DNHD1 DNHD1:exonic:NM_144666.2 1 100 11 missense NM_144666.2c.1865A>C p.Asp622Ala -1.22 0.62 126 0 Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3rs4633449 0.3281 YES 8.762E-1;0.0 (pos.6549779) ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,cilium movement,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,extracellular exosome,inner dynein arm,inner dynein arm assembly,microtubule motor activity,microtubule-based movementAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, C=56 A=0.0, C=1.0 0.00001 832.1 56 A=0/0, C=46/10

chr12:58135659 C/C T C SNV AGAP2 1 100 intronic -1.23 rs238530 2.00E-04 1.0;0.0 (pos.58135659) ARF-GAP with GTP-binding protein-like, ankyrin repeat, and pleckstrin homology domains 2Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesT=0, C=48 T=0.0, C=1.0 0.00001 810.153 48 T=0/0, C=41/7

chr12:58166403 T/G T G SNV

EEF1AKMT3,

METTL1 METTL1:upstream:NM_005371.5, EEF1AKMT3:utr_5:NM_015433.2 1
50

intronic NM_005371.5, NM_015433.2c.-537A>C, c.-105T>Gp.?, p.? 0.89 Lysine methyltransferasers2291617 YES Methyltransferase-like 1centrosome,cytoplasm,cytosol,heat shock protein binding,intracellular,methyltransferase activity,nucleolus,nucleoplasm,nucleus,peptidyl-lysine methylation,protein binding,protein complex,protein-lysine N-methyltransferase activity,tRNA (guanine-N7)-methylation,tRNA (guanine-N7-)-methyltransferase activity,tRNA binding,tRNA methyltransferase complex,tRNA modificationAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesT=14, G=14 T=0.5, G=0.5 0.00001 131.941 28 T=11/3, G=10/4

chr11:6555365 G/G A G SNV DNHD1 DNHD1:exonic:NM_144666.2 1 100 14 missense NM_144666.2c.2960A>G p.Asp987Gly 0.28 0.5 94 0 0.02(COSM6350798)Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3rs7103810 0.1301 YES 9.211E-1 (pos.6555365) carcinoma ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,cilium movement,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,extracellular exosome,inner dynein arm,inner dynein arm assembly,microtubule motor activity,microtubule-based movementAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=37 A=0.0, G=1.0 0.00001 583.706 37 A=0/0, G=17/20

chr12:6085513 G/G A G SNV VWF VWF:intronic:NM_000552.4 1 100 intronic NM_000552.4c.7288-87T>Cp.? 0.09 C8 domain,Trypsin Inhibitor like cysteine rich domain,VWA N-terminal,von Willebrand factor type A domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs216855 YES Coagulation factor VIII VWF (von Willebrand factor)Weibel-Palade body,blood coagulation,blood coagulation, intrinsic pathway,cell adhesion,cell-substrate adhesion,chaperone binding,collagen binding,endoplasmic reticulum,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,hemostasis,identical protein binding,immunoglobulin binding,integrin binding,platelet activation,platelet alpha granule,platelet alpha granule lumen,platelet degranulation,protease binding,protein N-terminus binding,protein binding,protein homodimerization activity,protein homooligomerization,proteinaceous extracellular matrix,response to woundingArrhythmias, Cardiac;Atrial Fibrillation;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Embolism and Thrombosis;Genetic Diseases, Inborn;Heart Diseases;Heart Failure;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypertension;Intracranial Embolism and Thrombosis;Intracranial Thrombosis;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Thromboembolism;Thrombosis;Vascular Diseases;von Willebrand Disease, Type 1;von Willebrand Disease, Type 2;von Willebrand Disease, Type 3;von Willebrand DiseasesAntihemophilic factor, human recombinant,Egaptivon pegolA=0, G=30 A=0.0, G=1.0 0.00001 446.63 30 A=0/0, G=11/19

chr12:6090892 G/A G A SNV VWF VWF:intronic:NM_000552.4 1 45.45 intronic NM_000552.4c.7287+60C>Tp.? -0.84 C8 domain,Trypsin Inhibitor like cysteine rich domain,VWA N-terminal,von Willebrand factor type A domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs2286937 YES Coagulation factor VIII VWF (von Willebrand factor)Weibel-Palade body,blood coagulation,blood coagulation, intrinsic pathway,cell adhesion,cell-substrate adhesion,chaperone binding,collagen binding,endoplasmic reticulum,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,hemostasis,identical protein binding,immunoglobulin binding,integrin binding,platelet activation,platelet alpha granule,platelet alpha granule lumen,platelet degranulation,protease binding,protein N-terminus binding,protein binding,protein homodimerization activity,protein homooligomerization,proteinaceous extracellular matrix,response to woundingArrhythmias, Cardiac;Atrial Fibrillation;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Embolism and Thrombosis;Genetic Diseases, Inborn;Heart Diseases;Heart Failure;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypertension;Intracranial Embolism and Thrombosis;Intracranial Thrombosis;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Thromboembolism;Thrombosis;Vascular Diseases;von Willebrand Disease, Type 1;von Willebrand Disease, Type 2;von Willebrand Disease, Type 3;von Willebrand DiseasesAntihemophilic factor, human recombinant,Egaptivon pegolG=12, A=10 G=0.5455, A=0.4545 0.00001 81.7622 22 G=7/5, A=4/6

chr11:6588228 A/A G A SNV DNHD1 DNHD1:exonic:NM_144666.2 1 100 36 missense NM_144666.2c.11489G>Ap.Arg3830His 0.3 0.07 29 0.029 0.06(COSM3752656)Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3rs10769699 0.3847 YES 2.452E-1 (pos.6588228) acute_myeloid_leukaemia,adenocarcinomaATP binding,ATP-dependent microtubule motor activity, minus-end-directed,cilium movement,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,extracellular exosome,inner dynein arm,inner dynein arm assembly,microtubule motor activity,microtubule-based movementAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, A=102 G=0.0, A=1.0 0.00001 1593.06 102 G=0/0, A=68/34

chr12:6138702 G/A G A SNV VWF VWF:intronic:NM_000552.4 1 50 intronic NM_000552.4c.2821-48C>Tp.? -2.13 C8 domain,Trypsin Inhibitor like cysteine rich domain,VWA N-terminal,von Willebrand factor type A domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs552884819,rs608316770.0794 YES 0.0 (pos.6138698),6.573E-2 (pos.6138702)Coagulation factor VIII VWF (von Willebrand factor)Weibel-Palade body,blood coagulation,blood coagulation, intrinsic pathway,cell adhesion,cell-substrate adhesion,chaperone binding,collagen binding,endoplasmic reticulum,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,hemostasis,identical protein binding,immunoglobulin binding,integrin binding,platelet activation,platelet alpha granule,platelet alpha granule lumen,platelet degranulation,protease binding,protein N-terminus binding,protein binding,protein homodimerization activity,protein homooligomerization,proteinaceous extracellular matrix,response to woundingArrhythmias, Cardiac;Atrial Fibrillation;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Embolism and Thrombosis;Genetic Diseases, Inborn;Heart Diseases;Heart Failure;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypertension;Intracranial Embolism and Thrombosis;Intracranial Thrombosis;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Thromboembolism;Thrombosis;Vascular Diseases;von Willebrand Disease, Type 1;von Willebrand Disease, Type 2;von Willebrand Disease, Type 3;von Willebrand DiseasesAntihemophilic factor, human recombinant,Egaptivon pegolG=31, A=31 G=0.5, A=0.5 0.00001 306.848 62 G=18/13, A=13/18

chr11:6524072 A/C A C SNV DNHD1 DNHD1:exonic:NM_144666.2 1 50 4 missense NM_144666.2c.836A>C p.Gln279Pro 0.12 0.01 76 0.838 Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3rs11605196 0.1904 YES 1.445E-2 (pos.6524072) ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,cilium movement,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,extracellular exosome,inner dynein arm,inner dynein arm assembly,microtubule motor activity,microtubule-based movementAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=17, C=17 A=0.5, C=0.5 0.00001 171.561 34 A=10/7, C=6/11

chr9:130984755 T/T C T SNV DNM1 DNM1:exonic:NM_004408.3 1 100 8 synonymous NM_004408.3c.1008C>T p.(=) 0.58 0.32(COSM4163365),0.32(COSM4163366),0.32(COSM4163367)Dynamin GTPase effector domain,Dynamin central region,Dynamin family,PH domainrs3003609 0.4579 YES 6.009E-1 (pos.130984755)neoplasm Dynamin-1 D2 dopamine receptor binding,G-protein coupled receptor internalization,GTP binding,GTPase activity,Golgi apparatus,RNA binding,adult locomotory behavior,clathrin-dependent endocytosis,dynamin family protein polymerization involved in mitochondrial fission,endocytosis,endosome organization,ephrin receptor signaling pathway,extracellular exosome,identical protein binding,membrane coat,membrane fusion,microtubule,microtubule binding,mitochondrial fission,mitochondrial membrane,myelin sheath,nitric-oxide synthase binding,photoreceptor inner segment,plasma membrane,positive regulation of synaptic vesicle recycling,protein C-terminus binding,protein binding,protein complex binding,protein dimerization activity,protein kinase binding,protein tetramerization,receptor-mediated endocytosis,sensory perception of sound,synaptic transmission, GABAergic,synaptic vesicle,synaptic vesicle budding from presynaptic endocytic zone membrane,toxin transport,varicosityBrain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsy;Genetic Diseases, Inborn;Lennox Gastaut Syndrome;Nervous System DiseasesBenign C=0, T=94 C=0.0, T=1.0 0.00001 1563.56 94 C=0/0, T=34/60

chr12:62861111 C/C T C SNV MON2 MON2:intronic:NM_015026.2 1 100 intronic NM_015026.2c.111+13T>Cp.? 0.08 C-terminal region of Mon2 protein,Dimerisation and cyclophilin-binding domain of Mon2,Domain of unknown function (DUF1981),Guanine nucleotide exchange factor in Golgi transport N-terminalrs6581450 0.3574 YES 6.539E-1 (pos.62861111) Mon2, S. cerevisiae, homolog ofGolgi to endosome transport,cytosol,extracellular exosome,protein binding,protein transportT=0, C=49 T=0.0, C=1.0 0.00001 831.632 49 T=0/0, C=20/29

chr12:62888729 T/T C T SNV MON2 MON2:intronic:NM_015026.2 1 100 intronic NM_015026.2c.304-67C>Tp.? 0.51 C-terminal region of Mon2 protein,Dimerisation and cyclophilin-binding domain of Mon2,Domain of unknown function (DUF1981),Guanine nucleotide exchange factor in Golgi transport N-terminalrs7135893 YES Mon2, S. cerevisiae, homolog ofGolgi to endosome transport,cytosol,extracellular exosome,protein binding,protein transportC=0, T=24 C=0.0, T=1.0 0.00001 333.607 24 C=0/0, T=11/13

chr12:32866157 T/A T A SNV DNM1L DNM1L:exonic:NM_012062.4 1 57.14 6 missense NM_012062.4c.471T>A p.Asp157Glu 1.27 0 45 0.996 Dynamin GTPase effector domain,Dynamin central region,Dynamin familyrs776124108 0.0 (pos.32866157) Dynamin 1-likeBH2 domain binding,GTP binding,GTP-dependent protein binding,GTPase activator activity,GTPase activity,Golgi apparatus,Golgi membrane,Rab GTPase binding,brush border,cell junction,cellular response to oxygen-glucose deprivation,cellular response to thapsigargin,clathrin binding,clathrin-coated pit,cytoplasm,cytosol,dynamin family protein polymerization involved in mitochondrial fission,endocytosis,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum organization,execution phase of apoptosis,heart contraction,identical protein binding,intracellular distribution of mitochondria,intracellular membrane-bounded organelle,lipid binding,membrane,membrane fusion,microtubule,microtubule binding,mitochondrial fission,mitochondrial fragmentation involved in apoptotic process,mitochondrial membrane fission,mitochondrial outer membrane,mitochondrion,mitochondrion morphogenesis,mitochondrion organization,mitochondrion-derived vesicle,necroptotic process,negative regulation of mitochondrial fusion,periAcid-Base Imbalance;Acidosis;Acidosis, Lactic;Brain Diseases;Brain Diseases, Metabolic;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Craniofacial Abnormalities;Eye Diseases;Heart Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Metabolic Diseases;Microcephaly;Mitochondrial Diseases;Mitochondrial Encephalomyopathies;Mitochondrial Myopathies;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Ischemia;Nervous System Diseases;Nervous System Malformations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Optic Atrophy;Optic Nerve Diseases;Vascular DiseasesT=12, A=16 T=0.4286, A=0.5714 0.00001 161.77 28 T=5/7, A=6/10

chr12:6422272 C/C T C SNV PLEKHG6 PLEKHG6:intronic:NM_018173.3 1 100 intronic NM_018173.3c.139-523T>Cp.? -0.54 RhoGEF domainrs10849440 YES 1.0 (pos.6422272) Pleckstrin homology domain-containing protein, family G, member 6GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,cleavage furrow,cytoplasm,microvillus,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of Rho protein signal transduction,regulation of molecular function,spindle poleT=0, C=25 T=0.0, C=1.0 0.00001 352.965 25 T=0/0, C=14/11

chr12:6428116 G/G T G SNV PLEKHG6 PLEKHG6:intronic:NM_018173.3 1 100 intronic NM_018173.3c.1409-43T>Gp.? -0.81 RhoGEF domainrs4764497 0.3887 YES 3.05E-1 (pos.6428116) Pleckstrin homology domain-containing protein, family G, member 6GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,cleavage furrow,cytoplasm,microvillus,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of Rho protein signal transduction,regulation of molecular function,spindle poleT=0, G=23 T=0.0, G=1.0 0.00001 316.747 23 T=0/0, G=13/10

chr12:6439255 G/G A G SNV TNFRSF1A TNFRSF1A:intronic:NM_001065.3 1 100 intronic NM_001065.3c.769-23T>Cp.? 0.18 Death domain,TNFR/NGFR cysteine-rich regionrs10849443 YES 1.0 (pos.6439255) Tumor necrosis factor receptor superfamily, member 1AGolgi membrane,I-kappaB kinase/NF-kappaB signaling,cell surface,cellular response to mechanical stimulus,cytokine-mediated signaling pathway,death-inducing signaling complex assembly,defense response to bacterium,extracellular region,extracellular space,extrinsic apoptotic signaling pathway via death domain receptors,identical protein binding,immune response,inflammatory response,integral component of membrane,integral component of plasma membrane,intrinsic apoptotic signaling pathway in response to DNA damage,membrane raft,mitochondrion,negative regulation of inflammatory response,plasma membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of ceramide biosynthetic process,positive regulation of inflammatory response,positive regulation of transcription from RNA polymerase II promoter,positive regulation of tyrosine phosphorylation of STAT protein,prostaglandin metabolic process,protein binding,protein localization to plasma membrane,receptor complex,regulation of apoptotic Arthritis;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Cholestasis;Cholestasis, Intrahepatic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cystic Fibrosis;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Digestive System Diseases;Endocrine System Diseases;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Heart Failure;Hereditary Autoinflammatory Diseases;Hypersensitivity;Immune System Diseases;Infant, Newborn, Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Lung Diseases;Lung Injury;Metabolic Diseases;Multiple Sclerosis;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Nutr6-3-(4-Morpholinyl)Propyl-2-(3-Nitrophenyl)-5-Thioxo-5,6,-Dihydro-7h-Thienol2',3':4,5Pyrrolo1,2-CImidazol-7-OneA=0, G=55 A=0.0, G=1.0 0.00001 814.905 55 A=0/0, G=33/22

chr12:6442346 G/G A G SNV TNFRSF1A TNFRSF1A:intronic:NM_001065.3 1 100 intronic NM_001065.3c.473-33T>Cp.? -0.51 Death domain,TNFR/NGFR cysteine-rich regionrs1800692 0.4023 YES 5.164E-1 (pos.6442346) Tumor necrosis factor receptor superfamily, member 1AGolgi membrane,I-kappaB kinase/NF-kappaB signaling,cell surface,cellular response to mechanical stimulus,cytokine-mediated signaling pathway,death-inducing signaling complex assembly,defense response to bacterium,extracellular region,extracellular space,extrinsic apoptotic signaling pathway via death domain receptors,identical protein binding,immune response,inflammatory response,integral component of membrane,integral component of plasma membrane,intrinsic apoptotic signaling pathway in response to DNA damage,membrane raft,mitochondrion,negative regulation of inflammatory response,plasma membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of ceramide biosynthetic process,positive regulation of inflammatory response,positive regulation of transcription from RNA polymerase II promoter,positive regulation of tyrosine phosphorylation of STAT protein,prostaglandin metabolic process,protein binding,protein localization to plasma membrane,receptor complex,regulation of apoptotic Arthritis;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Cholestasis;Cholestasis, Intrahepatic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cystic Fibrosis;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Digestive System Diseases;Endocrine System Diseases;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Heart Failure;Hereditary Autoinflammatory Diseases;Hypersensitivity;Immune System Diseases;Infant, Newborn, Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Lung Diseases;Lung Injury;Metabolic Diseases;Multiple Sclerosis;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Nutr6-3-(4-Morpholinyl)Propyl-2-(3-Nitrophenyl)-5-Thioxo-5,6,-Dihydro-7h-Thienol2',3':4,5Pyrrolo1,2-CImidazol-7-OneA=0, G=56 A=0.0, G=1.0 0.00001 831.967 56 A=0/0, G=29/27

chr1:172356437 G/G A G SNV DNM3 DNM3:exonic:NM_015569.4 1 100 19 synonymous NM_015569.4c.2223A>G p.(=) -4.88 Dynamin GTPase effector domain,Dynamin central region,Dynamin family,PH domainrs6688654 0.0144 1.0 (pos.172356437) Dynamin 3 GTP binding,GTPase activity,Golgi apparatus,axon,dendritic spine,dendritic spine head,dynamin family protein polymerization involved in mitochondrial fission,endocytosis,extracellular exosome,filopodium assembly,identical protein binding,membrane fusion,microtubule,microtubule binding,mitochondrial fission,mitochondrial membrane,negative regulation of dendritic spine morphogenesis,nitric-oxide synthase binding,perinuclear region of cytoplasm,photoreceptor inner segment,positive regulation of filopodium assembly,postsynaptic density,postsynaptic endocytic zone membrane,postsynaptic neurotransmitter receptor internalization,protein binding,synapse assembly,synaptic cleft,synaptic vesicle budding from presynaptic endocytic zone membrane,type 1 metabotropic glutamate receptor binding,type 5 metabotropic glutamate receptor bindingA=0, G=31 A=0.0, G=1.0 0.00001 465.819 31 A=0/0, G=9/22

chr2:220250147 G/G A G SNV DNPEP DNPEP:exonic:NM_012100.3 1 100 8 missense NM_012100.3c.773T>C p.Val258Ala 3 0.94 64 0 Aminopeptidase I zinc metalloprotease (M18),M42 glutamyl aminopeptidasers907679 0 1.0 (pos.220250147) Aspartyl aminopeptidaseaminopeptidase activity,blood microparticle,cytoplasm,cytosol,identical protein binding,metalloaminopeptidase activity,metallopeptidase activity,nucleus,peptide metabolic process,protein binding,proteolysis,zinc ion bindingGlutamic Acid A=0, G=70 A=0.0, G=1.0 0.00001 1092.09 70 A=0/0, G=48/22

chr8:25267622 G/G A G SNV DOCK5 DOCK5:exonic:NM_024940.7 1 100 51 synonymous NM_024940.7c.5412A>G p.(=) -0.33 0.48(COSM3763274)C2 domain in Dock180 and Zizimin proteins,DOCK N-terminus,Dock homology region 2,SH3 domain,Variant SH3 domainrs2709618 0.3723 YES 6.299E-1 (pos.25267622) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinoma,neoplasmDedicator of cytokinesis 5cytoplasm,cytosol,guanyl-nucleotide exchange factor activity,intracellular,negative regulation of vascular smooth muscle contraction,plasma membrane,positive regulation of epithelial cell migration,positive regulation of substrate adhesion-dependent cell spreading,positive regulation of vascular associated smooth muscle cell migration,protein binding,regulation of molecular function,small GTPase mediated signal transductionA=0, G=23 A=0.0, G=1.0 0.00001 321.214 23 A=0/0, G=13/10

chr12:64668891 A/A G A SNV C12orf56 C12orf56:intronic:NM_001170633.1 1 100 intronic NM_001170633.1c.1510-136C>Tp.? -0.24 Protein of unknown function (DUF4551)rs2010893 YES G=0, A=31 G=0.0, A=1.0 0.00001 465.311 31 G=0/0, A=17/14

chr12:64668948 A/A G A SNV C12orf56 C12orf56:intronic:NM_001170633.1 1 100 intronic NM_001170633.1c.1509+130C>Tp.? 0.17 Protein of unknown function (DUF4551)rs2010889 YES G=0, A=23 G=0.0, A=1.0 0.00001 316.738 23 G=0/0, A=11/12

chr12:64669018 A/A AT A INDEL C12orf56 C12orf56:intronic:NM_001170633.1 1 100 intronic NM_001170633.1c.1509+60AT>Tp.? -0.02, 0.12 Protein of unknown function (DUF4551)rs112622378,rs5798743,rs7583455770.2021 YES AT=0, A=24 AT=0.0, A=1.0 0.00001 334.792 24 AT=0/0, A=11/13

chr8:25234858 A/G A G SNV DOCK5 DOCK5:exonic:NM_024940.7 1 97.01 38 missense NM_024940.7c.3854A>G p.Lys1285Arg 4.79 1 26 0 C2 domain in Dock180 and Zizimin proteins,DOCK N-terminus,Dock homology region 2,SH3 domain,Variant SH3 domainrs2659585 0 1.0 (pos.25234858) Dedicator of cytokinesis 5cytoplasm,cytosol,guanyl-nucleotide exchange factor activity,intracellular,negative regulation of vascular smooth muscle contraction,plasma membrane,positive regulation of epithelial cell migration,positive regulation of substrate adhesion-dependent cell spreading,positive regulation of vascular associated smooth muscle cell migration,protein binding,regulation of molecular function,small GTPase mediated signal transductionA=2, G=65 A=0.0299, G=0.9701 0.00001 968.056 67 A=0/2, G=31/34

chr12:64818341 G/G A G SNV XPOT XPOT:intronic:NM_007235.4 1 100 intronic NM_007235.4c.1183-38A>Gp.? 1.56 Exportin 1-like protein,Importin-beta N-terminal domainrs61931551 0.2626 YES 2.289E-1;0.0 (pos.64818341) Ran GTPase binding,cytoplasm,cytosol,intracellular protein transport,nuclear matrix,nuclear pore,nucleoplasm,tRNA binding,tRNA export from nucleus,tRNA re-export from nucleusA=0, G=103 A=0.0, G=1.0 0.00001 1609.52 103 A=0/0, G=37/66

chr12:65134536 G/G C G SNV GNS GNS:intronic:NM_002076.3 1 100 intronic NM_002076.3c.793-68G>Cp.? -0.79 Sulfatase rs1690277 YES N-acetylglucosamine-6-sulfataseN-acetylglucosamine-6-sulfatase activity,azurophil granule lumen,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,keratan sulfate catabolic process,lysosomal lumen,lysosome,metal ion binding,neutrophil degranulation,protein binding,sulfuric ester hydrolase activityAutoimmune Diseases;Carbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Lysosomal Storage Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Mucinoses;Mucopolysaccharidoses;Mucopolysaccharidosis III;Nephritis;Nutritional and Metabolic Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesC=0, G=44 C=0.0, G=1.0 0.00001 726.569 44 C=0/0, G=23/21

chr12:65460368 G/G A G SNV WIF1 WIF1:intronic:NM_007191.4 1 100 intronic NM_007191.4c.730+53T>Cp.? -0.14 Human growth factor-like EGF,WIF domainrs3782498 0.3482 YES WNT inhibitory factor 1Wnt signaling pathway,Wnt-protein binding,extracellular region,multicellular organism development,negative regulation of Wnt signaling pathway,positive regulation of fat cell differentiation,protein binding,signal transductionColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Site;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal Diseases;Pharyngeal Neoplasms;Rectal Diseases;Stomach Diseases;Stomach Neoplasms;Stomatognathic DiseasesA=0, G=27 A=0.0, G=1.0 0.00001 389.976 27 A=0/0, G=16/11

chr19:11358799 A/A G A SNV DOCK6 DOCK6:exonic:NM_020812.3 1 100 7 missense NM_020812.3c.749C>T p.Pro250Leu 7.2 0 98 0.982 0.96(COSM3756307)C2 domain in Dock180 and Zizimin proteins,Dock homology region 2,Domain of unknown function (DUF3398)rs12978266 0.299 YES 5.162E-1 (pos.11358799) acute_myeloid_leukaemia,adenocarcinoma,neoplasmDedicator of cytokinesis 6blood coagulation,cytosol,guanyl-nucleotide exchange factor activity,intracellular,perinuclear region of cytoplasm,regulation of molecular function,small GTPase mediated signal transductionAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Genetic Diseases, Inborn;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Scalp Dermatoses;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign G=0, A=42 G=0.0, A=1.0 0.00001 685.208 42 G=0/0, A=27/15

chr9:429719 C/C T C SNV DOCK8 DOCK8:exonic:NM_203447.3 1 100 36 synonymous NM_203447.3c.4491T>C p.(=) 0.26 C2 domain in Dock180 and Zizimin proteins,Dock homology region 2,Domain of unknown function (DUF3398)rs7854035 0.0044 9.999E-1 (pos.429719) Dedicator of cytokinesis 8blood coagulation,cellular response to chemokine,cytoplasm,cytosol,dendritic cell migration,guanyl-nucleotide exchange factor activity,immunological synapse formation,intracellular,lamellipodium membrane,leading edge membrane,membrane,memory T cell proliferation,negative regulation of T cell apoptotic process,positive regulation of GTPase activity,positive regulation of T cell migration,positive regulation of establishment of T cell polarity,protein binding,regulation of molecular function,small GTPase mediated signal transductionDevelopmental Disabilities;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Intellectual Disability;Job Syndrome;Leukocyte Disorders;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neurobehavioral Manifestations;Neuroblastoma;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, Peripheral;Neurologic Manifestations;Phagocyte Bactericidal DysfunctionBenign T=0, C=20 T=0.0, C=1.0 0.00001 263.728 20 T=0/0, C=11/9

chr18:67365668 G/G A G SNV DOK6 DOK6:exonic:NM_152721.5 1 100 5 synonymous NM_152721.5c.438A>G p.(=) -0.84 PTB domain (IRS-1 type)rs4426448 0.4658 YES 7.528E-1 (pos.67365668) axon guidance,cytosol,insulin receptor binding,protein bindingBone Diseases;Bone Diseases, Metabolic;Musculoskeletal Diseases;OsteoporosisA=0, G=28 A=0.0, G=1.0 0.00001 408.718 28 A=0/0, G=16/12

chr21:37617724 C/A C A SNV DOPEY2 DOPEY2:exonic:NM_005128.3 1 57.14 19 missense NM_005128.3c.3446C>A p.Pro1149His 4.23 0 77 0.001 0.96(COSM444429)Dopey, N-terminalrs3746866 0.1309 YES 2.454E-1 (pos.37617724) ductal_carcinomaDopey family member 2Golgi membrane,Golgi to endosome transport,cognition,cytosol,endoplasmic reticulum organization,endosome,extracellular exosome,molecular_function,multicellular organism development,protein transport,trans-Golgi networkAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsC=9, A=12 C=0.4286, A=0.5714 0.00001 109.102 21 C=7/2, A=9/3

chr14:73360819 TTGTC/TTGTC T TTGTC INDEL DPF3 DPF3:utr_5:NM_012074.4 4 100 1 utr_5 NM_012074.4c.-23A>GACAAp.? 7.35 rs1038020539,rs58095980.0189 YES 1.0;0.0 (pos.73360819) D4, zinc and double PHD fingers, family 3biological_process,covalent chromatin modification,nBAF complex,nervous system development,nucleic acid binding,nucleoplasm,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesT=0, TTGTC=23T=0.0, TTGTC=1.0 0.00001 316.747 23 T=0/0, TTGTC=4/19

chr12:6567787 C/C T C SNV TAPBPL TAPBPL:intronic:NM_018009.4 1 100 intronic NM_018009.4c.905-24T>Cp.? 0.93 Immunoglobulin C1-set domain,Immunoglobulin V-set domainrs2243750 0.3047 YES 3.436E-1 (pos.6567787) Golgi membrane,endoplasmic reticulum membrane,immune system process,integral component of membrane,negative regulation of antigen processing and presentation of peptide antigen via MHC class I,plasma membrane,protein binding,protein complex bindingT=0, C=33 T=0.0, C=1.0 0.00001 504.598 33 T=0/0, C=29/4

chr12:66517828 A/A T A SNV LLPH LLPH:intronic:NM_032338.3 1 100 intronic NM_032338.3c.212-30A>Tp.? 0.74 Learning-associated proteinrs2464304 YES 1.0 (pos.66517828) LLP, Aplysia, homolog ofRNA binding,basal RNA polymerase II transcription machinery binding,chromosome,dendrite extension,nucleolus,positive regulation of dendritic spine developmentT=0, A=27 T=0.0, A=1.0 0.00001 389.988 27 T=0/0, A=18/9

chr17:1943888 C/C T C SNV DPH1 DPH1:exonic:NM_001383.4 1 100 9 synonymous NM_001383.4c.1011T>C p.(=) -4.8 Putative diphthamide synthesis proteinrs2236375 0.2227 YES 9.342E-1 (pos.1943888) DPH1, S. cerevisiae, homolog of (ovarian cancer gene 1)cell junction,cell proliferation,cytosol,nucleoplasm,peptidyl-diphthamide biosynthetic process from peptidyl-histidine,protein binding,transferase activityT=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=3/22

chr12:66717692 T/G T G SNV HELB HELB:intronic:NM_033647.4 1 47.62 intronic NM_033647.4c.2298-71T>Gp.? 0.56 AAA domain,UvrD-like helicase C-terminal domainrs7969887 YES Helicase, DNA, BATP binding,ATP-dependent 5'-3' DNA helicase activity,ATP-dependent DNA helicase activity,ATP-dependent RNA helicase activity,DNA duplex unwinding,DNA repair,DNA replication,DNA replication factor A complex,DNA replication, synthesis of RNA primer,RNA binding,RNA processing,alpha DNA polymerase:primase complex,cellular response to DNA damage stimulus,cytoplasm,negative regulation of double-strand break repair via homologous recombination,nucleus,regulation of DNA double-strand break processing,single-stranded DNA-dependent ATP-dependent DNA helicase activity,site of double-strand breakT=11, G=10 T=0.5238, G=0.4762 0.00001 82.29 21 T=6/5, G=5/5

chr12:66717716 C/T C T SNV HELB HELB:intronic:NM_033647.4 1 47.62 intronic NM_033647.4c.2298-47C>Tp.? -0.01 AAA domain,UvrD-like helicase C-terminal domainrs7957877 0.2562 YES 4.551E-1 (pos.66717716) Helicase, DNA, BATP binding,ATP-dependent 5'-3' DNA helicase activity,ATP-dependent DNA helicase activity,ATP-dependent RNA helicase activity,DNA duplex unwinding,DNA repair,DNA replication,DNA replication factor A complex,DNA replication, synthesis of RNA primer,RNA binding,RNA processing,alpha DNA polymerase:primase complex,cellular response to DNA damage stimulus,cytoplasm,negative regulation of double-strand break repair via homologous recombination,nucleus,regulation of DNA double-strand break processing,single-stranded DNA-dependent ATP-dependent DNA helicase activity,site of double-strand breakC=11, T=10 C=0.5238, T=0.4762 0.00001 82.29 21 C=6/5, T=5/5

chr12:6762026 C/C T C SNV ING4 ING4:intronic:NM_001127582.1 1 100 intronic NM_001127582.1c.391+76A>Gp.? -0.98 Inhibitor of growth proteins N-terminal histone-bindingrs4764506 YES Inhibitor of growth-4DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,DNA replication,apoptotic process,cell cycle arrest,histone H3 acetylation,histone H4-K12 acetylation,histone H4-K16 acetylation,histone H4-K5 acetylation,histone H4-K8 acetylation,histone acetylation,histone acetyltransferase complex,metal ion binding,methylated histone binding,negative regulation of cell proliferation,negative regulation of growth,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,positive regulation of apoptotic process,protein acetylation,protein binding,transcription coactivator activityT=0, C=49 T=0.0, C=1.0 0.00001 820.895 49 T=0/0, C=29/20

chr15:35664298 G/G C G SNV

DPH6,MIR3

942 MIR3942:downstream:NR_037507.1, DPH6:utr_3:NM_080650.3 1
100

9 utr_3 NM_080650.3, NR_037507.1c.857G>C p.? -0.06 Diphthamide synthasers3759846 YES 3.12E-1;0.0 (pos.35664298) ATP binding,cytosol,diphthine-ammonia ligase activity,nucleolus,nucleus,peptidyl-diphthamide biosynthetic process from peptidyl-histidine,positive regulation of protein targeting to mitochondrion,regulation of protein stabilityC=0, G=77 C=0.0, G=1.0 0.00001 1236.1 77 C=0/0, G=29/48

chr12:68719216 A/A G A SNV MDM1 MDM1:intronic:NM_017440.4 1 100 intronic NM_017440.4c.633+5C>Tp.? 0.02 0.01(COSM4418152)Nuclear protein MDM1rs2870812 0.2863 YES 4.221E-1 (pos.68719216) acute_myeloid_leukaemia,carcinomaMouse double minute 1 homologcentriole,centrosome,cytosol,microtubule,microtubule binding,negative regulation of centriole replication,nucleus,retina development in camera-type eyeG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=12/8

chr12:69115003 TTAAA/T TTAAA T INDEL NUP107 NUP107:intronic:NM_020401.3 4 57.14 intronic NM_020401.3c.1311+46TTAAA>Tp.? 0.1, -1.3, -0.47, -0.2, 1.74 Nuclear pore protein 84 / 107rs747075812,rs765260259,rs780350662 0.0 (pos.69114999),0.0 (pos.69115007),2.393E-4 (pos.69115004)Nucleoporin, 107kDcentrosome,condensed chromosome kinetochore,cytosol,female gonad development,host cell,intracellular transport of virus,kinetochore,mRNA export from nucleus,membrane,mitotic nuclear envelope disassembly,nuclear envelope,nuclear membrane,nuclear periphery,nuclear pore,nuclear pore complex assembly,nuclear pore outer ring,nucleocytoplasmic transporter activity,nucleoplasm,posttranscriptional tethering of RNA polymerase II gene DNA at nuclear periphery,protein binding,protein import into nucleus,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,regulation of transcription, DNA-templated,sister chromatid cohesion,structural constituent of nuclear pore,tRNA export from nucleus,transport,viral process,viral transcriptionTTAAA=15, T=20TTAAA=0.4286, T=0.5714 0.00001 217.689 35 TTAAA=7/8, T=12/8

chr12:69250481 C/C T C SNV CPM CPM:intronic:NM_001005502.2 1 100 intronic NM_001005502.2c.1090-22A>Gp.? 0.26 Carboxypeptidase regulatory-like domain,Succinylglutamate desuccinylase / Aspartoacylase family,Zinc carboxypeptidasers3741599 0.2058 YES 1.077E-2 (pos.69250481) Carboxypeptidase MC-terminal protein lipidation,anatomical structure morphogenesis,anchored component of membrane,carboxypeptidase activity,cell surface,extracellular exosome,extracellular region,extracellular space,integral component of membrane,metallocarboxypeptidase activity,peptide metabolic process,plasma membrane,protein processing,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleT=0, C=95 T=0.0, C=1.0 0.00001 1597.06 95 T=0/0, C=26/69

chr12:69279736 G/G A G SNV CPM CPM:intronic:NM_001005502.2 1 100 intronic NM_001005502.2c.161-67T>Cp.? 0.01 Carboxypeptidase regulatory-like domain,Succinylglutamate desuccinylase / Aspartoacylase family,Zinc carboxypeptidasers2701085 YES Carboxypeptidase MC-terminal protein lipidation,anatomical structure morphogenesis,anchored component of membrane,carboxypeptidase activity,cell surface,extracellular exosome,extracellular region,extracellular space,integral component of membrane,metallocarboxypeptidase activity,peptide metabolic process,plasma membrane,protein processing,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleA=0, G=49 A=0.0, G=1.0 0.00001 831.628 49 A=0/0, G=7/42

chr9:130698029 C/C G C SNV DPM2 DPM2:exonic:NM_003863.3 1 100 4 missense NM_003863.3c.227C>G p.Thr76Ser 0.14 1 58 0 0.16(COSM3982740)Dolichol phosphate-mannose biosynthesis regulatory protein (DPM2)rs7997 0.1319 YES 4.533E-1 (pos.130698029)acute_myeloid_leukaemiaDolichyl-phosphate mannosyltransferase 2, regulatory subunitGPI anchor biosynthetic process,dolichol metabolic process,dolichol-phosphate-mannose synthase complex,dolichyl-phosphate beta-D-mannosyltransferase activity,endoplasmic reticulum membrane,enzyme regulator activity,glycosylphosphatidylinositol-N-acetylglucosaminyltransferase (GPI-GnT) complex,integral component of endoplasmic reticulum membrane,preassembly of GPI anchor in ER membrane,protein N-linked glycosylation via asparagine,protein O-linked mannosylation,protein binding,regulation of catalytic activity,regulation of protein stabilityBenign G=0, C=31 G=0.0, C=1.0 0.00001 465.818 31 G=0/0, C=15/16

chr9:130698043 G/G A G SNV DPM2 DPM2:exonic:NM_003863.3 1 100 4 synonymous NM_003863.3c.213T>C p.(=) -0.52 0.02(COSM5505039)Dolichol phosphate-mannose biosynthesis regulatory protein (DPM2)rs6781 0.1305 YES 6.674E-1;1.16E-4 (pos.130698043)carcinoma,neoplasmDolichyl-phosphate mannosyltransferase 2, regulatory subunitGPI anchor biosynthetic process,dolichol metabolic process,dolichol-phosphate-mannose synthase complex,dolichyl-phosphate beta-D-mannosyltransferase activity,endoplasmic reticulum membrane,enzyme regulator activity,glycosylphosphatidylinositol-N-acetylglucosaminyltransferase (GPI-GnT) complex,integral component of endoplasmic reticulum membrane,preassembly of GPI anchor in ER membrane,protein N-linked glycosylation via asparagine,protein O-linked mannosylation,protein binding,regulation of catalytic activity,regulation of protein stabilityBenign A=0, G=31 A=0.0, G=1.0 0.00001 465.784 31 A=0/0, G=15/16

chr12:69753847 C/C T C SNV YEATS4 YEATS4:intronic:NM_006530.3 1 100 intronic NM_006530.3c.51+44T>Cp.? -0.14 YEATS family rs554591 0.4893 YES 4.4E-1 (pos.69753847) YEATS domain-containing protein 4DNA binding,DNA binding transcription factor activity,NuA4 histone acetyltransferase complex,cytoskeleton organization,histone H2A acetylation,histone H4 acetylation,mitotic cell cycle,nuclear matrix,nuclear membrane,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein C-terminus binding,protein binding,regulation of growth,regulation of transcription, DNA-templated,structural constituent of cytoskeleton,transcription, DNA-templatedCardiovascular Diseases;Embolism and Thrombosis;Liposarcoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Adipose Tissue;Neoplasms, Connective and Soft Tissue;Sarcoma;Thromboembolism;Vascular Diseases;Venous ThromboembolismT=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=9/17

chr12:69764849 AT/AT A AT INDEL YEATS4 YEATS4:intronic:NM_006530.3 1 100 intronic NM_006530.3c.514+94A>ATp.? 4.43 YEATS family rs80056268 YES YEATS domain-containing protein 4DNA binding,DNA binding transcription factor activity,NuA4 histone acetyltransferase complex,cytoskeleton organization,histone H2A acetylation,histone H4 acetylation,mitotic cell cycle,nuclear matrix,nuclear membrane,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein C-terminus binding,protein binding,regulation of growth,regulation of transcription, DNA-templated,structural constituent of cytoskeleton,transcription, DNA-templatedCardiovascular Diseases;Embolism and Thrombosis;Liposarcoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Adipose Tissue;Neoplasms, Connective and Soft Tissue;Sarcoma;Thromboembolism;Vascular Diseases;Venous ThromboembolismA=0, AT=97 A=0.0, AT=1.0 0.00001 908.109 97 A=0/0, AT=53/44

chr12:70070942 G/G A G SNV BEST3 BEST3:intronic:NM_032735.2 1 100 intronic NM_032735.2c.714+18T>Cp.? -1.68 Bestrophin, RFP-TM, chloride channelrs710718 0.0012 YES 9.999E-1 (pos.70070942) Bestrophin 3biological_process,chloride channel activity,chloride channel complex,chloride transmembrane transport,molecular_function,negative regulation of ion transport,plasma membraneA=0, G=78 A=0.0, G=1.0 0.00001 1249.35 78 A=0/0, G=35/43

chr12:7055860 T/C T C SNV

C12orf57,PT

PN6 C12orf57:downstream:NM_138425.3, PTPN6:utr_5:NM_080548.4 1
47.62

intronic NM_138425.3, NM_080548.4c.*775T>C, c.-29T>Cp.?, p.? 0.25 Protein-tyrosine phosphatase,SH2 domainrs2301262 0.2655 YES 7.737E-1 (pos.7055860) Chromosome 12 open reading frame 57,Protein tyrosine phosphatase, nonreceptor-type, 6B cell receptor signaling pathway,G-protein coupled receptor signaling pathway,SH2 domain binding,SH3 domain binding,T cell costimulation,abortive mitotic cell cycle,alpha-beta T cell receptor complex,apoptotic process,camera-type eye morphogenesis,cell adhesion molecule binding,cell differentiation,cell proliferation,cell-cell junction,cognition,corpus callosum morphogenesis,cytoplasm,cytosol,extracellular exosome,extracellular region,hematopoietic progenitor cell differentiation,intracellular signal transduction,leukocyte migration,megakaryocyte development,membrane,molecular_function,natural killer cell mediated cytotoxicity,negative regulation of B cell receptor signaling pathway,negative regulation of MAP kinase activity,negative regulation of T cell proliferation,negative regulation of T cell receptor signaling pathway,negative regulation of cell proliferation,negative regulation of humoral immune response mediated by circulating immunoglobulin,negative regulation of peptidyl-tyrosine phosphorylation,neAgenesis of Corpus Callosum;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Calcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Central Nervous System Diseases;Coloboma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Opacity;Craniofacial Abnormalities;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Microcephaly;Microphthalmos;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic Diseases;Respiratory Hypersensitivity;Respiratory Tract DiseasesT=11, C=10 T=0.5238, C=0.4762 0.00001 84.378 21 T=5/6, C=2/8

chr12:7061466 G/G A G SNV PTPN6 PTPN6:intronic:NM_080548.4 1 100 intronic NM_080548.4c.332+126A>Gp.? -1.87 Protein-tyrosine phosphatase,SH2 domainrs4963514 YES Protein tyrosine phosphatase, nonreceptor-type, 6B cell receptor signaling pathway,G-protein coupled receptor signaling pathway,SH2 domain binding,SH3 domain binding,T cell costimulation,abortive mitotic cell cycle,alpha-beta T cell receptor complex,apoptotic process,cell adhesion molecule binding,cell differentiation,cell proliferation,cell-cell junction,cytoplasm,cytosol,extracellular exosome,extracellular region,hematopoietic progenitor cell differentiation,intracellular signal transduction,leukocyte migration,megakaryocyte development,membrane,natural killer cell mediated cytotoxicity,negative regulation of B cell receptor signaling pathway,negative regulation of MAP kinase activity,negative regulation of T cell proliferation,negative regulation of T cell receptor signaling pathway,negative regulation of cell proliferation,negative regulation of humoral immune response mediated by circulating immunoglobulin,negative regulation of peptidyl-tyrosine phosphorylation,neutrophil degranulation,nucleolus,nucleus,peptidyl-tyrosine dephosphorylation,peptidyl-tyrCalcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Heart Diseases;Heart Valve Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Metabolic Diseases;Nutritional and Metabolic Diseases;Respiratory Hypersensitivity;Respiratory Tract DiseasesA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=9/12

chr12:7065576 A/A G A SNV PTPN6 PTPN6:intronic:NM_080548.4 1 100 intronic NM_080548.4c.931-6G>Ap.? -3.73 Protein-tyrosine phosphatase,SH2 domainrs2110071 0.0595 YES 9.969E-1 (pos.7065576) Protein tyrosine phosphatase, nonreceptor-type, 6B cell receptor signaling pathway,G-protein coupled receptor signaling pathway,SH2 domain binding,SH3 domain binding,T cell costimulation,abortive mitotic cell cycle,alpha-beta T cell receptor complex,apoptotic process,cell adhesion molecule binding,cell differentiation,cell proliferation,cell-cell junction,cytoplasm,cytosol,extracellular exosome,extracellular region,hematopoietic progenitor cell differentiation,intracellular signal transduction,leukocyte migration,megakaryocyte development,membrane,natural killer cell mediated cytotoxicity,negative regulation of B cell receptor signaling pathway,negative regulation of MAP kinase activity,negative regulation of T cell proliferation,negative regulation of T cell receptor signaling pathway,negative regulation of cell proliferation,negative regulation of humoral immune response mediated by circulating immunoglobulin,negative regulation of peptidyl-tyrosine phosphorylation,neutrophil degranulation,nucleolus,nucleus,peptidyl-tyrosine dephosphorylation,peptidyl-tyrCalcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Heart Diseases;Heart Valve Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Metabolic Diseases;Nutritional and Metabolic Diseases;Respiratory Hypersensitivity;Respiratory Tract DiseasesG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=11/9

chr12:7069620 C/C T C SNV PTPN6 PTPN6:intronic:NM_080548.4 1 100 intronic NM_080548.4c.1679+22T>Cp.? -2.33 Protein-tyrosine phosphatase,SH2 domainrs759052,rs782063843 0.1206 YES 0.0 (pos.7069617),8.619E-1 (pos.7069620)Protein tyrosine phosphatase, nonreceptor-type, 6B cell receptor signaling pathway,G-protein coupled receptor signaling pathway,SH2 domain binding,SH3 domain binding,T cell costimulation,abortive mitotic cell cycle,alpha-beta T cell receptor complex,apoptotic process,cell adhesion molecule binding,cell differentiation,cell proliferation,cell-cell junction,cytoplasm,cytosol,extracellular exosome,extracellular region,hematopoietic progenitor cell differentiation,intracellular signal transduction,leukocyte migration,megakaryocyte development,membrane,natural killer cell mediated cytotoxicity,negative regulation of B cell receptor signaling pathway,negative regulation of MAP kinase activity,negative regulation of T cell proliferation,negative regulation of T cell receptor signaling pathway,negative regulation of cell proliferation,negative regulation of humoral immune response mediated by circulating immunoglobulin,negative regulation of peptidyl-tyrosine phosphorylation,neutrophil degranulation,nucleolus,nucleus,peptidyl-tyrosine dephosphorylation,peptidyl-tyrCalcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Heart Diseases;Heart Valve Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Metabolic Diseases;Nutritional and Metabolic Diseases;Respiratory Hypersensitivity;Respiratory Tract DiseasesT=0, C=23 T=0.0, C=1.0 0.00001 316.743 23 T=0/0, C=6/17

chr12:7069654 A/A G A SNV PTPN6 PTPN6:intronic:NM_080548.4 1 100 intronic NM_080548.4c.1679+56G>Ap.? -2.1 Protein-tyrosine phosphatase,SH2 domainrs759053 0.1204 YES Protein tyrosine phosphatase, nonreceptor-type, 6B cell receptor signaling pathway,G-protein coupled receptor signaling pathway,SH2 domain binding,SH3 domain binding,T cell costimulation,abortive mitotic cell cycle,alpha-beta T cell receptor complex,apoptotic process,cell adhesion molecule binding,cell differentiation,cell proliferation,cell-cell junction,cytoplasm,cytosol,extracellular exosome,extracellular region,hematopoietic progenitor cell differentiation,intracellular signal transduction,leukocyte migration,megakaryocyte development,membrane,natural killer cell mediated cytotoxicity,negative regulation of B cell receptor signaling pathway,negative regulation of MAP kinase activity,negative regulation of T cell proliferation,negative regulation of T cell receptor signaling pathway,negative regulation of cell proliferation,negative regulation of humoral immune response mediated by circulating immunoglobulin,negative regulation of peptidyl-tyrosine phosphorylation,neutrophil degranulation,nucleolus,nucleus,peptidyl-tyrosine dephosphorylation,peptidyl-tyrCalcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Heart Diseases;Heart Valve Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Metabolic Diseases;Nutritional and Metabolic Diseases;Respiratory Hypersensitivity;Respiratory Tract DiseasesG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=6/17

chr12:71960584 T/C T C SNV LGR5 LGR5:intronic:NM_003667.3 1 53.33 intronic NM_003667.3c.999-37T>Cp.? -1.12 Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies)rs1726469 0.0156 YES 9.958E-1 (pos.71960584) G protein-coupled receptor-49G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,epithelial cell proliferation involved in renal tubule morphogenesis,hair follicle development,inner ear development,integral component of plasma membrane,oocyte differentiation,plasma membrane,positive regulation of canonical Wnt signaling pathway,protein binding,regulation of cell proliferation,trans-Golgi network membrane,transmembrane signaling receptor activityColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by SiteT=28, C=32 T=0.4667, C=0.5333 0.00001 323.557 60 T=15/13, C=16/16

chr2:162929979 G/G A G SNV DPP4 DPP4:exonic:NM_001935.3 1 100 2 synonymous NM_001935.3c.24T>C p.(=) 0.13 0.04(COSM3757711)Dienelactone hydrolase family,Dipeptidyl peptidase IV (DPP IV) N-terminal region,Prolyl oligopeptidase familyrs17574 0.3464 YES 3.595E-2 (pos.162929979)adenocarcinoma,carcinoma,ductal_carcinomaDipeptidylpeptidase IV (CD26; adenosine deaminase complexing protein-2)T cell activation,T cell costimulation,apical plasma membrane,behavioral fear response,cell adhesion,cell surface,dipeptidyl-peptidase activity,endocytic vesicle,endothelial cell migration,extracellular exosome,extracellular region,focal adhesion,identical protein binding,integral component of membrane,intercellular canaliculus,invadopodium membrane,lamellipodium,lamellipodium membrane,locomotory exploration behavior,lysosomal membrane,membrane,membrane raft,negative regulation of extracellular matrix disassembly,plasma membrane,positive regulation of cell proliferation,protease binding,protein binding,protein homodimerization activity,proteolysis,psychomotor behavior,receptor binding,regulation of cell-cell adhesion mediated by integrin,regulation of insulin secretion,response to hypoxia,serine-type endopeptidase activity,serine-type peptidase activity,viral entry into host cell,virus receptor activityArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Immune System Diseases;Joint Diseases;Male Urogenital Diseases;Musculoskeletal Diseases;Proteinuria;Rheumatic Diseases;Skin and Connective Tissue Diseases;Urination Disorders;Urologic Diseases(1S)-2-(2S,5R)-2-(AMINOMETHYL)-5-ETHYNYLPYRROLIDIN-1-YL-1-CYCLOPENTYL-2-OXOETHANAMINE,(1S)-2-(2S,5R)-2-(AMINOMETHYL)-5-PROP-1-YN-1-YLPYRROLIDIN-1-YL-1-CYCLOPENTYL-2-OXOETHANAMINE,(1S,2R,5S)-5-3-(TRIFLUOROMETHYL)-5,6-DIHYDRO1,2,4TRIAZOLO4,3-APYRAZIN-7(8H)-YL-2-(2,4,5-TRIFLUOROPHENYL)CYCLOHEXANAMINE,(1S,3S,5S)-2-{(2S)-2-amino-2-(1R,3S,5R,7S)-3-hydroxytricyclo3.3.1.1~3,7~dec-1-ylacetyl}-2-azabicyclo3.1.0hexane-3-carbonitrile,(1S,6R)-3-{3-(TRIFLUOROMETHYL)-5,6-DIHYDRO1,2,4TRIAZOLO4,3-APYRAZIN-7(8H)-YLCARBONYL}-6-(2,4,5-TRIFLUOROPHENYL)CYCLOHEX-3-EN-1-AMINE,(2R)-4-(2-BENZOYL-1,2-DIAZEPAN-1-YL)-4-OXO-1-(2,4,5-TRIFLUOROPHENYL)BUTAN-2-AMINE,(2R)-4-(8R)-8-METHYL-2-(TRIFLUOROMETHYL)-5,6-DIHYDRO1,2,4TRIAZOLO1,5-APYRAZIN-7(8H)-YL-4-OXO-1-(2,4,5-TRIFLUOROPHENYL)BUTAN-2-AMINE,(2R)-N-(2R)-2-(DIHYDROXYBORYL)-1-L-PROLYLPYRROLIDIN-2-YL-N-(5R)-5-(DIHYDROXYBORYL)-1-L-PROLYLPYRROLIDIN-2-YL-L-PROLINAMIDE,(2R,3R)-7-(methylsulfonyl)-3-(2,4,5-trifluorophenyl)-1,2,3,4-tetrahydropyrido1,2-abenzimidazol-2-amine,(2S,3S)-3-AMINO-4-(3,3-DIA=0, G=20 A=0.0, G=1.0 0.00001 263.769 20 A=0/0, G=11/9

chr19:32930069 G/A G A SNV DPY19L3 DPY19L3:exonic:NM_001172774.1 1 57.14 7 synonymous NM_001172774.1c.648G>A p.(=) -0.17 0.14(COSM4000648)Q-cell neuroblast polarisationrs6510249 0.3784 YES 6.307E-1 (pos.32930069) acute_myeloid_leukaemiaDPY19-like 3 integral component of membrane,mannosyltransferase activity,nuclear inner membrane,protein C-linked glycosylation via 2'-alpha-mannosyl-L-tryptophanG=12, A=16 G=0.4286, A=0.5714 0.00001 163.127 28 G=8/4, A=10/6

chr12:72287159 C/C T C SNV TBC1D15 TBC1D15:intronic:NM_022771.4 1 100 intronic NM_022771.4c.657+55T>Cp.? -0.85 Domain of unknown function (DUF3548),Rab-GTPase-TBC domainrs10467177 YES TBC1 domain family, member 15GTPase activator activity,Rab GTPase binding,activation of GTPase activity,cytoplasm,endomembrane system,extracellular exosome,intracellular,intracellular protein transport,mitochondrion,protein binding,regulation of GTPase activity,regulation of cilium assembly,regulation of vesicle fusionT=0, C=26 T=0.0, C=1.0 0.00001 371.418 26 T=0/0, C=11/15

chr12:72307722 C/T C T SNV TBC1D15 TBC1D15:intronic:NM_022771.4 1 50 intronic NM_022771.4c.1452+16C>Tp.? 0.01 Domain of unknown function (DUF3548),Rab-GTPase-TBC domainrs3759172 0.0626 YES 1.769E-1 (pos.72307722) TBC1 domain family, member 15GTPase activator activity,Rab GTPase binding,activation of GTPase activity,cytoplasm,endomembrane system,extracellular exosome,intracellular,intracellular protein transport,mitochondrion,protein binding,regulation of GTPase activity,regulation of cilium assembly,regulation of vesicle fusionC=19, T=19 C=0.5, T=0.5 0.00001 199.992 38 C=11/8, T=13/6

chr12:72388374 T/T G T SNV TPH2 TPH2:intronic:NM_173353.3 1 100 intronic NM_173353.3c.1068+29G>Tp.? -0.11 Biopterin-dependent aromatic amino acid hydroxylasers1007023 0.1565 YES 9.569E-1 (pos.72388374) Tryptophan hydroxylase 2,Tryptophan oxygenasearomatic amino acid family metabolic process,cellular response to lithium ion,circadian rhythm,cytosol,indolalkylamine biosynthetic process,iron ion binding,neuron projection,oxidation-reduction process,response to activity,response to calcium ion,response to estrogen,response to glucocorticoid,response to nutrient levels,serotonin biosynthetic process,tryptophan 5-monooxygenase activityAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Autistic Disorder;Child Development Disorders, Pervasive;Depressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood Disorders;Neurodevelopmental DisordersL-Tryptophan,Telotristat G=0, T=47 G=0.0, T=1.0 0.00001 789.327 47 G=0/0, T=20/27

chr12:72955901 C/T C T SNV TRHDE TRHDE:intronic:NM_013381.2 1 57.14 intronic NM_013381.2c.1654-44C>Tp.? 1.29 ERAP1-like C-terminal domain,Peptidase family M1 domainrs2272507 0.1191 YES 5.454E-1 (pos.72955901) Thyrotropin-releasing hormone-degrading ectoenzymeaminopeptidase activity,cell-cell signaling,cytoplasm,extracellular exosome,integral component of plasma membrane,membrane,metalloaminopeptidase activity,metallopeptidase activity,peptide binding,peptide catabolic process,proteolysis,regulation of blood pressure,signal transduction,zinc ion bindingC=9, T=12 C=0.4286, T=0.5714 0.00001 109.102 21 C=3/6, T=6/6

chr12:7360229 C/G C G SNV PEX5 PEX5:intronic:NM_001131023.1 1 59.09 intronic NM_001131023.1c.1012-26C>Gp.? -4.09 Tetratricopeptide repeatrs3816424 0.2843 YES 1.448E-1 (pos.7360229) Peroxisome biogenesis factor 5Golgi apparatus,cell development,cerebral cortex cell migration,cerebral cortex neuron differentiation,cytoplasm,cytosol,endoplasmic reticulum organization,enzyme binding,fatty acid beta-oxidation,intracellular,membrane,mitochondrial membrane organization,mitochondrion,negative regulation of protein homotetramerization,neuromuscular process,neuron migration,peroxisomal matrix,peroxisomal membrane,peroxisome,peroxisome matrix targeting signal-1 binding,peroxisome targeting sequence binding,positive regulation of multicellular organism growth,protein C-terminus binding,protein N-terminus binding,protein binding,protein complex,protein import into peroxisome matrix,protein import into peroxisome matrix, docking,protein import into peroxisome matrix, translocation,protein import into peroxisome membrane,protein targeting to peroxisome,protein tetramerization,protein ubiquitination,small GTPase binding,very long-chain fatty acid metabolic processAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Chondrodysplasia Punctata;Chondrodysplasia Punctata, Rhizomelic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nervous System Diseases;Nutritional and Metabolic Diseases;Osteochondrodysplasias;Peroxisomal Disorders;Refsum Disease, Infantile;Urologic Diseases;Zellweger SyndromeC=18, G=26 C=0.4091, G=0.5909 0.00001 312.069 44 C=7/11, G=11/15

chr1:98348885 A/A G A SNV DPYD DPYD:exonic:NM_000110.3 1 100 2 missense NM_000110.3c.85C>T p.Arg29Cys 2.24 0.11 180 0 0.52(COSM3735988),0.52(COSM3735989)4Fe-4S dicluster domain,Dihydroorotate dehydrogenase,Dihydroprymidine dehydrogenase domain II, 4Fe-4S cluster,Dihydrouridine synthase (Dus),NAD(P)-binding Rossmann-like domain,Pyridine nucleotide-disulphide oxidoreductasers1801265 0.2249 YES 9.258E-1 (pos.98348885) malignant_melanomaDihydropyrimidine dehydrogenase4 iron, 4 sulfur cluster binding,NADP binding,beta-alanine biosynthetic process,cytoplasm,cytosol,dihydropyrimidine dehydrogenase (NADP+) activity,flavin adenine dinucleotide binding,metal ion binding,oxidation-reduction process,protein binding,protein homodimerization activity,purine nucleobase catabolic process,pyrimidine nucleobase catabolic process,pyrimidine nucleoside catabolic process,thymidine catabolic process,thymine catabolic process,uracil catabolic processAdenocarcinoma;Agranulocytosis;Autistic Disorder;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Hepatocellular;Central Nervous System Diseases;Child Development Disorders, Pervasive;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Communication Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dihydropyrimidine Dehydrogenase Deficiency;Endocrine Gland Neoplasms;Endocrine System Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Head and Neck Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Hirschsprung Disease;Intestinal Diseases;Intestinal Neoplasms;Language Development Disorders;Language Disorders;Leukocyte Disorders;Leukoencephalopathies;Leukopenia;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Megacolon;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasm Metastasis;Neo(5s)-5-Iododihydro-2,4(1h,3h)-Pyrimidinedione,5-Iodouracil,6-Carboxymethyluracil,Capecitabine,Eniluracil,Flavin adenine dinucleotide,Fluorouracil,Nadph Dihydro-Nicotinamide-Adenine-Dinucleotidephosphate,Riboflavin Monophosphate,Uracilnot provided G=0, A=34 G=0.0, A=1.0 0.00001 524.186 34 G=0/0, A=12/22

chr8:26481771 C/C T C SNV DPYSL2 DPYSL2:exonic:NM_001197293.2 1 100 4 synonymous NM_001197293.2c.741T>C p.(=) -4.39 Amidohydrolase familyrs327222 0.0101 YES 9.058E-1 (pos.26481771) Dihydropyrimidinase-like 2axon guidance,brain development,cytoskeleton organization,cytosol,dendrite,dihydropyrimidinase activity,endocytosis,extracellular exosome,growth cone,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds,identical protein binding,membrane,microtubule,microtubule binding,mitochondrion,myelin sheath,nervous system development,neuronal cell body,nucleobase-containing compound metabolic process,olfactory bulb development,plasma membrane,positive regulation of glutamate secretion,protein binding,protein complex,protein kinase binding,regulation of axon extension,response to amphetamine,response to cocaine,response to drug,signal transduction,spinal cord development,synaptic vesicle transport,terminal boutonAlzheimer Disease;Arthritis;Brain Diseases;Central Nervous System Diseases;Dementia;Joint Diseases;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Osteoarthritis;Rheumatic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Schizophrenia, Paranoid;TauopathiesT=0, C=36 T=0.0, C=1.0 0.00001 563.739 36 T=0/0, C=27/9

chr12:75687185 A/A G A SNV CAPS2 CAPS2:intronic:NM_032606.3 1 100 intronic NM_032606.3c.1102-38C>Tp.? -0.53 EF-hand domain pairrs7967562 0.3926 YES 7.033E-1 (pos.75687185) Calcyphosine 2calcium ion binding,calcium ion homeostasis,calcium:sodium antiporter activity,sodium ion transmembrane transportG=0, A=33 G=0.0, A=1.0 0.00001 504.597 33 G=0/0, A=7/26

chr10:134013990 A/A G A SNV DPYSL4 DPYSL4:exonic:NM_006426.2 1 100 9 synonymous NM_006426.2c.942G>A p.(=) -9.13 0(COSM4144494)Amidohydrolase familyrs2247705 0.1727 YES 9.396E-1 (pos.134013990)neoplasm Dihydropyrimidinase-like 4cytosol,filamin binding,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds,nervous system development,neuron death,neuron projection guidance,protein bindingG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=10/15

chr2:26647277 G/G T G SNV DRC1 DRC1:exonic:NM_145038.4 1 100 4 synonymous NM_145038.4c.495T>G p.(=) -2.4 0.01(COSM4418398),0.02(COSM4001625)Sperm tail,Sperm tail C-terminal domainrs7423300 0.1095 YES 3.044E-1;0.0;0.0 (pos.26647277)acute_myeloid_leukaemia,carcinomaDynein regulatory complex, subunit 1, Chlamydomonas, homolog ofaxonemal dynein complex assembly,axoneme,cilium-dependent cell motility,cytoplasm,determination of left/right symmetry,heart developmentBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign T=0, G=26 T=0.0, G=1.0 0.00001 371.401 26 T=0/0, G=12/14

chr12:76453861 A/A G A SNV NAP1L1 NAP1L1:intronic:NM_004537.6 1 100 intronic NM_004537.6c.348+57C>Tp.? -0.07 Nucleosome assembly protein (NAP)rs7956821 YES Nucleosome assembly protein 1-like 1DNA replication,RNA binding,melanosome,membrane,nucleosome assembly,nucleus,positive regulation of cell proliferation,protein bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=0, A=27 G=0.0, A=1.0 0.00001 389.988 27 G=0/0, A=15/12

chr12:76453873 T/T C T SNV NAP1L1 NAP1L1:intronic:NM_004537.6 1 100 intronic NM_004537.6c.348+45G>Ap.? 0.01 Nucleosome assembly protein (NAP)rs10880030 0.3975 YES 9.58E-1 (pos.76453873) Nucleosome assembly protein 1-like 1DNA replication,RNA binding,melanosome,membrane,nucleosome assembly,nucleus,positive regulation of cell proliferation,protein bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionC=0, T=27 C=0.0, T=1.0 0.00001 389.986 27 C=0/0, T=15/12

chr2:26676322 G/G A G SNV DRC1 DRC1:exonic:NM_145038.4 1 100 14 synonymous NM_145038.4c.1824A>G p.(=) -0.89 Sperm tail,Sperm tail C-terminal domainrs1402962 1.00E-04 1.0 (pos.26676322) Dynein regulatory complex, subunit 1, Chlamydomonas, homolog ofaxonemal dynein complex assembly,axoneme,cilium-dependent cell motility,cytoplasm,determination of left/right symmetry,heart developmentBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign A=0, G=36 A=0.0, G=1.0 0.00001 563.728 36 A=0/0, G=17/19

chr2:26667615 T/C T C SNV DRC1 DRC1:exonic:NM_145038.4 1 97.56 10 missense NM_145038.4c.1195T>C p.Trp399Arg 1.54 1 101 0 Sperm tail,Sperm tail C-terminal domainrs939820 0 1.0 (pos.26667615) Dynein regulatory complex, subunit 1, Chlamydomonas, homolog ofaxonemal dynein complex assembly,axoneme,cilium-dependent cell motility,cytoplasm,determination of left/right symmetry,heart developmentBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign T=1, C=40 T=0.0244, C=0.9756 0.00001 634.555 41 T=0/1, C=20/20

chr17:17896205 C/T C T SNV DRC3 DRC3:exonic:NM_031294.3 1 50 6 missense NM_031294.3c.571C>T p.Arg191Trp 3.33 0 101 1 Leucine rich repeat,Leucine-rich repeatrs4584886 0.3264 YES 8.804E-1 (pos.17896205) axoneme,cytoplasm C=21, T=21 C=0.5, T=0.5 0.00001 228.869 42 C=14/7, T=12/9

chr3:113858350 T/T C T SNV DRD3 DRD3:exonic:NM_000796.5 1 100 5 synonymous NM_000796.5c.720G>A p.(=) -0.15 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srxrs2251177 2.00E-04 YES 9.995E-1;0.0 (pos.113858350) Dopamine receptor D3D1 dopamine receptor binding,G-protein coupled receptor internalization,G-protein coupled receptor signaling pathway,acid secretion,adenylate cyclase-activating dopamine receptor signaling pathway,adenylate cyclase-inhibiting dopamine receptor signaling pathway,apical part of cell,arachidonic acid secretion,behavioral response to cocaine,cell projection,cellular calcium ion homeostasis,circadian regulation of gene expression,dopamine binding,dopamine metabolic process,dopamine neurotransmitter receptor activity,dopamine neurotransmitter receptor activity, coupled via Gi/Go,drug binding,endocytic vesicle,gastric emptying,integral component of plasma membrane,learning,learning or memory,locomotory behavior,musculoskeletal movement, spinal reflex action,negative regulation of adenylate cyclase activity,negative regulation of blood pressure,negative regulation of dopamine receptor signaling pathway,negative regulation of oligodendrocyte differentiation,negative regulation of protein kinase B signaling,negative reAmphetamine-Related Disorders;Autistic Disorder;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Cocaine-Related Disorders;Cognition Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disruptive, Impulse Control, and Conduct Disorders;Dyskinesia, Drug-Induced;Dyskinesias;Epilepsy;Essential Tremor;Gambling;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Hyperalgesia;Hyperkinesis;Mental Disorders;Movement Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neurotoxicity Syndromes;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Seizures;Sensation Disorders;Somatosensory Disorders;Substance-Related Disorders;Tic Disorders;Tourette SyndromeACP-104,AS-8112,Amisulpride,Amoxapine,Apomorphine,Aripiprazole,Asenapine,Bromocriptine,Cabergoline,Captodiame,Cariprazine,Chlorpromazine,Chlorprothixene,Clozapine,Domperidone,Dopamine,Haloperidol,Iloperidone,Levodopa,Lisuride,Loxapine,Methotrimeprazine,Mianserin,Mirtazapine,Olanzapine,Paliperidone,Pardoprunox,Pergolide,Pimozide,Pramipexole,Quetiapine,Remoxipride,Risperidone,Ropinirole,Rotigotine,Sulpiride,Tiapride,Yohimbine,ZiprasidoneLikely benign C=0, T=26 C=0.0, T=1.0 0.00001 371.407 26 C=0/0, T=17/9

chr12:78511755 C/C T C SNV NAV3 NAV3:intronic:NM_014903.5 1 100 intronic NM_014903.5c.2770-52T>Cp.? -1.37 ATPase family associated with various cellular activities (AAA),Calponin homology (CH) domainrs300442 0.1399 YES Neuron navigator 3ATP binding,microtubule binding,microtubule end,negative regulation of cell migration,negative regulation of interleukin-2 production,negative regulation of microtubule depolymerization,nuclear outer membrane,positive regulation of invadopodium disassembly,positive regulation of microtubule polymerizationAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Mental Disorders;Myopia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Opioid-Related Disorders;Refractive Errors;Substance-Related Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=41 T=0.0, C=1.0 0.00001 664.695 41 T=0/0, C=17/24

chr12:80175764 A/A G A SNV PPP1R12A PPP1R12A:intronic:NM_002480.2 1 100 intronic NM_002480.2c.2908-122C>Tp.? 0.26 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),cGMP-dependent protein kinase interacting domainrs2111687 YES Protein phosphatase 1, regulatory subunit 12A (myosin phosphatase target subunit 1)14-3-3 protein binding,A band,G2/M transition of mitotic cell cycle,PTW/PP1 phosphatase complex,Z disc,actin cytoskeleton,cellular response to drug,centrosome,centrosome cycle,contractile fiber,cytosol,enzyme inhibitor activity,focal adhesion,kinetochore,mitotic cell cycle,negative regulation of catalytic activity,nucleoplasm,phosphatase regulator activity,positive regulation of myosin-light-chain-phosphatase activity,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein dephosphorylation,protein kinase binding,regulation of catalytic activity,regulation of cell adhesion,regulation of establishment of endothelial barrier,regulation of myosin-light-chain-phosphatase activity,regulation of nucleocytoplasmic transport,signal transducer activity,signal transductionG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=4/20

chr12:80216060 A/A C A SNV PPP1R12A PPP1R12A:intronic:NM_002480.2 1 100 intronic NM_002480.2c.793-90G>Tp.? 0.29 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),cGMP-dependent protein kinase interacting domainrs3849223 YES Protein phosphatase 1, regulatory subunit 12A (myosin phosphatase target subunit 1)14-3-3 protein binding,A band,G2/M transition of mitotic cell cycle,PTW/PP1 phosphatase complex,Z disc,actin cytoskeleton,cellular response to drug,centrosome,centrosome cycle,contractile fiber,cytosol,enzyme inhibitor activity,focal adhesion,kinetochore,mitotic cell cycle,negative regulation of catalytic activity,nucleoplasm,phosphatase regulator activity,positive regulation of myosin-light-chain-phosphatase activity,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein dephosphorylation,protein kinase binding,regulation of catalytic activity,regulation of cell adhesion,regulation of establishment of endothelial barrier,regulation of myosin-light-chain-phosphatase activity,regulation of nucleocytoplasmic transport,signal transducer activity,signal transductionC=0, A=159 C=0.0, A=1.0 0.00001 2553.09 159 C=0/0, A=94/65

chr12:80648399 T/T C T SNV OTOGL OTOGL:intronic:NM_173591.3 1 100 intronic NM_173591.3c.1414+49C>Tp.? -0.3 Alpha-L-arabinofuranosidase B (ABFB) domain,C8 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs7295623 0.0073 1.0 (pos.80648399) Otogelin-like protein C=0, T=20 C=0.0, T=1.0 0.00001 263.784 20 C=0/0, T=10/10

chr4:9784631 T/T C T SNV DRD5 DRD5:exonic:NM_000798.4 1 100 1 synonymous NM_000798.4c.978C>T p.(=) -1.81 0.04(COSM3760844)7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srxrs6283 YES 6.133E-1 (pos.9784631) acute_myeloid_leukaemia,adenocarcinoma,squamous_cell_carcinomaDopamine receptor D5G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-activating dopamine receptor signaling pathway,associative learning,brush border membrane,cellular calcium ion homeostasis,cellular response to catecholamine stimulus,chemical synaptic transmission,ciliary membrane,dopamine binding,dopamine neurotransmitter receptor activity,dopamine neurotransmitter receptor activity, coupled via Gs,integral component of plasma membrane,intracellular,learning,long term synaptic depression,negative regulation of NAD(P)H oxidase activity,negative regulation of blood pressure,non-motile cilium,norepinephrine-epinephrine vasoconstriction involved in regulation of systemic arterial blood pressure,phospholipase C-activating dopamine receptor signaling pathway,plasma membrane,positive regulation of adenylate cyclase activity,positive regulation of adenylate cyclase activity involved in G-protein coupled recAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Bipolar Disorder;Bipolar and Related Disorders;Blepharospasm;Central Nervous System Diseases;Depressive Disorder;Dyskinesias;Dystonia;Dystonic Disorders;Eye Diseases;Eyelid Diseases;Mental Disorders;Mood Disorders;Movement Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Psychotic Disorders;Schizophrenia Spectrum and Other Psychotic Disorders;TorticollisApomorphine,Aripiprazole,Bromocriptine,Cabergoline,Carphenazine,Chlorpromazine,Cinnarizine,Dopamine,Ergotamine,Fenoldopam,Imipramine,Levodopa,Lisuride,Loxapine,Methotrimeprazine,Mianserin,Mirtazapine,Olanzapine,Pergolide,Pramipexole,Quetiapine,Quinagolide,Ropinirole,Rotigotine,Trimipramine,Ziprasidone,ZuclopenthixolC=0, T=42 C=0.0, T=1.0 0.00001 677.013 42 C=0/0, T=21/21

chr18:28720147 T/T C T SNV DSC1,DSCAS DSCAS:intronic_nc:NR_110785.1, DSC1:exonic:NM_024421.2 1
100

10 missense NR_110785.1, NM_024421.2c.1378G>A p.Val460Ile 3.86 0.1 29 0.999 0.91(COSM148416),0.91(COSM148417)Cadherin cytoplasmic region,Cadherin domain,Cadherin prodomain likers17800159 0.1288 YES 4.674E-1 (pos.28720147) adenocarcinoma,diffuse_large_B_cell_lymphomaDesmocollin-1calcium ion binding,cornification,cornified envelope,desmosome,extracellular exosome,ficolin-1-rich granule membrane,gap junction,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,membrane,neutrophil degranulation,plasma membraneMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasC=0, T=45 C=0.0, T=1.0 0.00001 747.393 45 C=0/0, T=25/20

chr18:28935375 T/T C T SNV

DSG1,DSG1-

AS1 DSG1:utr_3:NM_001942.3, DSG1-AS1:intronic_nc:NR_110788.1 1
100

15 utr_3 NM_001942.3, NR_110788.1c.3216C>T p.? 0.35 Cadherin cytoplasmic region,Cadherin domainrs8099566 YES Desmoglein-1apical plasma membrane,calcium ion binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,cell-cell adhesion,cell-cell junction,cell-cell junction assembly,cornification,cornified envelope,cytoplasmic side of plasma membrane,cytosol,desmosome,extracellular exosome,extracellular matrix,ficolin-1-rich granule membrane,gamma-catenin binding,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,lateral plasma membrane,maternal process involved in female pregnancy,neutrophil degranulation,plasma membrane,protein binding,protein stabilization,response to progesterone,toxic substance bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatitis;Genetic Diseases, Inborn;Hypersensitivity;Immune System Diseases;Keratoderma, Palmoplantar;Keratosis;Metabolic Diseases;Nutritional and Metabolic Diseases;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesC=0, T=28 C=0.0, T=1.0 0.00001 408.717 28 C=0/0, T=17/11

chr18:28968371 A/A G A SNV

DSG1-

AS1,DSG4 DSG4:exonic:NM_177986.4, DSG1-AS1:intronic_nc:NR_110788.1 1
100

4 synonymous NR_110788.1, NM_177986.4c.258G>A p.(=) -0.65 Cadherin cytoplasmic region,Cadherin domainrs16959856 0.2374 YES 9.02E-1 (pos.28968371) Desmoglein 4BMP signaling pathway,calcium ion binding,cornification,cornified envelope,desmosome,hair follicle development,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,plasma membraneAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hair Diseases;Hypotrichosis;Monilethrix;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign G=0, A=68 G=0.0, A=1.0 0.00001 1053.51 68 G=0/0, A=41/27

chr18:28968959 T/T C T SNV

DSG1-

AS1,DSG4 DSG4:exonic:NM_177986.4, DSG1-AS1:intronic_nc:NR_110788.1 1
100

5 synonymous NR_110788.1, NM_177986.4c.495C>T p.(=) -0.09 Cadherin cytoplasmic region,Cadherin domainrs9956865 0.237 YES 9.558E-1 (pos.28968959) Desmoglein 4BMP signaling pathway,calcium ion binding,cornification,cornified envelope,desmosome,hair follicle development,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,plasma membraneAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hair Diseases;Hypotrichosis;Monilethrix;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign C=0, T=172 C=0.0, T=1.0 0.00001 2818.98 172 C=0/0, T=75/97

chr18:28986333 C/C A C SNV

DSG1-

AS1,DSG4 DSG4:exonic:NM_177986.4, DSG1-AS1:intronic_nc:NR_110788.1 1
100

12 missense NR_110788.1, NM_177986.4c.1930A>C p.Ile644Leu 1.6 1 5 0 Cadherin cytoplasmic region,Cadherin domainrs4799570,rs750850690 0.1017 YES 0.0 (pos.28986332),9.998E-1 (pos.28986333)Desmoglein 4BMP signaling pathway,calcium ion binding,cornification,cornified envelope,desmosome,hair follicle development,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,plasma membraneAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hair Diseases;Hypotrichosis;Monilethrix;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign A=0, C=78 A=0.0, C=1.0 0.00001 1218.11 78 A=0/0, C=37/41

chr6:7585967 C/C G C SNV DSP DSP:exonic:NM_004415.3 1 100 24 synonymous NM_004415.3c.8472G>C p.(=) -0.05 0.11(COSM6231580)Plectin repeatrs2744380,rs397516967,rs750188089,rs7961884790.2827 YES 0.0 (pos.7585964),0.0;0.0 (pos.7585966),8.066E-1;0.0;0.0 (pos.7585967)neoplasm DesmoplakinRNA binding,adherens junction organization,basolateral plasma membrane,bundle of His cell-Purkinje myocyte adhesion involved in cell communication,cell adhesion molecule binding,cell adhesive protein binding involved in bundle of His cell-Purkinje myocyte communication,cornification,cornified envelope,desmosome,desmosome organization,epidermis development,extracellular exosome,extracellular matrix,fascia adherens,ficolin-1-rich granule membrane,intercalated disc,intermediate filament,intermediate filament organization,keratinization,keratinocyte differentiation,neutrophil degranulation,nucleus,peptide cross-linking,plasma membrane,protein binding,protein binding, bridging,protein kinase C binding,protein localization to adherens junction,regulation of heart rate by cardiac conduction,regulation of ventricular cardiac muscle cell action potential,scaffold protein binding,structural constituent of cytoskeleton,structural molecule activity,ventricular compact myocardium morphogenesis,wound healingACMG Recommendations...;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Autoimmune Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Death, Sudden, Cardiac;Epidermolysis Bullosa;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hair Diseases;Heart Arrest;Heart Defects, Congenital;Heart Diseases;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Immune System Diseases;Keratoderma, Palmoplantar;Keratosis;Kidney Diseases;Long QT Syndrome;Lung Diseases;Lung Diseases, Interstitial;Male Urogenital Diseases;Nephritis;Pulmonary Fibrosis;Respiratory Tract Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Urologic Diseases;Ventricular FibrillationBenign G=0, C=114 G=0.0, C=1.0 0.00001 1755.88 114 G=0/0, C=60/54

chr4:88534235 G/G A G SNV DSPP DSPP:exonic:NM_014208.3 1 100 4 synonymous NM_014208.3c.897A>G p.(=) 0.35 0.05(COSM3760802) rs2736982,rs386677003 0.3932 YES 6.909E-1 (pos.88534235) acute_myeloid_leukaemia,adenocarcinomaDentin sialophosphoproteinbiomineral tissue development,calcium ion binding,collagen binding,cytoplasm,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,multicellular organism development,ossification,proteinaceous extracellular matrix,skeletal system developmentCarcinoma;Carcinoma, Squamous Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dental Pulp Calcification;Dental Pulp Diseases;Dentin Dysplasia;Dentinogenesis Imperfecta;Ear Diseases;Head and Neck Neoplasms;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation Disorders;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesBenign A=0, G=24 A=0.0, G=1.0 0.00001 334.783 24 A=0/0, G=10/14

chr4:88537737 A/A G A SNV DSPP DSPP:utr_3:NM_014208.3 1 100 5 utr_3 NM_014208.3c.3923G>A p.? -0.05 rs2615489 0.125 YES 8.923E-1 (pos.88537737) Dentin sialophosphoproteinbiomineral tissue development,calcium ion binding,collagen binding,cytoplasm,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,multicellular organism development,ossification,proteinaceous extracellular matrix,skeletal system developmentCarcinoma;Carcinoma, Squamous Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dental Pulp Calcification;Dental Pulp Diseases;Dentin Dysplasia;Dentinogenesis Imperfecta;Ear Diseases;Head and Neck Neoplasms;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation Disorders;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesBenign G=0, A=63 G=0.0, A=1.0 0.00001 958.917 63 G=0/0, A=24/39

chr12:80890325 TG/TG T TG INDEL PTPRQ PTPRQ:intronic:NM_001145026.1 1 100 intronic NM_001145026.1c.1756+15T>TGp.? -0.05 Fibronectin type III domain,Protein-tyrosine phosphatasers113908903,rs569293490.0706 YES 4.699E-1 (pos.80890325) Protein-tyrosine phosphatase, receptor-type, Q T=0, TG=26 T=0.0, TG=1.0 0.00001 369.217 26 T=0/0, TG=12/14

chr6:56417282 T/T C T SNV DST DST:exonic:NM_001144769.2 1 100 55 missense NM_001144769.2c.9951G>A p.Met3317Ile -0.39 0.15 10 0 Calponin homology (CH) domain,EF hand,EF-hand domain pair,Growth-Arrest-Specific Protein 2 Domain,Spectrin repeatrs4715630 0.2577 YES 7.978E-1 (pos.56417282) Dystonin (bullous pemphigoid antigen 1)H zone,Z disc,actin binding,actin cytoskeleton,axon,axon cytoplasm,basal plasma membrane,basement membrane,calcium ion binding,cell adhesion,cell cortex,cell leading edge,cell motility,cytoplasm,cytoplasmic vesicle,cytoskeleton,cytoskeleton organization,cytosol,endoplasmic reticulum membrane,extracellular exosome,focal adhesion,hemidesmosome,hemidesmosome assembly,integral component of membrane,integrin binding,integrin-mediated signaling pathway,intermediate filament,intermediate filament cytoskeleton,intermediate filament cytoskeleton organization,maintenance of cell polarity,microtubule binding,microtubule cytoskeleton,microtubule cytoskeleton organization,microtubule plus-end,microtubule plus-end binding,nuclear envelope,nucleus,protein C-terminus binding,protein binding,response to wounding,retrograde axonal transportC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=15/7



chr4:36345377 G/A G A SNV DTHD1 DTHD1:exonic:NM_001170700.2 1 50 9 synonymous NM_001170700.2c.2277G>A p.(=) 0.48 Death domainrs2270880 0.1653 YES 1.17E-1 (pos.36345377) Death domain-containing protein 1signal transduction G=13, A=13 G=0.5, A=0.5 0.00001 119.163 26 G=11/2, A=7/6

chr12:81751813 C/T C T SNV PPFIA2 PPFIA2:intronic:NM_003625.4 1 56.36 intronic NM_003625.4c.1773+48G>Ap.? -0.26 SAM domain (Sterile alpha motif)rs11835074 0.2202 YES 3.941E-1 (pos.81751813) cell surface,cell-matrix adhesion,cytoplasm,cytosol,extracellular exosome,glutamate secretion,neurotransmitter secretion,presynaptic active zone,protein binding,synapseC=24, T=31 C=0.4364, T=0.5636 0.00001 319.023 55 C=11/13, T=19/12

chr1:212274413 C/C A C SNV DTL DTL:exonic:NM_016448.3 1 100 14 missense NM_016448.3c.2081A>C p.Lys694Thr -0.57 1 78 0 WD domain, G-beta repeatrs6540718 0.013 YES 1.0 (pos.212274413) Denticleless, Drosophila, homolog ofCul4-RING E3 ubiquitin ligase complex,Cul4A-RING E3 ubiquitin ligase complex,Cul4B-RING E3 ubiquitin ligase complex,DNA damage response, detection of DNA damage,DNA replication,G2 DNA damage checkpoint,cellular response to DNA damage stimulus,centrosome,chromosome,cytosol,nuclear membrane,nucleolus,nucleoplasm,nucleus,positive regulation of G2/M transition of mitotic cell cycle,positive regulation of protein catabolic process,post-translational protein modification,protein binding,protein monoubiquitination,protein polyubiquitination,regulation of cell cycle,response to UV,translesion synthesis,ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activityAdenocarcinoma;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Head and Neck Neoplasms;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nephritis;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Urologic DiseasesA=0, C=39 A=0.0, C=1.0 0.00001 623.98 39 A=0/0, C=23/16

chr2:242615462 C/C T C SNV DTYMK DTYMK:utr_3:NM_012145.3 1 100 5 utr_3 NM_012145.3c.719A>G p.? -2.58 Thymidylate kinasers5860 YES Deoxythymidylate kinaseATP binding,cell cycle,cell proliferation,cellular response to growth factor stimulus,cytoplasm,cytosol,dTDP biosynthetic process,dTTP biosynthetic process,dUDP biosynthetic process,kinase activity,mitochondrial intermembrane space,mitochondrial matrix,myoblast differentiation,nucleobase-containing small molecule interconversion,nucleoside monophosphate phosphorylation,nucleoside phosphate kinase activity,nucleotide phosphorylation,phosphorylation,response to cadmium ion,response to estrogen,thymidylate kinase activity,uridylate kinase activity2',3'-Dideoxythymidine-5'-Monophosphate,3'-Azido-3'-Deoxythymidine-5'-Monophosphate,P1-(5'-Adenosyl)P5-(5'-(3'azido-3'-Deoxythymidyl))Pentaphosphate,P1-(5'-Adenosyl)P5-(5'-Thymidyl)Pentaphosphate,Phosphoaminophosphonic Acid-Adenylate Ester,Phosphoric Acid Mono-3-Amino-5-(5-Methyl-2,4-Dioxo-3,4-Dihydro-2h-Pyrimidin-1-Yl)-Tetrahydro-Furan-2-Ylmethyl Ester,Phosphoric Acid Mono-3-Fluoro-5-(5-Methyl-2,4-Dioxo-3,4-Dihydro-2h-Pyrimidin-1-Yl)-Tetrahyro-Furan-2-Ylmethyl Ester,Thymidine-5'-PhosphateT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=21/7

chr12:82832418 A/A G A SNV METTL25 METTL25:intronic:NM_032230.2 1 100 intronic NM_032230.2c.1405-79G>Ap.? 0.8 Methyltransferase domainrs2717448 methylation,methyltransferase activity G=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=20/4

chr12:82850427 G/G A G SNV METTL25 METTL25:intronic:NM_032230.2 1 100 intronic NM_032230.2c.1479-79A>Gp.? 0.3 Methyltransferase domainrs2731290 YES methylation,methyltransferase activity A=0, G=42 A=0.0, G=1.0 0.00001 685.22 42 A=0/0, G=15/27

chr15:45400358 G/G C G SNV DUOX2 DUOX2:exonic:NM_014080.4 1 100 13 synonymous NM_014080.4c.1461G>C p.(=) -0.23 0.63(COSM4148789)Animal haem peroxidase,EF hand,EF-hand domain pair,FAD-binding domain,Ferric reductase NAD binding domain,Ferric reductase like transmembrane componentrs269860 0.0286 YES 9.791E-1;1.156E-4 (pos.45400358)neoplasm Dual oxidase 2 (thyroid oxidase 2)NAD(P)H oxidase activity,adenohypophysis morphogenesis,apical plasma membrane,bone mineralization,calcium ion binding,cell junction,cellular oxidant detoxification,cuticle development,cytokine-mediated signaling pathway,extracellular exosome,fertilization,heme binding,hormone biosynthetic process,hydrogen peroxide biosynthetic process,hydrogen peroxide catabolic process,inner ear development,integral component of membrane,multicellular organism growth,oxidation-reduction process,peroxidase activity,plasma membrane,response to cAMP,response to oxidative stress,response to virus,thyroid gland development,thyroid hormone generationBone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Congenital Hypothyroidism;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Dwarfism;Endocrine Disorder;Endocrine System Diseases;Genetic Diseases, Inborn;Hypothyroidism;Musculoskeletal Diseases;Primary Congenital Hypothyroidism;Recommended Newborn Screening Panels;Thyroid DiseasesBenign C=0, G=30 C=0.0, G=1.0 0.00001 446.639 30 C=0/0, G=6/24

chr12:863516 CA/CA C CA INDEL WNK1 WNK1:intronic:NM_001184985.1 1 100 intronic NM_001184985.1c.759+26C>CAp.? -1.28 Oxidative-stress-responsive kinase 1 C-terminal domain,Protein kinase domain,Protein tyrosine kinaseWNK lysine deficient protein kinase 1ATP binding,activation of protein kinase activity,cellular response to calcium ion,chloride channel inhibitor activity,cytoplasm,cytosol,intracellular signal transduction,ion transport,magnesium ion binding,membrane,negative regulation of pancreatic juice secretion,negative regulation of phosphatase activity,negative regulation of protein serine/threonine kinase activity,negative regulation of sodium ion transport,neuron development,peptidyl-threonine phosphorylation,phosphatase binding,positive regulation of systemic arterial blood pressure,potassium channel inhibitor activity,protein autophosphorylation,protein binding,protein kinase activator activity,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine kinase inhibitor activity,regulation of cellular process,regulation of sodium ion transport,signal transduction by trans-phosphorylationCardiovascular Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hereditary Sensory and Autonomic Neuropathies;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Pseudohypoaldosteronism;Renal Tubular Transport, Inborn Errors;Urologic Diseases;Vascular DiseasesC=0, CA=51 C=0.0, CA=1.0 0.00001 519.815 51 C=0/0, CA=36/15

chr5:172196711 T/T G T SNV DUSP1 DUSP1:exonic:NM_004417.3 1 100 3 synonymous NM_004417.3c.600C>A p.(=) 5.7 Dual specificity phosphatase, catalytic domain,Protein-tyrosine phosphatase,Rhodanese-like domainrs2431663 0.0444 YES 9.999E-1 (pos.172196711) Dual specificity phosphatase-1,Dual-specificity phosphatase 12MAP kinase tyrosine/serine/threonine phosphatase activity,cellular response to hormone stimulus,cytoplasm,endoderm formation,growth factor binding,inactivation of MAPK activity,intracellular signal transduction,mitotic cell cycle arrest,negative regulation of DNA biosynthetic process,negative regulation of ERK1 and ERK2 cascade,negative regulation of MAP kinase activity,negative regulation of MAPK cascade,negative regulation of apoptotic process,negative regulation of meiotic cell cycle,non-membrane spanning protein tyrosine phosphatase activity,nucleus,peptidyl-threonine dephosphorylation,peptidyl-tyrosine dephosphorylation,positive regulation of apoptotic process,protein binding,protein tyrosine/serine/threonine phosphatase activity,protein tyrosine/threonine phosphatase activity,regulation of apoptotic process,regulation of mitotic cell cycle spindle assembly checkpoint,response to cAMP,response to calcium ion,response to estradiol,response to glucocorticoid,response to hydrogen peroxide,response to light Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Dermatitis;Dermatitis, Contact;Diabetes Mellitus;Digestive System Diseases;Endocrine System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glucose Metabolism Disorders;Heart Diseases;Immune System Diseases;Joint Diseases;Metabolic Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Rheumatic Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Vascular DiseasesG=0, T=46 G=0.0, T=1.0 0.00001 768.3 46 G=0/0, T=30/16

chr10:76854564 T/T C T SNV DUSP13 DUSP13:exonic:NM_001007273.1 1 100 6 missense NM_001007273.1c.746G>A p.Cys249Tyr -0.12 1 194 0.052 Dual specificity phosphatase, catalytic domainrs3088142 0.4259 YES 9.114E-1 (pos.76854564) Dual-specificity phosphatase 13Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=15/5

chr10:76861680 C/C T C SNV DUSP13 DUSP13:exonic:NM_001007273.1 1 100 3 missense NM_001007273.1c.223A>G p.Ser75Gly -0.41 1 56 0 Dual specificity phosphatase, catalytic domainrs6480771 0.4294 YES 9.108E-1 (pos.76861680) Dual-specificity phosphatase 13Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesT=0, C=22 T=0.0, C=1.0 0.00001 298.889 22 T=0/0, C=13/9

chr17:41856188 CG/C CG C INDEL DUSP3 DUSP3:exonic:NM_004090.3 1 95.45 1 frameshiftDeletion NM_004090.3c.104delC p.Pro35fs 0.0, 8.45 Dual specificity phosphatase, catalytic domain Dual specificity phosphatase-3 (vaccinia virus phosphatase VH1-related)MAP kinase phosphatase activity,cytosol,dephosphorylation,extracellular exosome,immunological synapse,in utero embryonic development,inactivation of MAPK activity,negative regulation of ERK1 and ERK2 cascade,negative regulation of JNK cascade,negative regulation of MAPK cascade,negative regulation of T cell activation,negative regulation of T cell receptor signaling pathway,nucleoplasm,nucleus,peptidyl-tyrosine dephosphorylation,phosphatase activity,positive regulation of mitotic cell cycle,protein dephosphorylation,protein kinase binding,protein tyrosine phosphatase activity,protein tyrosine/serine/threonine phosphatase activityBronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsCG=1, C=21 CG=0.0455, C=0.9545 0.00001 216.246 22 CG=0/1, C=3/18

chr12:89743223 A/A G A SNV DUSP6 DUSP6:exonic:NM_001946.3 1 100 3 synonymous NM_001946.3c.954C>T p.(=) 0.42 Dual specificity phosphatase, catalytic domain,Rhodanese-like domainrs704075 0 1.0 (pos.89743223) Dual-specificity phosphatase-6MAP kinase tyrosine/serine/threonine phosphatase activity,MAPK cascade,activation of MAPK activity,cell differentiation,cytoplasm,cytosol,dorsal/ventral pattern formation,inactivation of MAPK activity,negative regulation of ERK1 and ERK2 cascade,nucleoplasm,peptidyl-tyrosine dephosphorylation,positive regulation of apoptotic process,protein dephosphorylation,protein tyrosine phosphatase activity,protein tyrosine/serine/threonine phosphatase activity,regulation of endodermal cell fate specification,regulation of fibroblast growth factor receptor signaling pathway,regulation of heart growth,response to drug,response to growth factor,response to nitrosative stress,response to organic cyclic compound46, XY Disorders of Sex Development;Astrocytoma;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glioblastoma;Glioma;Gonadal Disorders;Heart Diseases;Hypogonadism;Kallmann Syndrome;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neuroectodermal Tumors;Neurologic Manifestations;Urogenital Abnormalities;Vascular DiseasesG=0, A=60 G=0.0, A=1.0 0.00001 903.529 60 G=0/0, A=33/27

chr19:57665750 C/C T C SNV DUXA DUXA:utr_3:NM_001012729.1 1 100 6 utr_3 NM_001012729.1c.645A>G p.? 0.09 Homeobox KN domain,Homeobox domainrs8108591 0.4674 YES 2.74E-1 (pos.57665750) Double homeobox ADNA binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedConnective Tissue Diseases;Contracture;Dupuytren Contracture;Muscular Diseases;Musculoskeletal Diseases;Skin and Connective Tissue DiseasesT=0, C=30 T=0.0, C=1.0 0.00001 446.637 30 T=0/0, C=18/12

chr1:1277533 C/C T C SNV DVL1 DVL1:exonic:NM_004421.2 1 100 4 synonymous NM_004421.2c.366A>G p.(=) -5.37 0.12(COSM3750299),0.12(COSM4784262)DIX domain,Dishevelled specific domain,Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),PDZ domain (Also known as DHR or GLGF),Segment polarity protein dishevelled (Dsh) C terminalrs307362 0.0013 9.977E-1;0.0 (pos.1277533)adenocarcinomaDishevelled 1 (homologous to Drosophila dsh),Dishevelled, Drosophila, homolog-likeRac GTPase binding,Wnt signaling pathway,Wnt signaling pathway, planar cell polarity pathway,Wnt signalosome,axon,axon extension,axon guidance,beta-catenin binding,beta-catenin destruction complex disassembly,canonical Wnt signaling pathway,clathrin-coated vesicle,cochlea morphogenesis,collateral sprouting,convergent extension involved in neural plate elongation,cytoplasmic microtubule organization,cytoplasmic vesicle,cytosol,dendrite morphogenesis,dendritic spine,dendritic spine morphogenesis,enzyme binding,frizzled binding,growth cone,identical protein binding,intracellular,intracellular signal transduction,lateral plasma membrane,microtubule,negative regulation of canonical Wnt signaling pathway,negative regulation of protein binding,negative regulation of protein kinase activity,neural tube development,neuromuscular junction development,neuron projection,neuronal cell body,neurotransmitter secretion,planar cell polarity pathway involved in neural tube closure,positive regulation of Wnt signaling pathway,pT=0, C=89 T=0.0, C=1.0 0.00001 1472.44 89 T=0/0, C=57/32

chr14:102514227 C/C T C SNV DYNC1H1 DYNC1H1:exonic:NM_001376.4 1 100 73 synonymous NM_001376.4c.13080T>Cp.(=) -2.12 0.07(COSM147844)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs13749 0.1659 YES 2.899E-1 (pos.102514227)acute_myeloid_leukaemia,adenocarcinoma,carcinomaDynein, cytoplasmic-1, heavy chain-1ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ER to Golgi vesicle-mediated transport,G2/M transition of mitotic cell cycle,RNA binding,antigen processing and presentation of exogenous peptide antigen via MHC class II,azurophil granule lumen,cell division,centrosome,ciliary basal body-plasma membrane docking,cytoplasmic dynein complex,cytoplasmic mRNA processing body assembly,cytoplasmic microtubule organization,cytosol,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,establishment of spindle localization,extracellular exosome,extracellular matrix,extracellular region,filopodium,membrane,microtubule,microtubule motor activity,microtubule-based movement,minus-end-directed vesicle transport along microtubule,mitotic spindle organization,neutrophil degranulation,positive regulation of intracellular transport,positive regulation of spindle assembly,protein binding,regulation of G2/M transition of mitotic cell cycle,regulation of metaphaCentral Nervous System Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Microcephaly;Motor Neuron Disease;Muscular Atrophy, Spinal;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Spinal Cord Diseases;Spinal Muscular Atrophies of ChildhoodBenign/Likely benignT=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=7/20

chr20:18393312 G/G C G SNV DZANK1 DZANK1:exonic:NM_001099407.1 1 100 13 synonymous NM_001099407.1c.1410G>C p.(=) 0.83 0.14(COSM3933786),0.14(COSM3933787),0.14(COSM3933788),0.14(COSM3933789),0.14(COSM3933790)Chitobiase/beta-hexosaminidase C-terminal domain,Double zinc ribbon,Fn3 associatedrs6075337 0.2132 YES 2.886E-1 (pos.18393312) carcinoma metal ion binding C=0, G=28 C=0.0, G=1.0 0.00001 408.716 28 C=0/0, G=17/11

chr1:23847464 C/A C A SNV

E2F2,LOC10

1928163 E2F2:exonic:NM_004091.3, LOC101928163:upstream:NR_110799.1 1
50

4 missense NM_004091.3, NR_110799.1c.678G>T p.Gln226His 0.03 0.26 24 0.985 0.78(COSM3746872)E2F transcription factor CC-MB domain,E2F/DP family winged-helix DNA-binding domainrs2075995 0.4972 YES 6.199E-1 (pos.23847464) acute_myeloid_leukaemia,hepatocellular_carcinomaE2F transcription factor 2DNA binding,DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription factor complex,cell cycle,core promoter binding,intrinsic apoptotic signaling pathway by p53 class mediator,lens fiber cell apoptotic process,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein dimerization activity,regulation of cell cycle,sequence-specific DNA binding,transcription factor binding,transcription initiation from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=16, A=16 C=0.5, A=0.5 0.00001 158.383 32 C=10/6, A=9/7

chr16:2282256 A/A G A SNV E4F1 E4F1:exonic:NM_004424.4 1 100 4 missense NM_004424.4c.500G>A p.Arg167His -0.66 0.36 29 0.245 0.03(COSM4128818)C2H2-type zinc finger,Zinc finger, C2H2 type,zinc-finger of a C2HC-typers26839 0.0097 1.0;0.0 (pos.2282256) neoplasm E4F transcription factor 1DNA binding,DNA binding transcription factor activity,DNA replication,RNA polymerase II regulatory region sequence-specific DNA binding,cAMP response element binding,cell division,cell proliferation,cytoplasm,metal ion binding,mitotic cell cycle arrest,negative regulation of transcription from RNA polymerase II promoter,nucleic acid binding,nucleoplasm,protein binding,protein ubiquitination,regulation of cell cycle process,regulation of growth,regulation of mitotic cell cycle, embryonic,spindle,transcription coactivator activity,transcription corepressor activity,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,transferase activity,viral processG=0, A=28 G=0.0, A=1.0 0.00001 408.718 28 G=0/0, A=22/6

chr12:91358169 C/C T C SNV EPYC EPYC:intronic:NM_004950.4 1 100 intronic NM_004950.4c.799-66A>Gp.? 0.43 Leucine Rich repeat,Leucine rich repeat,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies)rs1920741 YES Epiphycan axonogenesis,extracellular space,female pregnancy,glycosaminoglycan binding,proteinaceous extracellular matrixT=0, C=20 T=0.0, C=1.0 0.00001 263.499 20 T=0/0, C=13/7

chr3:15476011 G/G C G SNV EAF1 EAF1:exonic:NM_033083.6 1 100 4 synonymous NM_033083.6c.492C>G p.(=) 0.54 0.82(COSM4417139),0.94(COSM4002493)RNA polymerase II transcription elongation factorrs1563415 0.2637 YES 3.005E-1;0.0;0.0 (pos.15476011)NS,acute_myeloid_leukaemiaELL-associated factor 1Cajal body,ELL-EAF complex,intercellular bridge,intracellular membrane-bounded organelle,nuclear body,nuclear speck,nucleoplasm,protein binding,regulation of transcription, DNA-templated,transcription elongation factor complex,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterC=0, G=36 C=0.0, G=1.0 0.00001 563.573 36 C=0/0, G=22/14

chr16:23536684 C/C T C SNV EARS2 EARS2:exonic:NM_001083614.1 1 100 8 missense NM_001083614.1c.1369A>G p.Ser457Gly -0.62 0.61 56 0 tRNA synthetases class I (E and Q), catalytic domainrs6497671 0.1414 YES 7.088E-1 (pos.23536684) Glutamyl-tRNA synthetase 2ATP binding,cytoplasm,glutamate-tRNA ligase activity,glutamate-tRNA(Gln) ligase activity,glutamyl-tRNA aminoacylation,ligase activity,mitochondrial matrix,mitochondrion,tRNA aminoacylation for mitochondrial protein translation,tRNA binding,zinc ion bindingGlutamic AcidBenign T=0, C=32 T=0.0, C=1.0 0.00001 485.141 32 T=0/0, C=14/18

chr16:23546561 C/C G C SNV EARS2 EARS2:exonic:NM_001083614.1 1 100 4 synonymous NM_001083614.1c.606C>G p.(=) -1.12 0.04(COSM4128826)tRNA synthetases class I (E and Q), catalytic domainrs2073951 0.1401 YES 7.103E-1 (pos.23546561) neoplasm Glutamyl-tRNA synthetase 2ATP binding,cytoplasm,glutamate-tRNA ligase activity,glutamate-tRNA(Gln) ligase activity,glutamyl-tRNA aminoacylation,ligase activity,mitochondrial matrix,mitochondrion,tRNA aminoacylation for mitochondrial protein translation,tRNA binding,zinc ion bindingGlutamic AcidBenign G=0, C=26 G=0.0, C=1.0 0.00001 371.411 26 G=0/0, C=18/8

chr12:9313169 CAG/C CAG C INDEL PZP PZP:intronic:NM_002864.2 2 51.85 intronic NM_002864.2c.2873-83CTG>Gp.? -0.39, -0.17, -1.6 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domain,Seminal vesicle autoantigen (SVA)rs10540786,rs199590841,rs398055299 Pregnancy zone protein Digestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesCAG=26, C=28CAG=0.4815, C=0.5185 0.00001 277.174 54 CAG=10/16, C=19/9

chr16:23563501 T/T C T SNV EARS2 EARS2:exonic:NM_001083614.1 1 100 2 synonymous NM_001083614.1c.264G>A p.(=) -4.9 0.02(COSM5021879)tRNA synthetases class I (E and Q), catalytic domainrs7187920 0.1889 YES 6.881E-1 (pos.23563501) osteosarcoma Glutamyl-tRNA synthetase 2ATP binding,cytoplasm,glutamate-tRNA ligase activity,glutamate-tRNA(Gln) ligase activity,glutamyl-tRNA aminoacylation,ligase activity,mitochondrial matrix,mitochondrion,tRNA aminoacylation for mitochondrial protein translation,tRNA binding,zinc ion bindingGlutamic AcidBenign C=0, T=70 C=0.0, T=1.0 0.00001 1092.06 70 C=0/0, T=30/40

chr12:93206878 A/A G A SNV EEA1 EEA1:intronic:NM_003566.3 1 100 intronic NM_003566.3c.1930-9C>Tp.? 0.83 FYVE zinc fingerrs3925797 0.0709 YES 9.589E-1 (pos.93206878) Early endosome antigen 11-phosphatidylinositol binding,GTP-dependent protein binding,axonal spine,calmodulin binding,cytoplasm,cytosol,early endosome,early endosome membrane,early endosome to late endosome transport,endocytosis,extracellular exosome,extrinsic component of plasma membrane,membrane,nucleic acid binding,presynapse,protein binding,protein homodimerization activity,recycling endosome,serine-pyruvate aminotransferase complex,synaptic vesicle to endosome fusion,vesicle fusion,viral RNA genome replication,zinc ion bindingInositol 1,3-BisphosphateG=0, A=25 G=0.0, A=1.0 0.00001 353.018 25 G=0/0, A=7/18

chr12:9344878 G/G A G SNV PZP PZP:intronic:NM_002864.2 1 100 intronic NM_002864.2c.1483-26T>Cp.? -3.48 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domain,Seminal vesicle autoantigen (SVA)rs2075394 0.2803 YES 4.255E-1 (pos.9344878) Pregnancy zone protein Digestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesA=0, G=88 A=0.0, G=1.0 0.00001 1444.42 88 A=0/0, G=44/44

chr10:22498749 T/T A T SNV EBLN1 EBLN1:exonic:NM_001199938.1 1 100 1 missense NM_001199938.1c.164T>A p.Val55Asp -0.42 1 152 0 Borna disease virus P40 proteinrs2478476 1.0 (pos.22498749) Endogenous Borna-like N element-containing protein 1 A=0, T=35 A=0.0, T=1.0 0.00001 543.897 35 A=0/0, T=24/11

chr3:73111809 A/G A G SNV

EBLN2,PPP4

R2 PPP4R2:intronic:NM_174907.3, EBLN2:exonic:NM_018029.4 1
57.14

1 missense NM_174907.3, NM_018029.4c.420-1015A>G, c.577A>Gp.?, p.Ile193Val -2.66 29 0(COSM4158316)Borna disease virus P40 protein,PPP4R2rs2231926 0.486 YES 4.351E-1;0.0 (pos.73111809)ductal_carcinoma,neoplasmEndogenous Borna-like N element-containing protein 2,Protein phosphatase 4, regulatory subunit 2RNA splicing,cellular protein modification process,centrosome,cytoplasm,mRNA processing,nucleoplasm,nucleus,protein binding,protein binding, bridging,protein phosphatase 4 complex,protein phosphatase regulator activity,regulation of catalytic activity,regulation of double-strand break repair via homologous recombinationA=12, G=16 A=0.4286, G=0.5714 0.00001 161.77 28 A=2/10, G=6/10

chr12:936468 G/G C G SNV WNK1 WNK1:intronic:NM_001184985.1 1 100 intronic NM_001184985.1c.1153+40C>Gp.? 0.01 Oxidative-stress-responsive kinase 1 C-terminal domain,Protein kinase domain,Protein tyrosine kinasers2158502 0.2508 YES 8.661E-1 (pos.936468) WNK lysine deficient protein kinase 1ATP binding,activation of protein kinase activity,cellular response to calcium ion,chloride channel inhibitor activity,cytoplasm,cytosol,intracellular signal transduction,ion transport,magnesium ion binding,membrane,negative regulation of pancreatic juice secretion,negative regulation of phosphatase activity,negative regulation of protein serine/threonine kinase activity,negative regulation of sodium ion transport,neuron development,peptidyl-threonine phosphorylation,phosphatase binding,positive regulation of systemic arterial blood pressure,potassium channel inhibitor activity,protein autophosphorylation,protein binding,protein kinase activator activity,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine kinase inhibitor activity,regulation of cellular process,regulation of sodium ion transport,signal transduction by trans-phosphorylationCardiovascular Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hereditary Sensory and Autonomic Neuropathies;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Pseudohypoaldosteronism;Renal Tubular Transport, Inborn Errors;Urologic Diseases;Vascular DiseasesC=0, G=104 C=0.0, G=1.0 0.00001 1631.88 104 C=0/0, G=38/66

chr1:43636484 C/G C G SNV

EBNA1BP2,

MIR6733 EBNA1BP2:exonic:NM_001159936.1, MIR6733:downstream:NR_106791.11
58.33

5 synonymous NM_001159936.1, NR_106791.1c.555G>C p.(=) -0.08 0.3(COSM5021271),0.3(COSM5021272)Eukaryotic rRNA processing protein EBP2rs1049276 0.2577 YES 4.622E-4;1.156E-4 (pos.43636484)osteosarcoma EBNA1-binding protein 2RNA binding,nuclear periphery,nucleolus,nucleus,preribosome, large subunit precursor,rRNA processing,ribosomal large subunit biogenesisC=10, G=14 C=0.4167, G=0.5833 0.00001 135.336 24 C=8/2, G=12/2

chr12:94649103 C/C T C SNV PLXNC1 PLXNC1:intronic:NM_005761.2 1 100 intronic NM_005761.2c.3087+31T>Cp.? 3.19 IPT/TIG domain,Plexin cytoplasmic RasGAP domain,Plexin repeatrs865569 0.1579 YES 6.202E-1 (pos.94649103) cell adhesion,integral component of membrane,membrane,negative regulation of cell adhesion,plasma membrane,positive regulation of axonogenesis,protein binding,receptor binding,regulation of GTPase activity,regulation of cell shape,semaphorin receptor activity,semaphorin-plexin signaling pathwayEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleT=0, C=48 T=0.0, C=1.0 0.00001 810.415 48 T=0/0, C=5/43

chr12:95676053 TG/TG T TG INDEL VEZT VEZT:intronic:NM_017599.3 1 100 intronic NM_017599.3c.997-36T>TGp.? 0.29 Mysoin-binding motif of peroxisomesrs201794726,rs3215007 0.4795 YES 4.883E-1 (pos.95676053) acrosomal vesicle,adherens junction,cell-cell adhesion,cytosol,integral component of membrane,myosin binding,nucleoplasm,plasma membraneT=0, TG=40 T=0.0, TG=1.0 0.00001 643.802 40 T=0/0, TG=20/20

chr12:95897997 C/C T C SNV METAP2 METAP2:intronic:NM_006838.3 1 100 intronic NM_006838.3c.964+60T>Cp.? 0.04 Metallopeptidase family M24rs2769469 YES Methionine aminopeptidase 2N-terminal protein amino acid modification,RNA binding,aminopeptidase activity,cytoplasm,cytosol,metal ion binding,metalloaminopeptidase activity,metalloexopeptidase activity,peptidyl-methionine modification,plasma membrane,protein initiator methionine removal,protein processing,proteolysis,regulation of rhodopsin mediated signaling pathwayAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic Diseases(2s,3r)-3-Amino-2-Hydroxy-5-(Ethylsulfanyl)Pentanoyl-((S)-(-)-(1-Naphthyl)Ethyl)Amide,(E)-(2r,3r,4s,5r)-3,4,5-Trihydroxy-2-Methoxy-8,8-Dimethyl-Non-6-Enoic Acid ((3s,6r)-6-Hydroxy-2-Oxo-Azepan-3-Yl)-Amide,2-(PHENYLSULFONYL)AMINO-5,6,7,8-TETRAHYDRONAPHTHALENE-1-CARBOXYLIC ACID,2-({2-(1Z)-3-(DIMETHYLAMINO)PROP-1-ENYL-4-FLUOROPHENYL}SULFONYL)AMINO-5,6,7,8-TETRAHYDRONAPHTHALENE-1-CARBOXYLIC ACID,2-Methyl-2-Propanol,3,5,6,8-Tetramethyl-N-Methyl Phenanthrolinium,3-ETHYL-6-{(4-FLUOROPHENYL)SULFONYLAMINO}-2-METHYLBENZOIC ACID,5-BROMO-2-{(4-CHLOROPHENYL)SULFONYLAMINO}BENZOIC ACID,5-METHYL-2-(PHENYLSULFONYL)AMINOBENZOIC ACID,D-Methionine,Fumagillin,L-Methionine,N'-((2S,3R)-3-AMINO-2-HYDROXY-5-(ISOPROPYLSULFANYL)PENTANOYL)-N-3-CHLOROBENZOYL HYDRAZIDE,N'-(2s,3r)-3-Amino-4-Cyclohexyl-2-Hydroxy-Butano-N-(4-Methylphenyl)Hydrazide,Nitroxoline,Ovalicin,PPI-2458,TNP-470T=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=9/13

chrX:48385586 T/T C T SNV EBP EBP:exonic:NM_006579.2 1 100 4 synonymous NM_006579.2c.382C>T p.(=) 0.12 Emopamil binding proteinrs142881014 7.00E-04 0.0 (pos.48385586) Emopamil-binding protein,SH3 domain protein 19C-8 sterol isomerase activity,cholestenol delta-isomerase activity,cholesterol biosynthetic process,cholesterol biosynthetic process via desmosterol,cholesterol biosynthetic process via lathosterol,cholesterol metabolic process,cytoplasmic vesicle,drug transmembrane transport,drug transmembrane transporter activity,endoplasmic reticulum,endoplasmic reticulum membrane,hemopoiesis,integral component of membrane,integral component of plasma membrane,nuclear envelope,protein binding,signal transduction,skeletal system development,steroid delta-isomerase activity,sterol metabolic process,transmembrane signaling receptor activityBone Diseases;Bone Diseases, Developmental;Chondrodysplasia Punctata;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Musculoskeletal Diseases;OsteochondrodysplasiasTamoxifen Uncertain significanceC=0, T=34 C=0.0, T=1.0 0.00001 524.185 34 C=0/0, T=28/6

chr2:233349588 A/A G A SNV ECEL1 ECEL1:exonic:NM_004826.3 1 100 5 missense NM_004826.3c.982C>T p.His328Tyr 5.86 0.27 83 0 0.16(COSM4133548)Peptidase family M13rs1529874 0.0145 YES 1.0 (pos.233349588) neoplasm Endothelin-converting enzyme-like 1integral component of plasma membrane,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,neuropeptide signaling pathway,proteolysis,respiratory system processBenign G=0, A=40 G=0.0, A=1.0 0.00001 644.274 40 G=0/0, A=23/17

chr12:96387621 G/G A G SNV HAL HAL:intronic:NM_002108.3 1 100 intronic NM_002108.3c.485-5T>C p.? 1.01 0.67(COSM5904985)Aromatic amino acid lyase,N-terminal of Par3 and HAL proteinsrs2302629 0.4093 YES 5.021E-1 (pos.96387621) basal_cell_carcinoma,carcinomaHistidine ammonia-lyase (histidase)ammonia-lyase activity,catalytic activity,cytosol,histidine ammonia-lyase activity,histidine catabolic process,histidine catabolic process to glutamate and formamide,histidine catabolic process to glutamate and formateAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Intellectual Disability;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic DiseasesL-Histidine Benign A=0, G=49 A=0.0, G=1.0 0.00001 831.604 49 A=0/0, G=27/22

chr12:96415888 G/A G A SNV LTA4H LTA4H:intronic:NM_000895.2 1 58.33 intronic NM_000895.2c.585+37C>Tp.? 0.83 Leukotriene A4 hydrolase, C-terminal,Peptidase family M1 domainrs11108379 0.0499 YES 8.242E-2 (pos.96415888) Leukotriene A4 hydrolaseRNA binding,aminopeptidase activity,cellular lipid metabolic process,cellular protein metabolic process,cytoplasm,cytosol,epoxide hydrolase activity,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,hydrolase activity,leukotriene biosynthetic process,leukotriene metabolic process,leukotriene-A4 hydrolase activity,metalloaminopeptidase activity,neutrophil degranulation,nucleoplasm,nucleus,peptidase activity,peptide binding,peptide catabolic process,protein binding,proteolysis,tertiary granule lumen,zinc ion bindingArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Carcinoma;Cardiovascular Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Vascular Diseases(2S)-2-amino-5-oxo-5-(4-phenylmethoxyphenyl)aminopentanoic acid,(4-fluorophenyl)(pyridin-4-yl)methanone,(R)-pyridin-4-yl4-(2-pyrrolidin-1-ylethoxy)phenylmethanol,1-(2,2'-bithiophen-5-yl)methanamine,1-(4-thiophen-2-ylphenyl)methanamine,3-(Benzyloxy)Pyridin-2-Amine,4-(2-amino-1,3-thiazol-4-yl)phenol,4-amino-N-4-(benzyloxy)phenylbutanamide,5-2-(1H-pyrrol-1-yl)ethoxy-1H-indole,5-2-(4-hydroxyphenyl)ethylbenzene-1,3-diol,Captopril,DG051,Imidazole,N-(2R)-2-benzyl-4-(hydroxyamino)-4-oxobutanoyl-L-alanine,N-(pyridin-3-ylmethyl)aniline,N-3-(1-Aminoethyl)(Hydroxy)Phosphoryl-2-(1,1'-Biphenyl-4-Ylmethyl)PropanoylAlanine,N-4-(benzyloxy)phenylglycinamide,N-benzyl-4-(2R)-pyrrolidin-2-ylmethoxyaniline,N-methyl-1-(2-thiophen-2-ylphenyl)methanamine,Tosedostat,Ubenimex,{4-(2R)-pyrrolidin-2-ylmethoxyphenyl}(4-thiophen-3-ylphenyl)methanoneG=10, A=14 G=0.4167, A=0.5833 0.00001 135.325 24 G=7/3, A=7/7

chr12:96691355 T/TA T TA INDEL CDK17 CDK17:intronic:NM_001170464.2 1 50 intronic NM_001170464.2c.810+50A>TAp.? 0.99 Haspin like kinase domain,Kinase-like,Protein kinase domain,Protein tyrosine kinasers397802261,rs5800246 0.3479 YES 5.778E-1;0.0 (pos.96691355) Cyclin-dependent kinase 17ATP binding,cyclin-dependent protein serine/threonine kinase activity,cytoplasm,nucleus,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activityT=10, TA=10T=0.5, TA=0.5 0.00001 72.7857 20 T=3/7, TA=5/5

chr10:11789382 A/A G A SNV ECHDC3 ECHDC3:exonic:NM_024693.4 1 100 2 missense NM_024693.4c.205G>A p.Ala69Thr 6.39 0.08 58 0.989 Enoyl-CoA hydratase/isomerasers4750090 0.0021 YES 9.999E-1 (pos.11789382) catalytic activity,metabolic process,mitochondrion G=0, A=65 G=0.0, A=1.0 0.00001 996.302 65 G=0/0, A=58/7

chr10:11789405 A/A G A SNV ECHDC3 ECHDC3:exonic:NM_024693.4 1 100 2 synonymous NM_024693.4c.228G>A p.(=) 0.31 Enoyl-CoA hydratase/isomerasers4750091 0.0012 YES 9.999E-1 (pos.11789405) catalytic activity,metabolic process,mitochondrion G=0, A=77 G=0.0, A=1.0 0.00001 1229.26 77 G=0/0, A=58/19

chr10:135184126 A/A G A SNV

ECHS1,MIR3

944 MIR3944:downstream:NR_037509.1, ECHS1:exonic:NM_004092.3 1
100

2 missense NM_004092.3, NR_037509.1c.224C>T p.Thr75Ile 1.01 0.14 89 0.04 Enoyl-CoA hydratase/isomerasers1049951 0.0598 YES 9.744E-1 (pos.135184126) Enoyl-CoA hydratase, short-chain, 1, mitochondrialenoyl-CoA hydratase activity,extracellular exosome,fatty acid beta-oxidation,mitochondrial matrix,mitochondrion,protein bindingBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Leigh Disease;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Pyruvate Metabolism, Inborn Errors;Stomach Diseases;Stomach Neoplasms4-(N,N-Dimethylamino)Cinnamoyl-Coa,Acetoacetyl-CoA,Hexanoyl-CoA,Octanoyl-Coenzyme ABenign G=0, A=28 G=0.0, A=1.0 0.00001 408.715 28 G=0/0, A=14/14

chr12:9885526 T/T C T SNV CLECL1 CLECL1:intronic:NM_001253750.1 1 100 intronic NM_001253750.1c.316+19G>Ap.? 0.64 rs12304510 0.4898 YES 3.913E-1 (pos.9885526) C-type lectin-like 1B cell adhesion,carbohydrate binding,integral component of membrane,interleukin-4 secretion,molecular_function,plasma membrane,positive regulation of T cell proliferationAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Metabolic Diseases;Multiple Sclerosis;Nervous System Diseases;Nutritional and Metabolic DiseasesC=0, T=25 C=0.0, T=1.0 0.00001 353.017 25 C=0/0, T=6/19

chr2:109513321 A/A C A SNV EDAR EDAR:utr_3:NM_022336.3 1 100 12 utr_3 NM_022336.3c.1389G>T p.? -0.35 rs7607563 0.0989 YES 9.977E-1 (pos.109513321) Ectodysplasin 1, anhidrotic receptor (downless, mouse, homolog of)apical part of cell,apoptotic process,cell differentiation,epidermis development,hair follicle development,integral component of membrane,odontogenesis of dentin-containing tooth,pigmentation,plasma membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of JNK cascade,positive regulation of NF-kappaB import into nucleus,positive regulation of gene expression,protein binding,receptor activity,salivary gland cavitation,transmembrane signaling receptor activity,tumor necrosis factor-mediated signaling pathwayAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ectodermal Dysplasia 3, Anhidrotic;Ectodermal Dysplasia, Hypohidrotic, Autosomal Recessive;Genetic Diseases, Inborn;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign C=0, A=42 C=0.0, A=1.0 0.00001 685.22 42 C=0/0, A=24/18

chr2:109513654 A/A G A SNV EDAR EDAR:exonic:NM_022336.3 1 100 12 synonymous NM_022336.3c.1056C>T p.(=) 1.65 rs12623957 0.1695 YES 9.604E-1 (pos.109513654) Ectodysplasin 1, anhidrotic receptor (downless, mouse, homolog of)apical part of cell,apoptotic process,cell differentiation,epidermis development,hair follicle development,integral component of membrane,odontogenesis of dentin-containing tooth,pigmentation,plasma membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of JNK cascade,positive regulation of NF-kappaB import into nucleus,positive regulation of gene expression,protein binding,receptor activity,salivary gland cavitation,transmembrane signaling receptor activity,tumor necrosis factor-mediated signaling pathwayAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ectodermal Dysplasia 3, Anhidrotic;Ectodermal Dysplasia, Hypohidrotic, Autosomal Recessive;Genetic Diseases, Inborn;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesConflicting interpretations of pathogenicityG=0, A=61 G=0.0, A=1.0 0.00001 921.845 61 G=0/0, A=32/29

chr1:236645609 C/T C T SNV EDARADD EDARADD:exonic:NM_145861.2 1 45.83 6 missense NM_145861.2c.308C>T p.Ser103Phe 2.57 0 155 0.924 Death domainrs114632254 0.0274 YES 1.156E-4 (pos.236645609) EDAR-associated death domaincell differentiation,cytosol,multicellular organism development,protein binding,signal transduction,tumor necrosis factor-mediated signaling pathwayAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ectodermal Dysplasia 3, Anhidrotic;Ectodermal Dysplasia, Hypohidrotic, Autosomal Recessive;Genetic Diseases, Inborn;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign C=13, T=11 C=0.5417, T=0.4583 0.00001 93.4277 24 C=6/7, T=6/5

chr13:101288992 C/T C T SNV TMTC4 TMTC4:intronic:NM_032813.4 1 50 intronic NM_032813.4c.1000-4G>Ap.? 1.14 Domain of unknown function (DUF1736),Tetratricopeptide repeatrs3803256 0.4284 YES 6.076E-1 (pos.101288992) integral component of membrane C=17, T=17 C=0.5, T=0.5 0.00001 172.007 34 C=11/6, T=9/8

chr13:101289998 C/A C A SNV TMTC4 TMTC4:intronic:NM_032813.4 1 50 intronic NM_032813.4c.835-42G>Tp.? 2.09 Domain of unknown function (DUF1736),Tetratricopeptide repeatrs7985718 0.3744 YES 9.862E-1 (pos.101289998) integral component of membrane C=14, A=14 C=0.5, A=0.5 0.00001 131.941 28 C=8/6, A=6/8

chr3:5241309 A/A C A SNV EDEM1 EDEM1:exonic:NM_014674.2 1 100 3 synonymous NM_014674.2c.615C>A p.(=) -1.96 Glycosyl hydrolase family 47rs410509 0.0244 YES 9.394E-1 (pos.5241309) Golgi membrane,IRE1-mediated unfolded protein response,N-glycan processing,calcium ion binding,endoplasmic reticulum,endoplasmic reticulum quality control compartment,integral component of endoplasmic reticulum membrane,mannose trimming involved in glycoprotein ERAD pathway,mannosyl-oligosaccharide 1,2-alpha-mannosidase activity,membrane,metabolic process,misfolded protein binding,positive regulation of retrograde protein transport, ER to cytosol,protein binding,trimming of terminal mannose on C branch,ubiquitin-dependent ERAD pathway,ubiquitin-dependent glycoprotein ERAD pathwayC=0, A=60 C=0.0, A=1.0 0.00001 907.072 60 C=0/0, A=41/19

chr13:103271206 A/A G A SNV TPP2 TPP2:intronic:NM_003291.3 1 100 intronic NM_003291.3c.620+10G>Ap.? -0.43 0.01(COSM3999001)Subtilase family,Tripeptidyl peptidase IIrs4576935 0.4812 YES 4.429E-1 (pos.103271206)acute_myeloid_leukaemia,osteosarcomaTripeptidyl peptidase IIaminopeptidase activity,cytoplasm,cytosol,endopeptidase activity,identical protein binding,nuclear body,nucleoplasm,peptide binding,protein binding,protein polyubiquitination,proteolysis,serine-type endopeptidase activity,tripeptidyl-peptidase activityG=0, A=96 G=0.0, A=1.0 0.00001 1618.01 96 G=0/0, A=47/49

chr13:78477674 G/G A G SNV

EDNRB,EDN

RB-AS1 EDNRB:exonic:NM_001201397.1, EDNRB-AS1:intronic_nc:NR_103853.11
100

3 synonymous NR_103853.1, NM_001201397.1c.822T>C p.(=) -1.82 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srxrs5348 2.00E-04 9.999E-1 (pos.78477674) Endothelin receptor type BG-protein coupled receptor signaling pathway,aging,cGMP-mediated signaling,calcium-mediated signaling,cell surface receptor signaling pathway,cellular response to lipopolysaccharide,endothelin receptor activity,endothelin receptor signaling pathway,enteric nervous system development,enteric smooth muscle cell differentiation,epithelial fluid transport,integral component of membrane,integral component of plasma membrane,macrophage chemotaxis,melanocyte differentiation,membrane raft,negative regulation of adenylate cyclase activity,negative regulation of apoptotic process,negative regulation of cellular protein metabolic process,negative regulation of neuron maturation,negative regulation of transcription from RNA polymerase II promoter,nervous system development,neural crest cell migration,nuclear membrane,peptide hormone binding,peripheral nervous system development,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of cell proliferation,positive regulaAbnormalities, Multiple;Brain Diseases;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Abnormalities;Digestive System Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Glucose Metabolism Disorders;Heart Diseases;Hirschsprung Disease;Hypertension, Pulmonary;Intestinal Diseases;Intracranial Hemorrhages;Kidney Diseases;Liver Diseases;Lung Diseases;Male Urogenital Diseases;Megacolon;Metabolic Diseases;Myocardial Ischemia;Neoplasm Invasiveness;Neoplasms;Neoplasms by Site;Neoplastic Processes;Nephrosis;Nervous System Diseases;Nutritional and Metabolic Diseases;Reperfusion Injury;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Subarachnoid Hemorrhage;Urologic DiseaseAmbrisentan,Bosentan,Macitentan,SitaxentanBenign A=0, G=34 A=0.0, G=1.0 0.00001 530.494 34 A=0/0, G=12/22

chr13:103289338 T/T C T SNV TPP2 TPP2:intronic:NM_003291.3 1 100 intronic NM_003291.3c.1679-94C>Tp.? -0.29 Subtilase family,Tripeptidyl peptidase IIrs2274463 YES Tripeptidyl peptidase IIaminopeptidase activity,cytoplasm,cytosol,endopeptidase activity,identical protein binding,nuclear body,nucleoplasm,peptide binding,protein binding,protein polyubiquitination,proteolysis,serine-type endopeptidase activity,tripeptidyl-peptidase activityC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=21/8

chr13:103290535 C/C G C SNV TPP2 TPP2:intronic:NM_003291.3 1 100 intronic NM_003291.3c.1837-54G>Cp.? -0.2 Subtilase family,Tripeptidyl peptidase IIrs613926 YES Tripeptidyl peptidase IIaminopeptidase activity,cytoplasm,cytosol,endopeptidase activity,identical protein binding,nuclear body,nucleoplasm,peptide binding,protein binding,protein polyubiquitination,proteolysis,serine-type endopeptidase activity,tripeptidyl-peptidase activityG=0, C=71 G=0.0, C=1.0 0.00001 1109.02 71 G=0/0, C=40/31

chr13:103290574 A/A G A SNV TPP2 TPP2:intronic:NM_003291.3 1 100 intronic NM_003291.3c.1837-15G>Ap.? -1.9 Subtilase family,Tripeptidyl peptidase IIrs614290 0.4821 YES 4.429E-1 (pos.103290574) Tripeptidyl peptidase IIaminopeptidase activity,cytoplasm,cytosol,endopeptidase activity,identical protein binding,nuclear body,nucleoplasm,peptide binding,protein binding,protein polyubiquitination,proteolysis,serine-type endopeptidase activity,tripeptidyl-peptidase activityG=0, A=83 G=0.0, A=1.0 0.00001 1349.56 83 G=0/0, A=40/43

chr8:144671685 C/C G C SNV EEF1D EEF1D:exonic:NM_001130053.3 1 100 3 missense NM_001130053.3c.567C>G p.Asp189Glu -0.16 1 45 0 0.04(COSM3763089),0.04(COSM3763090)EF-1 guanine nucleotide exchange domain,Eukaryotic elongation factor 1 beta central acidic regionrs6985081 5.00E-04 YES 1.0 (pos.144671685) adenocarcinomaEukaryotic translation elongation factor 1, deltaDNA binding,activating transcription factor binding,cadherin binding,cellular response to ionizing radiation,cytoplasm,cytosol,endoplasmic reticulum,eukaryotic translation elongation factor 1 complex,fibrillar center,heat shock protein binding,mRNA transcription,nucleus,positive regulation of I-kappaB kinase/NF-kappaB signaling,protein binding,regulation of cell death,regulation of transcription, DNA-templated,signal transducer activity,signal transduction,transcription, DNA-templated,translation elongation factor activity,translation factor activity, RNA binding,translational elongationG=0, C=27 G=0.0, C=1.0 0.00001 384.848 27 G=0/0, C=14/13

chr19:3977486 G/G A G SNV

EEF2,MIR12

68A MIR1268A:intronic_nc:NR_031672.1, EEF2:exonic:NM_001961.3 1
100

13 synonymous NR_031672.1, NM_001961.3c.2190T>C p.(=) -2.58 0.44(COSM3756774)50S ribosome-binding GTPase,Elongation Factor G, domain II,Elongation factor G C-terminus,Elongation factor G, domain IV,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2rs36527 0.2014 YES 9.975E-1 (pos.3977486) adenocarcinoma,hepatocellular_carcinoma,neoplasmEukaryotic translation elongation factor-25S rRNA binding,GTP binding,GTPase activity,RNA binding,actin filament binding,aggresome,aging,cadherin binding,cellular response to brain-derived neurotrophic factor stimulus,cytoplasm,cytosol,extracellular exosome,extracellular matrix,extracellular region,ficolin-1-rich granule lumen,glial cell proliferation,hematopoietic progenitor cell differentiation,intracellular ribonucleoprotein complex,membrane,membrane raft,neutrophil degranulation,nucleus,p53 binding,peptidyl-diphthamide biosynthetic process from peptidyl-histidine,plasma membrane,polysomal ribosome,positive regulation of cytoplasmic translation,positive regulation of translation,protein binding,protein kinase binding,protein methylation,response to drug,response to endoplasmic reticulum stress,response to estradiol,response to ethanol,response to folic acid,response to hydrogen peroxide,response to ischemia,ribosome binding,secretory granule lumen,skeletal muscle cell differentiation,skeletal muscle contraction,translation elongation factor activiAdenocarcinoma;Arthritis;Ataxia;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Joint Diseases;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasm Invasiveness;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Osteoarthritis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar Degenerations;Thoracic Neoplasms;Urogenital Neoplasms;Adenosine-5-Diphosphoribose,Diphthamide,Guanosine-5'-Diphosphate,N~2~,N~2~-DIMETHYL-N~1~-(6-OXO-5,6-DIHYDROPHENANTHRIDIN-2-YL)GLYCINAMIDELikely benign A=0, G=33 A=0.0, G=1.0 0.00001 504.523 33 A=0/0, G=23/10

chr19:3979408 A/G A G SNV

EEF2,MIR12

68A MIR1268A:intronic_nc:NR_031672.1, EEF2:exonic:NM_001961.3 1
97.3

11 synonymous NR_031672.1, NM_001961.3c.1632T>C p.(=) 1.62 0.58(COSM4131800)50S ribosome-binding GTPase,Elongation Factor G, domain II,Elongation factor G C-terminus,Elongation factor G, domain IV,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2rs36526 0.2016 YES 9.98E-1 (pos.3979408) neoplasm Eukaryotic translation elongation factor-25S rRNA binding,GTP binding,GTPase activity,RNA binding,actin filament binding,aggresome,aging,cadherin binding,cellular response to brain-derived neurotrophic factor stimulus,cytoplasm,cytosol,extracellular exosome,extracellular matrix,extracellular region,ficolin-1-rich granule lumen,glial cell proliferation,hematopoietic progenitor cell differentiation,intracellular ribonucleoprotein complex,membrane,membrane raft,neutrophil degranulation,nucleus,p53 binding,peptidyl-diphthamide biosynthetic process from peptidyl-histidine,plasma membrane,polysomal ribosome,positive regulation of cytoplasmic translation,positive regulation of translation,protein binding,protein kinase binding,protein methylation,response to drug,response to endoplasmic reticulum stress,response to estradiol,response to ethanol,response to folic acid,response to hydrogen peroxide,response to ischemia,ribosome binding,secretory granule lumen,skeletal muscle cell differentiation,skeletal muscle contraction,translation elongation factor activiAdenocarcinoma;Arthritis;Ataxia;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Joint Diseases;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasm Invasiveness;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Osteoarthritis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar Degenerations;Thoracic Neoplasms;Urogenital Neoplasms;Adenosine-5-Diphosphoribose,Diphthamide,Guanosine-5'-Diphosphate,N~2~,N~2~-DIMETHYL-N~1~-(6-OXO-5,6-DIHYDROPHENANTHRIDIN-2-YL)GLYCINAMIDELikely benign A=1, G=36 A=0.027, G=0.973 0.00001 551.433 37 A=0/1, G=4/32

chr16:5139217 C/G C G SNV EEF2KMT EEF2KMT:exonic:NM_201400.3 1 95.83 7 synonymous NM_201400.3c.783G>C p.(=) -0.81 0.05(COSM3754928)Family of unknown function,Lysine methyltransferasers9745857 0.1042 YES 9.249E-1 (pos.5139217) adenocarcinoma,hepatocellular_carcinomaEukaryotic elongation factor 2 lysine methyltransferasecytoplasm,cytosol,peptidyl-lysine trimethylation,protein binding,protein complex,protein methylation,protein-lysine N-methyltransferase activityC=1, G=23 C=0.0417, G=0.9583 0.00001 306.64 24 C=0/1, G=10/13

chr16:5140561 C/T C T SNV EEF2KMT EEF2KMT:exonic:NM_201400.3 1 47.37 5 synonymous NM_201400.3c.348G>A p.(=) -3.48 0.02(COSM435376)Family of unknown function,Lysine methyltransferasers9673770 0.126 YES 1.451E-1;0.0 (pos.5140561)acute_myeloid_leukaemiaEukaryotic elongation factor 2 lysine methyltransferasecytoplasm,cytosol,peptidyl-lysine trimethylation,protein binding,protein complex,protein methylation,protein-lysine N-methyltransferase activityC=28, T=27 C=0.5091, T=0.4909 0.00001 283.011 57 C=12/16, T=7/20

chr7:36338841 C/C T C SNV EEPD1 EEPD1:utr_3:NM_030636.2 1 100 8 utr_3 NM_030636.2c.1736T>C p.? -1.13 Helix-hairpin-helix motif,Type II secretion system (T2SS), protein Krs196614 0.4964 YES 4.458E-1;0.0 (pos.36338841) Endonuclease/exonuclease/phosphatase family domain-containing protein 1DNA binding,DNA repair T=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=21/10

chr17:45438889 T/T TGAGT T INDEL EFCAB13 EFCAB13:splicesite_5:NM_152347.4 4 100 10 utr_5 NM_152347.4c.805+2TGAGT>Tp.? 2.88, 0.21, 3.35, 3.54, 1.58 rs10538163,rs201433080,rs55920564,rs756295254YES 0.0 (pos.45438892),2.445E-1 (pos.45438886) TGAGT=0, T=42TGAGT=0.0, T=1.0 0.00001 689.659 42 TGAGT=0/0, T=23/19

chr17:45438886 C/C CAGTG C INDEL EFCAB13 EFCAB13:splicesite_5:NM_152347.4 4 95.45 10 splicesite NM_152347.4 0.44, 0.36, 3.54, 2.88, 0.21 rs10538163,rs201433080,rs55920564,rs750581818,rs7695942760.4586 YES 0.0 (pos.45438887),2.445E-1 (pos.45438886)astrocytoma_Grade_IV CAGTG=2, C=42CAGTG=0.0455, C=0.9545 0.00001 50 44

chr22:44112845 T/T C T SNV EFCAB6 EFCAB6:exonic:NM_022785.3 1 100 9 synonymous NM_022785.3c.765G>A p.(=) -2.4 EF-hand domain,EF-hand domain pairrs5764234 0.2365 YES 8.798E-1 (pos.44112845) calcium ion binding,nucleoplasm,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=25 C=0.0, T=1.0 0.00001 352.973 25 C=0/0, T=17/8

chr3:128755953 A/A G A SNV EFCC1 EFCC1:exonic:NM_024768.2 1 100 6 missense NM_024768.2c.1583G>A p.Arg528Gln 3.65 0.03 43 0.975 0.88(COSM3759718),0.88(COSM3759719)Coiled-coil domain-containing protein 48rs3732430 0.4171 YES 2.44E-1 (pos.128755953) adenocarcinoma calcium ion binding G=0, A=30 G=0.0, A=1.0 0.00001 446.638 30 G=0/0, A=16/14

chr11:65636053 C/C T C SNV EFEMP2 EFEMP2:exonic:NM_016938.4 1 100 8 missense NM_016938.4c.775A>G p.Ile259Val 0.54 1 29 0 Calcium-binding EGF domain,Complement Clr-like EGF-like,Human growth factor-like EGFrs601314 0.0015 YES 1.0 (pos.65636053) EGF-containing fibulin-like extracellular matrix protein 2 (fibulin 4)basement membrane,calcium ion binding,elastic fiber assembly,extracellular exosome,extracellular matrix structural constituent,extracellular region,extracellular space,extracellular vesicle,protein bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Cutis Laxa;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urogenital NeoplasmsBenign T=0, C=32 T=0.0, C=1.0 0.00001 485.141 32 T=0/0, C=5/27

chr8:132982824 G/G A G SNV EFR3A EFR3A:exonic:NM_015137.5 1 100 10 missense NM_015137.5c.1093A>G p.Asn365Asp 0.55 0.2 23 0.015 0.22(COSM4006844) rs1051221 0.4878 YES 3.306E-1 (pos.132982824)carcinoma EFR3, S. cerevisiae, homolog of, Acytosol,extracellular exosome,phosphatidylinositol phosphorylation,plasma membrane,protein localization to plasma membraneAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, G=29 A=0.0, G=1.0 0.00001 427.598 29 A=0/0, G=14/15

chr4:110914427 T/T A T SNV EGF EGF:exonic:NM_001963.5 1 100 19 missense NM_001963.5c.2759A>T p.Glu920Val -1.92 1 121 0 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,EGF-like domain,Low-density lipoprotein receptor repeat class Brs4698803 0.2099 YES 9.993E-1 (pos.110914427) Epidermal growth factor (urogastrone)DNA replication,ERBB2 signaling pathway,ERK1 and ERK2 cascade,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,STAT protein import into nucleus,Wnt signaling pathway involved in dorsal/ventral axis specification,Wnt-activated receptor activity,Wnt-protein binding,activation of MAPK activity,activation of MAPKK activity,activation of transmembrane receptor protein tyrosine kinase activity,angiogenesis,branching morphogenesis of an epithelial tube,calcium ion binding,canonical Wnt signaling pathway,clathrin-coated vesicle membrane,embryonic retina morphogenesis in camera-type eye,epidermal growth factor receptor binding,epidermal growth factor receptor signaling pathway,extracellular exosome,extracellular region,extracellular space,growth factor activity,integral component of membrane,lysosomal membrane,mammary gland alveolus development,membrane organization,negative regulation of ERBB signaling pathway,negative regulation of cholesterol efflux,negative regulation of epidermal growth factor receptorAdenocarcinoma;Arthritis;Arthritis, Juvenile;Astrocytoma;Autistic Disorder;Autoimmune Diseases;Breast Diseases;Breast Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Cell Transformation, Neoplastic;Child Development Disorders, Pervasive;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Duodenal Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Glioblastoma;Glioma;Immune System Diseases;Intestinal Diseases;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Kidney Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Male Urogenital Diseases;Maxillofacial Abnormalities;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mouth Abnormalities;Mouth Diseases;Musculoskeletal AbnormaAlpha-Aminobutyric Acid,Sucralfate,TesevatinibBenign A=0, T=52 A=0.0, T=1.0 0.00001 767.844 52 A=0/0, T=34/18

chr13:103402772 C/C T C SNV CCDC168 CCDC168:intronic:NM_001146197.2 1 100 intronic NM_001146197.2c.309-34A>Gp.? -0.58 Coiled-coil domain-containing protein 168rs9284197 YES 6.786E-1 (pos.103402772) T=0, C=24 T=0.0, C=1.0 0.00001 334.774 24 T=0/0, C=10/14

chr13:103445609 GT/GT G GT INDEL KDELC1 KDELC1:intronic:NM_024089.2 1 100 intronic NM_024089.2c.672+82C>ACp.? 0.76 Filamin/ABP280 repeat,Glycosyl transferase family 90rs11441956,rs397830647 KDEL motif-containing 1endoplasmic reticulum lumen,glucosyltransferase activity,glycolipid metabolic processG=0, GT=66 G=0.0, GT=1.0 0.00001 950.683 66 G=0/0, GT=48/18

chr7:55214348 T/T C T SNV EGFR EGFR:exonic:NM_005228.4 1 100 4 synonymous NM_005228.4c.474C>T p.(=) 1.22 0.83(COSM1451542),0.83(COSM42978),0.83(COSM5019139),0.83(COSM6190677)Furin-like cysteine rich region,Growth factor receptor domain IV,Protein kinase domain,Protein tyrosine kinase,Receptor L domainrs2072454 0.4748 YES 3.742E-1 (pos.55214348) acute_myeloid_leukaemia,adenocarcinoma,glioma,haemangioblastoma,squamous_cell_carcinomaEpidermal growth factor receptorAP-2 adaptor complex,ATP binding,ERBB2 signaling pathway,Golgi membrane,MAP kinase kinase kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Shc-EGFR complex,actin filament binding,activation of MAPKK activity,activation of phospholipase A2 activity by calcium-mediated signaling,activation of phospholipase C activity,apical plasma membrane,astrocyte activation,basolateral plasma membrane,cadherin binding,calmodulin binding,cell proliferation,cell surface,cell surface receptor signaling pathway,cell-cell adhesion,cellular response to amino acid stimulus,cellular response to cadmium ion,cellular response to dexamethasone stimulus,cellular response to drug,cellular response to epidermal growth factor stimulus,cellular response to estradiol stimulus,cellular response to mechanical stimulus,cellular response to reactive oxygen species,cerebral cortex cell migration,chromatin binding,circadian rhythm,clathrin-coated vesicle membrane,cytoplasm,digestive tract morphogenesis,diterpenoid metaboAcneiform Eruptions;Acute Kidney Injury;Adenocarcinoma;Adenoma;Adnexal Diseases;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Arthritis;Arthritis, Experimental;Astrocytoma;Bile Duct Diseases;Bile Duct Neoplasms;Biliary Tract Diseases;Biliary Tract Neoplasms;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Carcinoma, Squamous Cell;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Chloracne;Cholangiocarcinoma;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Endometriosis;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female UrogeAfatinib,Alvocidib,Canertinib,Cetuximab,Depatuxizumab mafodotin,Erlotinib,Gefitinib,IGN311,Icotinib,Lapatinib,Lidocaine,Matuzumab,N-4-(3-BROMO-PHENYLAMINO)-QUINAZOLIN-6-YL-ACRYLAMIDE,Necitumumab,Olmutinib,Osimertinib,Panitumumab,Rindopepimut,S-{3-(4-ANILINOQUINAZOLIN-6-YL)AMINO-3-OXOPROPYL}-L-CYSTEINE,Trastuzumab,Vandetanib,Varlitinib,ZalutumumabBenign/Likely benignC=0, T=40 C=0.0, T=1.0 0.00001 644.285 40 C=0/0, T=9/31

chr11:65347636 C/C G C SNV EHBP1L1 EHBP1L1:exonic:NM_001099409.2 1 100 5 missense NM_001099409.2c.397G>C p.Val133Leu 0.37 1 32 0 CAMSAP CH domain,Calponin homology (CH) domain,N-terminal C2 in EEIG1 and EHBP1 proteins,Protein of unknown function (DUF3585)rs1194100 0 1.0 (pos.65347636) biological_process,endosome,membrane,molecular_functionG=0, C=63 G=0.0, C=1.0 0.00001 958.862 63 G=0/0, C=48/15

chr13:103514091 C/C T C SNV

BIVM-

ERCC5,ERCC

5 ERCC5:intronic:NM_000123.3, BIVM-ERCC5:intronic:NM_001204425.11

100

intronic NM_001204425.1, NM_000123.3c.2242+27T>C, c.880+27T>Cp.?, p.? -0.47 XPG I-region,XPG N-terminal domainrs7982448 0 1.0 (pos.103514091) Excision-repair, complementing defective, in Chinese hamster, number 5DNA replication factor A complex,DNA-directed RNA polymerase II, holoenzyme,UV protection,bubble DNA binding,double-stranded DNA binding,endodeoxyribonuclease activity,holo TFIIH complex,metal ion binding,negative regulation of apoptotic process,nucleoplasm,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,nucleus,protein N-terminus binding,protein binding,protein homodimerization activity,response to UV,response to UV-C,single-stranded DNA binding,transcription-coupled nucleotide-excision repairAbnormalities, Multiple;Agenesis of Corpus Callosum;Bone Diseases;Bone Diseases, Developmental;Cataract;Cockayne Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DNA Repair-Deficiency Disorders;Demyelinating Diseases;Dwarfism;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Lens Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Metabolic Diseases;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;Photosensitivity Disorders;Pigmentation Disorders;Precancerous Conditions;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Xeroderma PigmentosumT=0, C=34 T=0.0, C=1.0 0.00001 524.177 34 T=0/0, C=24/10

chr11:64621856 G/G A G SNV EHD1 EHD1:exonic:NM_006795.3 1 100 5 synonymous NM_006795.3c.1554T>C p.(=) -1.49 50S ribosome-binding GTPase,Cytoskeletal-regulatory complex EF hand,Dynamin family,N-terminal EH-domain containing proteinrs3897618 1.00E-04 1.0 (pos.64621856) EH domain-containing 1 proteinATP binding,GTP binding,Rab GTPase binding,blood coagulation,cadherin binding,calcium ion binding,cellular response to nerve growth factor stimulus,cholesterol homeostasis,ciliary pocket membrane,cilium assembly,early endosome,early endosome membrane,endocytic recycling,endocytic vesicle,endocytosis,endosomal transport,endosome membrane,extracellular exosome,identical protein binding,intracellular protein transport,lipid droplet,low-density lipoprotein particle clearance,membrane,myelin sheath,neuron projection development,perinuclear region of cytoplasm,plasma membrane,platelet dense tubular network membrane,positive regulation of cholesterol storage,positive regulation of endocytic recycling,positive regulation of myoblast fusion,protein binding,protein homooligomerization,protein localization to cilium,recycling endosome membraneA=0, G=26 A=0.0, G=1.0 0.00001 371.207 26 A=0/0, G=13/13

chr13:107165255 G/G C G SNV EFNB2 EFNB2:intronic:NM_004093.3 1 100 intronic NM_004093.3c.123-95G>Cp.? -0.09 Ephrin rs9520090 YES eph-related receptor tyrosine kinase ligand 5 (ephrin-B2)T cell costimulation,anatomical structure morphogenesis,animal organ morphogenesis,axon guidance,cell adhesion,cell migration involved in sprouting angiogenesis,cell-cell signaling,ephrin receptor binding,ephrin receptor signaling pathway,focal adhesion,integral component of plasma membrane,lymph vessel development,negative regulation of keratinocyte proliferation,negative regulation of neuron projection development,nephric duct morphogenesis,plasma membrane,positive regulation of aorta morphogenesis,positive regulation of cardiac muscle cell differentiation,positive regulation of cell proliferation,positive regulation of neuron death,protein binding,regulation of chemotaxis,venous blood vessel morphogenesis,viral entry into host cell,virus receptor activityCardiovascular Diseases;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Site;Precancerous Conditions;Reperfusion Injury;Vascular DiseasesC=0, G=25 C=0.0, G=1.0 0.00001 353.006 25 C=0/0, G=14/11

chr13:109446080 ATTG/A ATTG A INDEL MYO16 MYO16:intronic:NM_015011.2 3 57.89 intronic NM_015011.2c.675+92ATTG>Ap.? -1.22, -0.11, -1.13, -0.2 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),IQ calmodulin-binding motif,Myosin head (motor domain),Neuronal tyrosine-phosphorylated phosphoinositide-3-kinase adapterrs148553956,rs57874094 YES Myosin XVI ATP binding,actin binding,actin filament binding,cerebellum development,cytoplasm,cytosol,membrane,motor activity,myosin complex,negative regulation of G1/S transition of mitotic cell cycle,negative regulation of cell proliferation,neuron projection morphogenesis,nucleoplasm,perinuclear region of cytoplasm,phosphatidylinositol 3-kinase signaling,plasma membrane,protein complex bindingAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesATTG=16, A=22ATTG=0.4211, A=0.5789 0.00001 249.181 38 ATTG=10/6, A=8/14

chr13:109459020 G/A G A SNV MYO16 MYO16:intronic:NM_015011.2 1 50 intronic NM_015011.2c.676-7G>Ap.? -4.63 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),IQ calmodulin-binding motif,Myosin head (motor domain),Neuronal tyrosine-phosphorylated phosphoinositide-3-kinase adapterrs9301323 0.2853 YES 7.784E-1 (pos.109459020) Myosin XVI ATP binding,actin binding,actin filament binding,cerebellum development,cytoplasm,cytosol,membrane,motor activity,myosin complex,negative regulation of G1/S transition of mitotic cell cycle,negative regulation of cell proliferation,neuron projection morphogenesis,nucleoplasm,perinuclear region of cytoplasm,phosphatidylinositol 3-kinase signaling,plasma membrane,protein complex bindingAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=15, A=15 G=0.5, A=0.5 0.00001 145.021 30 G=4/11, A=10/5

chr19:48244401 G/A G A SNV EHD2 EHD2:exonic:NM_014601.3 1 58.33 6 synonymous NM_014601.3c.1344G>A p.(=) 3 0.89(COSM3756989)50S ribosome-binding GTPase,Cytoskeletal-regulatory complex EF hand,Dynamin family,N-terminal EH-domain containing proteinrs35910701 0.1957 YES 6.267E-3 (pos.48244401) adenocarcinoma,hepatocellular_carcinomaEH domain-containing 2ATP binding,GTP binding,blood coagulation,calcium ion binding,caveola,cortical actin cytoskeleton organization,cytosol,endocytic recycling,endocytosis,endosome membrane,extracellular exosome,extrinsic component of membrane,hydrolase activity,identical protein binding,intercellular bridge,microtubule cytoskeleton,nucleic acid binding,nucleus,perinuclear region of cytoplasm,plasma membrane,plasma membrane tubulation,positive regulation of endocytic recycling,positive regulation of myoblast fusion,protein binding,protein domain specific binding,protein localization to plasma membrane,recycling endosome membraneG=10, A=14 G=0.4167, A=0.5833 0.00001 130.484 24 G=3/7, A=13/1

chr19:48244194 A/G A G SNV EHD2 EHD2:exonic:NM_014601.3 1 50 6 synonymous NM_014601.3c.1137A>G p.(=) 3.2 0.09(COSM4416187)50S ribosome-binding GTPase,Cytoskeletal-regulatory complex EF hand,Dynamin family,N-terminal EH-domain containing proteinrs7255434 0.3017 YES 5.396E-1 (pos.48244194) acute_myeloid_leukaemiaEH domain-containing 2ATP binding,GTP binding,blood coagulation,calcium ion binding,caveola,cortical actin cytoskeleton organization,cytosol,endocytic recycling,endocytosis,endosome membrane,extracellular exosome,extrinsic component of membrane,hydrolase activity,identical protein binding,intercellular bridge,microtubule cytoskeleton,nucleic acid binding,nucleus,perinuclear region of cytoplasm,plasma membrane,plasma membrane tubulation,positive regulation of endocytic recycling,positive regulation of myoblast fusion,protein binding,protein domain specific binding,protein localization to plasma membrane,recycling endosome membraneA=16, G=16 A=0.5, G=0.5 0.00001 158.379 32 A=2/14, G=10/6

chr13:109817127 A/A G A SNV

MYO16,MYO

16-AS1 MYO16-AS1:intronic_nc:NR_047700.1, MYO16:intronic:NM_015011.21
100

intronic NM_015011.2, NR_047700.1c.5099-122G>Ap.? -0.81 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),IQ calmodulin-binding motif,Myosin head (motor domain),Neuronal tyrosine-phosphorylated phosphoinositide-3-kinase adapterrs496081 YES Myosin XVI ATP binding,actin binding,actin filament binding,cerebellum development,cytoplasm,cytosol,membrane,motor activity,myosin complex,negative regulation of G1/S transition of mitotic cell cycle,negative regulation of cell proliferation,neuron projection morphogenesis,nucleoplasm,perinuclear region of cytoplasm,phosphatidylinositol 3-kinase signaling,plasma membrane,protein complex bindingAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=0, A=48 G=0.0, A=1.0 0.00001 810.435 48 G=0/0, A=27/21

chr13:109858890 AT/AT A AT INDEL MYO16 MYO16:intronic:NM_015011.2 1 100 intronic NM_015011.2c.5350-67A>ATp.? -1.69 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),IQ calmodulin-binding motif,Myosin head (motor domain),Neuronal tyrosine-phosphorylated phosphoinositide-3-kinase adapterrs11430851 YES Myosin XVI ATP binding,actin binding,actin filament binding,cerebellum development,cytoplasm,cytosol,membrane,motor activity,myosin complex,negative regulation of G1/S transition of mitotic cell cycle,negative regulation of cell proliferation,neuron projection morphogenesis,nucleoplasm,perinuclear region of cytoplasm,phosphatidylinositol 3-kinase signaling,plasma membrane,protein complex bindingAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesA=0, AT=35 A=0.0, AT=1.0 0.00001 507.951 35 A=0/0, AT=19/16

chr19:40023308 G/G A G SNV EID2B EID2B:exonic:NM_152361.2 1 100 1 synonymous NM_152361.2c.135T>C p.(=) 0.09 0(COSM439481) rs1123301 0.2685 YES 8.074E-1 (pos.40023308) NS,adenocarcinoma cell differentiation,identical protein binding,muscle organ development,negative regulation of myoblast differentiation,negative regulation of transcription, DNA-templated,nucleus,protein binding,transcription, DNA-templatedA=0, G=82 A=0.0, G=1.0 0.00001 1329.65 82 A=0/0, G=33/49

chr13:110813523 T/T C T SNV COL4A1 COL4A1:intronic:NM_001845.5 1 100 intronic NM_001845.5c.4640+16G>Ap.? -0.43 C-terminal tandem repeated domain in type 4 procollagen,Collagen triple helix repeat (20 copies)rs2275842,rs747382118 0.1615 YES 3.042E-1;0.0 (pos.110813523) Collagen IV, alpha-1 polypeptidebasement membrane,basement membrane organization,blood vessel morphogenesis,brain development,branching involved in blood vessel morphogenesis,cellular response to amino acid stimulus,collagen catabolic process,collagen type IV trimer,collagen-activated tyrosine kinase receptor signaling pathway,endoplasmic reticulum lumen,epithelial cell differentiation,extracellular matrix,extracellular matrix constituent conferring elasticity,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,neuromuscular junction development,platelet-derived growth factor binding,protein binding,renal tubule morphogenesis,retinal blood vessel morphogenesisBrain Diseases;CADASIL;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Small Vessel Diseases;Cerebrovascular Disorders;Cobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dementia;Dementia, Vascular;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Digestive System Diseases;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Eye Hemorrhage;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Hepatitis;Hepatitis, Animal;Hepatitis, Infectious Canine;Hepatitis, Viral, Animal;Intracranial Arterial Diseases;Kidney Diseases;Leukoencephalopathies;Lissencephaly;Liver Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Malformations of Cortical Development, Group III;Microcephaly;Muscle Benign C=0, T=35 C=0.0, T=1.0 0.00001 543.902 35 C=0/0, T=14/21

chr13:110813532 A/A G A SNV COL4A1 COL4A1:intronic:NM_001845.5 1 100 intronic NM_001845.5c.4640+7C>Tp.? -3.98 0.03(COSM147715),0.03(COSM5428659)C-terminal tandem repeated domain in type 4 procollagen,Collagen triple helix repeat (20 copies)rs2275843 0.1614 YES 3.049E-1 (pos.110813532)acute_myeloid_leukaemia,adenocarcinomaCollagen IV, alpha-1 polypeptidebasement membrane,basement membrane organization,blood vessel morphogenesis,brain development,branching involved in blood vessel morphogenesis,cellular response to amino acid stimulus,collagen catabolic process,collagen type IV trimer,collagen-activated tyrosine kinase receptor signaling pathway,endoplasmic reticulum lumen,epithelial cell differentiation,extracellular matrix,extracellular matrix constituent conferring elasticity,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,neuromuscular junction development,platelet-derived growth factor binding,protein binding,renal tubule morphogenesis,retinal blood vessel morphogenesisBrain Diseases;CADASIL;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Small Vessel Diseases;Cerebrovascular Disorders;Cobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dementia;Dementia, Vascular;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Digestive System Diseases;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Eye Hemorrhage;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Hepatitis;Hepatitis, Animal;Hepatitis, Infectious Canine;Hepatitis, Viral, Animal;Intracranial Arterial Diseases;Kidney Diseases;Leukoencephalopathies;Lissencephaly;Liver Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Malformations of Cortical Development, Group III;Microcephaly;Muscle Benign G=0, A=37 G=0.0, A=1.0 0.00001 582.526 37 G=0/0, A=14/23

chr15:40226495 C/C T C SNV EIF2AK4 EIF2AK4:exonic:NM_001013703.3 1 100 1 synonymous NM_001013703.3c.99T>C p.(=) 0.29 0.05(COSM3754282),0.05(COSM5828233)Anticodon binding domain of tRNAs,Histidyl-tRNA synthetase,Protein kinase domain,Protein tyrosine kinase,RWD domainrs566792 0.1355 YES 1.0 (pos.40226495) adenocarcinomaEukaryotic translation initiation factor 2-alpha kinase 4ATP binding,DNA damage checkpoint,T cell activation involved in immune response,adaptive immune response,cell cycle arrest,cellular response to UV,cellular response to amino acid starvation,cellular response to cold,cellular response to leucine starvation,cytosolic ribosome,defense response to virus,eiF2alpha phosphorylation in response to endoplasmic reticulum stress,eukaryotic translation initiation factor 2alpha kinase activity,induction by virus of host autophagy,learning,long-term memory,negative regulation by host of viral genome replication,negative regulation of CREB transcription factor activity,negative regulation of neuron differentiation,negative regulation of translational initiation,negative regulation of translational initiation in response to stress,neuron projection extension,polysome,positive regulation of adaptive immune response,positive regulation of defense response to virus by host,positive regulation of long-term synaptic potentiation,positive regulation of translational initiation in Amino Acid Metabolism, Inborn Errors;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hair Diseases;Hemangioma;Hemangioma, Capillary;Hypertension, Pulmonary;Immune System Diseases;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Vascular Tissue;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Pulmonary Veno-Occlusive Disease;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Vascular DiseasesBenign T=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=13/11

chr13:110845314 A/A G A SNV COL4A1 COL4A1:intronic:NM_001845.5 1 100 intronic NM_001845.5c.1382-54C>Tp.? -0.18 C-terminal tandem repeated domain in type 4 procollagen,Collagen triple helix repeat (20 copies)rs685884,rs772467401 0.2879 YES 0.0;0.0 (pos.110845305) Collagen IV, alpha-1 polypeptidebasement membrane,basement membrane organization,blood vessel morphogenesis,brain development,branching involved in blood vessel morphogenesis,cellular response to amino acid stimulus,collagen catabolic process,collagen type IV trimer,collagen-activated tyrosine kinase receptor signaling pathway,endoplasmic reticulum lumen,epithelial cell differentiation,extracellular matrix,extracellular matrix constituent conferring elasticity,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,neuromuscular junction development,platelet-derived growth factor binding,protein binding,renal tubule morphogenesis,retinal blood vessel morphogenesisBrain Diseases;CADASIL;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Small Vessel Diseases;Cerebrovascular Disorders;Cobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dementia;Dementia, Vascular;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Digestive System Diseases;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Eye Hemorrhage;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Hepatitis;Hepatitis, Animal;Hepatitis, Infectious Canine;Hepatitis, Viral, Animal;Intracranial Arterial Diseases;Kidney Diseases;Leukoencephalopathies;Lissencephaly;Liver Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Malformations of Cortical Development, Group III;Microcephaly;Muscle G=0, A=87 G=0.0, A=1.0 0.00001 1431.35 87 G=0/0, A=49/38

chr13:110859690 G/G A G SNV COL4A1 COL4A1:intronic:NM_001845.5 1 100 intronic NM_001845.5c.780+60T>Cp.? -1.05 C-terminal tandem repeated domain in type 4 procollagen,Collagen triple helix repeat (20 copies)rs598819 YES Collagen IV, alpha-1 polypeptidebasement membrane,basement membrane organization,blood vessel morphogenesis,brain development,branching involved in blood vessel morphogenesis,cellular response to amino acid stimulus,collagen catabolic process,collagen type IV trimer,collagen-activated tyrosine kinase receptor signaling pathway,endoplasmic reticulum lumen,epithelial cell differentiation,extracellular matrix,extracellular matrix constituent conferring elasticity,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,neuromuscular junction development,platelet-derived growth factor binding,protein binding,renal tubule morphogenesis,retinal blood vessel morphogenesisBrain Diseases;CADASIL;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Small Vessel Diseases;Cerebrovascular Disorders;Cobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dementia;Dementia, Vascular;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Digestive System Diseases;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Eye Hemorrhage;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Hepatitis;Hepatitis, Animal;Hepatitis, Infectious Canine;Hepatitis, Viral, Animal;Intracranial Arterial Diseases;Kidney Diseases;Leukoencephalopathies;Lissencephaly;Liver Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Malformations of Cortical Development, Group III;Microcephaly;Muscle A=0, G=36 A=0.0, G=1.0 0.00001 563.744 36 A=0/0, G=20/16

chr13:111155711 T/T C T SNV

COL4A2,COL

4A2-AS1 COL4A2-AS1:intronic_nc:NR_046583.1, COL4A2:intronic:NM_001846.31
100

intronic NM_001846.3, NR_046583.1c.4040-19C>Tp.? -0.84 C-terminal tandem repeated domain in type 4 procollagen,Collagen triple helix repeat (20 copies)rs4773198 0.361 YES 2.316E-1;0.0 (pos.111155711) Collagen IV, alpha-2 polypeptideangiogenesis,cellular response to transforming growth factor beta stimulus,collagen catabolic process,collagen type IV trimer,collagen-activated tyrosine kinase receptor signaling pathway,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,negative regulation of angiogenesis,protein binding,transcription, DNA-templatedBronchial Neoplasms;Carcinoma, Bronchogenic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hepatitis;Hepatitis, Animal;Hepatitis, Infectious Canine;Hepatitis, Viral, Animal;Kidney Diseases;Liver Diseases;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group III;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nephrosis;Nephrotic Syndrome;Nervous System Diseases;Nervous System Malformations;Porencephaly;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic Neoplasms;Urologic DiseasesC=0, T=27 C=0.0, T=1.0 0.00001 389.987 27 C=0/0, T=20/7

chr10:120828969 G/G A G SNV EIF3A EIF3A:exonic:NM_003750.2 1 100 6 synonymous NM_003750.2c.939T>C p.(=) 0.23 PCI domain rs7908387 0.0265 YES 8.894E-1;0.0 (pos.120828969) Eukaryotic translation initiation factor 3, subunit A,Eukaryotic translation initiation factor 6IRES-dependent viral translational initiation,RNA binding,cytoplasm,cytosol,eukaryotic translation initiation factor 3 complex,eukaryotic translation initiation factor 3 complex, eIF3e,eukaryotic translation initiation factor 3 complex, eIF3m,formation of cytoplasmic translation initiation complex,mRNA binding,membrane,microtubule,multi-eIF complex,negative regulation of ERK1 and ERK2 cascade,nucleolus,nucleus,protein binding,receptor tyrosine kinase binding,structural molecule activity,translation initiation factor activity,translation reinitiation,translational initiation,viral translational termination-reinitiationGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, G=39 A=0.0, G=1.0 0.00001 623.98 39 A=0/0, G=20/19

chr11:8014479 T/T C T SNV EIF3F EIF3F:exonic:NM_003754.2 1 100 4 synonymous NM_003754.2c.561C>T p.(=) -0.51 0.11(COSM4146366),0.11(COSM4146367)JAB1/Mov34/MPN/PAD-1 ubiquitin protease,Maintenance of mitochondrial structure and functionrs4758267 0.2732 YES 8.357E-1 (pos.8014479) neoplasm Eukaryotic translation initiation factor 3, subunit FIRES-dependent viral translational initiation,cytosol,eukaryotic translation initiation factor 3 complex,eukaryotic translation initiation factor 3 complex, eIF3m,membrane,protein binding,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,translation initiation factor activity,translation initiation factor binding,translational initiationC=0, T=51 C=0.0, T=1.0 0.00001 754.583 51 C=0/0, T=39/12

chr13:111164198 C/C T C SNV COL4A2 COL4A2:intronic:NM_001846.3 1 100 intronic NM_001846.3c.4882-83T>Cp.? -0.94 C-terminal tandem repeated domain in type 4 procollagen,Collagen triple helix repeat (20 copies)rs2479426 YES Collagen IV, alpha-2 polypeptideangiogenesis,cellular response to transforming growth factor beta stimulus,collagen catabolic process,collagen type IV trimer,collagen-activated tyrosine kinase receptor signaling pathway,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,negative regulation of angiogenesis,protein binding,transcription, DNA-templatedBronchial Neoplasms;Carcinoma, Bronchogenic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hepatitis;Hepatitis, Animal;Hepatitis, Infectious Canine;Hepatitis, Viral, Animal;Kidney Diseases;Liver Diseases;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group III;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nephrosis;Nephrotic Syndrome;Nervous System Diseases;Nervous System Malformations;Porencephaly;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic Neoplasms;Urologic DiseasesT=0, C=38 T=0.0, C=1.0 0.00001 605.867 38 T=0/0, C=26/12

chr19:10226256 A/G A G SNV

EIF3G,P2RY

11,PPAN-

P2RY11 PPAN-P2RY11:downstream:NM_001040664.2, P2RY11:downstream:NM_002566.4, EIF3G:exonic:NM_003755.41

51.92

10 synonymous NM_001040664.2, NM_002566.4, NM_003755.4c.*842A>G, c.*842A>G, c.846T>Cp.?, p.?, p.(=) -0.19 0.59(COSM3756258)Eukaryotic translation initiation factor 3 subunit G,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs7710 0.4549 YES 3.361E-1 (pos.10226256) adenocarcinoma,carcinoma,hepatocellular_carcinomaEukaryotic translation initiation factor 3, subunit G,Purinergic receptor P2Y, G protein-coupled, 11ATP-activated adenosine receptor activity,G-protein coupled purinergic nucleotide receptor activity,G-protein coupled purinergic nucleotide receptor signaling pathway,G-protein coupled receptor signaling pathway,RNA binding,activation of adenylate cyclase activity,adenosine receptor signaling pathway,calcium-mediated signaling,cellular response to ATP,cytoplasm,cytosol,defense response,eukaryotic translation initiation factor 3 complex,integral component of membrane,integral component of plasma membrane,intracellular,neuronal signal transduction,neurotransmitter receptor activity,nucleolus,nucleus,perinuclear region of cytoplasm,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,preribosome, large subunit precursor,protein binding,rRNA binding,receptor activity,ribosomal large subunit assembly,translation initiation factor activity,translational initiation,viral translational termination-reinitiationDisorders of Excessive Somnolence;Dyssomnias;Mental Disorders;Narcolepsy;Nervous System Diseases;Sleep Disorders, Intrinsic;Sleep Wake DisordersA=25, G=27 A=0.4808, G=0.5192 0.00001 253.173 52 A=16/9, G=16/11

chr17:7477938 C/C G C SNV

EIF4A1,SENP

3-

EIF4A1,SNO

RA48 EIF4A1:exonic:NM_001204510.1, SENP3-EIF4A1:exonic_nc:NR_037926.1, SNORA48:upstream:NR_002918.11

100

3 synonymous NR_037926.1, NM_001204510.1, NR_002918.1c.147G>C p.(=) -0.12 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs1057086 0.0323 YES 7.878E-1 (pos.7477938) Eukaryotic translation initiation factor 4A, isoform 1ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA cap binding,RNA secondary structure unwinding,cytoplasm,cytosol,double-stranded RNA binding,eukaryotic translation initiation factor 4F complex,extracellular exosome,extracellular matrix,helicase activity,mRNA binding,membrane,nuclear-transcribed mRNA poly(A) tail shortening,nucleic acid binding,nucleus,protein binding,regulation of gene expression,translation factor activity, RNA binding,translation initiation factor activity,translational initiation,viral processHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesG=0, C=23 G=0.0, C=1.0 0.00001 316.747 23 G=0/0, C=9/14

chr13:111955465 C/C T C SNV ARHGEF7 1 100 intronic -3.55 rs1555751,rs386774810 0.0651 YES 9.171E-1 (pos.111955465) Rho guanine nucleotide exchange factor 7 (PAK-interacting exchange factor, beta)T=0, C=68 T=0.0, C=1.0 0.00001 1053.47 68 T=0/0, C=22/46

chr13:111980478 G/G A G SNV TEX29 TEX29:intronic:NM_152324.2 1 100 intronic NM_152324.2c.59-52A>Gp.? -0.6 Testis-expressed sequence 29 proteinrs2479955 0.1878 YES integral component of membrane A=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=20/6

chr12:53433089 A/A C A SNV EIF4B EIF4B:exonic:NM_001417.6 1 100 13 synonymous NM_001417.6c.1644C>A p.(=) 1.76 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs1548204 2.00E-04 1.0 (pos.53433089) Eukaryotic translation initiation factor 4BRNA binding,RNA strand annealing activity,RNA strand-exchange activity,cytosol,dendrite,eukaryotic translation initiation factor 4F complex,eukaryotic translation initiation factor 4F complex assembly,formation of translation preinitiation complex,helicase activity,neuronal cell body,nuclear-transcribed mRNA poly(A) tail shortening,polysome,protein binding,regulation of translational initiation,ribosomal small subunit binding,translation initiation factor activity,translational initiationC=0, A=27 C=0.0, A=1.0 0.00001 389.988 27 C=0/0, A=10/17

chr13:113170683 G/A G A SNV TUBGCP3 TUBGCP3:intronic:NM_006322.5 1 59.09 intronic NM_006322.5c.2086+71C>Tp.? -0.17 Spc97 / Spc98 familyrs2182268 YES centriole,centrosome,centrosome duplication,cytoplasm,cytoplasmic microtubule organization,cytosol,equatorial microtubule organizing center,gamma-tubulin binding,gamma-tubulin small complex,interphase microtubule nucleation by interphase microtubule organizing center,meiotic cell cycle,membrane,microtubule,microtubule minus-end binding,microtubule nucleation,microtubule organizing center,mitotic spindle assembly,polar microtubule,protein binding,single fertilization,spindle,spindle pole,spindle pole body,structural constituent of cytoskeleton,structural molecule activityG=9, A=13 G=0.4091, A=0.5909 0.00001 118.482 22 G=6/3, A=7/6

chr12:53433486 T/T C T SNV EIF4B EIF4B:exonic:NM_001417.6 1 100 14 synonymous NM_001417.6c.1755C>T p.(=) -0.88 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs8916 0.0727 YES 8.37E-1 (pos.53433486) Eukaryotic translation initiation factor 4BRNA binding,RNA strand annealing activity,RNA strand-exchange activity,cytosol,dendrite,eukaryotic translation initiation factor 4F complex,eukaryotic translation initiation factor 4F complex assembly,formation of translation preinitiation complex,helicase activity,neuronal cell body,nuclear-transcribed mRNA poly(A) tail shortening,polysome,protein binding,regulation of translational initiation,ribosomal small subunit binding,translation initiation factor activity,translational initiationC=0, T=60 C=0.0, T=1.0 0.00001 903.531 60 C=0/0, T=29/31

chr13:113740706 G/G A G SNV MCF2L MCF2L:intronic:NM_001112732.2 1 100 intronic NM_001112732.2c.2373+143A>Gp.? -0.44 Divergent CRAL/TRIO domain,PH domain,RhoGEF domain,Spectrin repeat,Variant SH3 domainrs1745949 YES MCF2-like proteinG-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,cytoplasm,cytosol,endomembrane system,extracellular space,extrinsic component of cytoplasmic side of plasma membrane,guanyl-nucleotide exchange factor activity,intracellular,intracellular signal transduction,phosphatidylinositol binding,plasma membrane,positive regulation of Rho protein signal transduction,positive regulation of apoptotic process,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transductionArthritis;Joint Diseases;Musculoskeletal Diseases;Osteoarthritis;Rheumatic DiseasesA=0, G=25 A=0.0, G=1.0 0.00001 352.984 25 A=0/0, G=6/19

chr13:113792754 C/C T C SNV F10 F10:intronic:NM_000504.3 1 100 intronic NM_000504.3c.232-17T>Cp.? -1.37 Coagulation Factor Xa inhibitory site,EGF-like domain,Human growth factor-like EGF,Trypsin,Vitamin K-dependent carboxylation/gamma-carboxyglutamic (GLA) domainrs2251102 0.1547 YES 8.893E-1 (pos.113792754) Coagulation factor XER to Golgi vesicle-mediated transport,Golgi lumen,blood coagulation,blood coagulation, extrinsic pathway,blood coagulation, intrinsic pathway,calcium ion binding,endoplasmic reticulum lumen,extracellular region,intrinsic component of external side of plasma membrane,peptidyl-glutamic acid carboxylation,phospholipid binding,plasma membrane,positive regulation of cell migration,positive regulation of protein kinase B signaling,protein binding,proteolysis,serine-type endopeptidase activity,signal peptide processingBlood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Cardiovascular Diseases;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Embolism and Thrombosis;Factor X Deficiency;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Thrombosis;Vascular Diseases(2R)-2-(5-CHLORO-2-THIENYL)-N-{(3S)-1-(1S)-1-METHYL-2-MORPHOLIN-4-YL-2-OXOETHYL-2-OXOPYRROLIDIN-3-YL}PROPENE-1-SULFONAMIDE,1-(1E)-2-(4-CHLOROPHENYL)ETHENYLSULFONYL-4-1-(4-PYRIDINYL)-4-PIPERIDINYLMETHYLPIPERAZINE,1-{2-(4-CHLOROPHENYL)AMINO-2-OXOETHYL}-N-(1-ISOPROPYLPIPERIDIN-4-YL)-1H-INDOLE-2-CARBOXAMIDE,2-(5-CHLORO-2-THIENYL)-N-{(3S)-1-(1S)-1-METHYL-2-MORPHOLIN-4-YL-2-OXOETHYL-2-OXOPYRROLIDIN-3-YL}ETHANESULFONAMIDE,2-(5-CHLORO-2-THIENYL)-N-{(3S)-1-(1S)-1-METHYL-2-MORPHOLIN-4-YL-2-OXOETHYL-2-OXOPYRROLIDIN-3-YL}ETHENESULFONAMIDE,2-({4-(5-CHLORO-1H-INDOL-2-YL)SULFONYLPIPERAZIN-1-YL}CARBONYL)THIENO3,2-BPYRIDINE 4-OXIDE,3-({4-(6-CHLORO-1-BENZOTHIEN-2-YL)SULFONYL-2-OXOPIPERAZIN-1-YL}METHYL)BENZENECARBOXIMIDAMIDE,4-(1E)-2-(4-CHLOROPHENYL)ETHENYLSULFONYL-1-1-(4-PYRIDINYL)-4-PIPERIDINYLMETHYLPIPERAZINONE,4-(5-CHLOROINDOL-2-YL)SULFONYL-2-(2-METHYLPROPYL)-1-5-(PYRIDIN-4-YL)PYRIMIDIN-2-YLCARBONYLPIPERAZINE,4-({4-(6-CHLORO-1-BENZOTHIEN-2-YL)SULFONYL-2-OXOPIPERAZIN-1-YL}METHYL)BENZENECARBOXIMIDAMIDE,4-{(E)-2-(5-CHLOROTHIENBenign T=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=29/5

chr13:113889474 T/T C T SNV CUL4A CUL4A:intronic:NM_001008895.2 1 100 intronic NM_001008895.2c.848+15C>Tp.? -0.3 Cullin family,Cullin protein neddylation domainrs2287250 0.2335 YES 4.361E-1 (pos.113889474) Cullin 4A Cul4-RING E3 ubiquitin ligase complex,Cul4A-RING E3 ubiquitin ligase complex,DNA damage response, detection of DNA damage,G1/S transition of mitotic cell cycle,cell cycle arrest,cellular response to DNA damage stimulus,cullin-RING ubiquitin ligase complex,global genome nucleotide-excision repair,hemopoiesis,in utero embryonic development,intrinsic apoptotic signaling pathway,negative regulation of cell proliferation,negative regulation of granulocyte differentiation,nucleoplasm,nucleotide-excision repair, DNA damage recognition,nucleotide-excision repair, DNA duplex unwinding,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,positive regulation of G1/S transition of mitotic cell cycle,positive regulation of cell proliferation,post-translational protein modification,proteasome-mediated ubiquitiDermatitis;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Hypersensitivity;Immune System Diseases;Mouth Diseases;Skin Diseases;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=13/18

chr13:113891075 A/A G A SNV CUL4A CUL4A:intronic:NM_001008895.2 1 100 intronic NM_001008895.2c.849-62G>Ap.? -0.6 Cullin family,Cullin protein neddylation domainrs2287253 0.2278 YES Cullin 4A Cul4-RING E3 ubiquitin ligase complex,Cul4A-RING E3 ubiquitin ligase complex,DNA damage response, detection of DNA damage,G1/S transition of mitotic cell cycle,cell cycle arrest,cellular response to DNA damage stimulus,cullin-RING ubiquitin ligase complex,global genome nucleotide-excision repair,hemopoiesis,in utero embryonic development,intrinsic apoptotic signaling pathway,negative regulation of cell proliferation,negative regulation of granulocyte differentiation,nucleoplasm,nucleotide-excision repair, DNA damage recognition,nucleotide-excision repair, DNA duplex unwinding,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,positive regulation of G1/S transition of mitotic cell cycle,positive regulation of cell proliferation,post-translational protein modification,proteasome-mediated ubiquitiDermatitis;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Hypersensitivity;Immune System Diseases;Mouth Diseases;Skin Diseases;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesG=0, A=72 G=0.0, A=1.0 0.00001 1130.95 72 G=0/0, A=36/36

chr13:113915194 G/G A G SNV CUL4A CUL4A:intronic:NM_001008895.2 1 100 intronic NM_001008895.2c.2184+121A>Gp.? 1.02 Cullin family,Cullin protein neddylation domainrs61967893 YES Cullin 4A Cul4-RING E3 ubiquitin ligase complex,Cul4A-RING E3 ubiquitin ligase complex,DNA damage response, detection of DNA damage,G1/S transition of mitotic cell cycle,cell cycle arrest,cellular response to DNA damage stimulus,cullin-RING ubiquitin ligase complex,global genome nucleotide-excision repair,hemopoiesis,in utero embryonic development,intrinsic apoptotic signaling pathway,negative regulation of cell proliferation,negative regulation of granulocyte differentiation,nucleoplasm,nucleotide-excision repair, DNA damage recognition,nucleotide-excision repair, DNA duplex unwinding,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,positive regulation of G1/S transition of mitotic cell cycle,positive regulation of cell proliferation,post-translational protein modification,proteasome-mediated ubiquitiDermatitis;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Hypersensitivity;Immune System Diseases;Mouth Diseases;Skin Diseases;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesA=0, G=35 A=0.0, G=1.0 0.00001 543.899 35 A=0/0, G=20/15

chr13:114098655 C/T C T SNV ADPRHL1 ADPRHL1:intronic:NM_138430.4 1 45.45 intronic NM_138430.4c.379+85G>Ap.? -3.16 ADP-ribosylglycohydrolasers73579439 YES ADP-ribosylhydrolase-like 1ADP-ribosylarginine hydrolase activity,GTPase activator activity,Rab GTPase binding,activation of GTPase activity,endomembrane system,intracellular,intracellular protein transport,magnesium ion binding,protein de-ADP-ribosylation,regulation of vesicle fusionC=12, T=10 C=0.5455, T=0.4545 0.00001 81.7504 22 C=6/6, T=5/5

chr13:114507836 G/G A G SNV TMEM255B TMEM255B:intronic:NM_182614.3 1 100 intronic NM_182614.3c.670-22A>Gp.? -0.43 FAM70 proteinrs7323732 0.3438 YES 8.548E-1 (pos.114507836) integral component of membrane A=0, G=28 A=0.0, G=1.0 0.00001 413.104 28 A=0/0, G=13/15

chr13:114787031 G/G T G SNV RASA3 RASA3:intronic:NM_007368.3 1 100 intronic NM_007368.3c.681-47A>Cp.? -1.78 BTK motif,C2 domain,GTPase-activator protein for Ras-like GTPase,PH domainrs2274713 0.3672 YES 6.753E-1 (pos.114787031) Ras p21 protein activator 3GTPase activator activity,MAPK cascade,calcium-release channel activity,cytoplasm,cytosol,intrinsic component of the cytoplasmic side of the plasma membrane,metal ion binding,negative regulation of Ras protein signal transduction,positive regulation of GTPase activity,release of sequestered calcium ion into cytosol,signal transductionT=0, G=21 T=0.0, G=1.0 0.00001 281.235 21 T=0/0, G=3/18

chr13:115010330 G/T G T SNV

CDC16,MIR

548AR MIR548AR:downstream:NR_049839.1, CDC16:intronic:NM_001078645.21
50

intronic NM_001078645.2, NR_049839.1c.768-35G>Tp.? -1.2 Anaphase-promoting complex, cyclosome, subunit 3,Tetratricopeptide repeatrs2039092,rs753673010 0.1472 YES 1.051E-1;0.0 (pos.115010330) Cell division cycle 16, S. cerevisiae, homolog ofanaphase-promoting complex,anaphase-promoting complex-dependent catabolic process,cell division,cell proliferation,centrosome,cytoplasm,cytosol,mitotic cell cycle,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nucleoplasm,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,proteasome-mediated ubiquitin-dependent protein catabolic process,protein K11-linked ubiquitination,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of mitotic nuclear division,regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,spindle,spindle microtubuleG=21, T=21 G=0.5, T=0.5 0.00001 227.968 42 G=12/9, T=15/6

chr13:115027462 A/A T A SNV CDC16 CDC16:intronic:NM_001078645.2 1 100 intronic NM_001078645.2c.1376+39T>Ap.? 0.2 Anaphase-promoting complex, cyclosome, subunit 3,Tetratricopeptide repeatrs7985356 0.2285 YES 1.538E-1 (pos.115027462) Cell division cycle 16, S. cerevisiae, homolog ofanaphase-promoting complex,anaphase-promoting complex-dependent catabolic process,cell division,cell proliferation,centrosome,cytoplasm,cytosol,mitotic cell cycle,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nucleoplasm,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,proteasome-mediated ubiquitin-dependent protein catabolic process,protein K11-linked ubiquitination,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of mitotic nuclear division,regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,spindle,spindle microtubuleT=0, A=29 T=0.0, A=1.0 0.00001 431.986 29 T=0/0, A=4/25

chr13:115037613 A/A G A SNV CDC16 CDC16:intronic:NM_001078645.2 1 100 intronic NM_001078645.2c.1604-46G>Ap.? 0.1 Anaphase-promoting complex, cyclosome, subunit 3,Tetratricopeptide repeatrs201681245,rs2274638 0.2869 YES 4.946E-1;2.577E-4 (pos.115037613) Cell division cycle 16, S. cerevisiae, homolog ofanaphase-promoting complex,anaphase-promoting complex-dependent catabolic process,cell division,cell proliferation,centrosome,cytoplasm,cytosol,mitotic cell cycle,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nucleoplasm,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,proteasome-mediated ubiquitin-dependent protein catabolic process,protein K11-linked ubiquitination,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of mitotic nuclear division,regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,spindle,spindle microtubuleG=0, A=31 G=0.0, A=1.0 0.00001 465.821 31 G=0/0, A=15/16

chr13:19756026 G/G C G SNV

LOC101928

697,TUBA3C TUBA3C:upstream:NM_006001.2, LOC101928697:upstream:NR_126054.11

100

intronic NM_006001.2, NR_126054.1c.-139G>C p.? 0.02 rs783595 YES GTP binding,GTPase activity,ciliary basal body,cytoplasm,cytoskeleton organization,microtubule,microtubule cytoskeleton,microtubule-based process,nucleus,protein binding,structural constituent of cytoskeletonCYT997,Epothilone D,PatupiloneC=0, G=35 C=0.0, G=1.0 0.00001 539.387 35 C=0/0, G=19/16

chr13:20041323 T/T G T SNV TPTE2 TPTE2:intronic:NM_199254.2 1 100 intronic NM_199254.2c.512+42C>Ap.? -4.15 C2 domain of PTEN tumour-suppressor protein,Dual specificity phosphatase, catalytic domainrs2497251 0.044 YES 9.998E-1 (pos.20041323) Transmembrane phosphoinositide 3-phosphatase and tensin homolog 2Golgi membrane,endoplasmic reticulum membrane,integral component of membrane,peptidyl-tyrosine dephosphorylation,phosphatidylinositol biosynthetic process,phosphatidylinositol-3,4,5-trisphosphate 3-phosphatase activity,phosphatidylinositol-3,4-bisphosphate 3-phosphatase activity,protein tyrosine phosphatase activity,protein tyrosine/serine/threonine phosphatase activityG=0, T=41 G=0.0, T=1.0 0.00001 664.697 41 G=0/0, T=12/29

chr4:99850126 G/G A G SNV EIF4E EIF4E:utr_5:NM_001130678.2 1 100 1 utr_5 NM_001130678.2c.-3T>C p.? 1.03 Eukaryotic initiation factor 4Ers11723037 0.4334 YES 6.791E-1 (pos.99850126) Eukaryotic translation initiation factor 4EG1/S transition of mitotic cell cycle,P-body,RISC complex,RNA 7-methylguanosine cap binding,RNA binding,RNA cap binding,RNA export from nucleus,behavioral fear response,cellular response to dexamethasone stimulus,chromatoid body,cytoplasm,cytoplasmic ribonucleoprotein granule,cytoplasmic stress granule,cytosol,enzyme binding,eukaryotic initiation factor 4G binding,eukaryotic translation initiation factor 4F complex,extracellular exosome,lung development,mRNA cap binding complex,mRNA export from nucleus,negative regulation of autophagy,negative regulation of neuron differentiation,negative regulation of translation,nuclear-transcribed mRNA poly(A) tail shortening,perinuclear region of cytoplasm,positive regulation of mitotic cell cycle,protein binding,regulation of translation,repressing transcription factor binding,stem cell population maintenance,translation initiation factor activity,translational initiation,viral processCardiovascular Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Mantle-Cell;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Vascular Diseases2,2,5,5-TETRAMETHYL-3-(SULFANYLMETHYL)-2,5-DIHYDRO-1H-PYRROL-1-OL,7-Methyl-Gpppa,7-Methyl-Guanosine-5'-Triphosphate,7n-Methyl-8-Hydroguanosine-5'-Diphosphate,LY2275796A=0, G=36 A=0.0, G=1.0 0.00001 541.304 36 A=0/0, G=10/26

chr3:184039666 G/G A G SNV EIF4G1 EIF4G1:exonic:NM_001194947.1 1 100 10 missense NM_001194947.1c.1315A>G p.Met439Val 0.72 1 21 0 MA3 domain,MIF4G domain,eIF4-gamma/eIF5/eIF2-epsilonrs2178403 0.2421 YES 6.582E-1 (pos.184039666) Eukaryotic translation initiation factor 4 gamma, 1 A=0, G=25 A=0.0, G=1.0 0.00001 353.016 25 A=0/0, G=3/22

chr13:21732348 T/C T C SNV SKA3 SKA3:intronic:NM_145061.5 1 47.62 intronic NM_145061.5c.916-84A>Gp.? -0.51 rs4111077 YES cell division,chromosome segregation,condensed chromosome outer kinetochore,cytoplasm,kinetochore,mitotic cell cycle,protein binding,regulation of microtubule polymerization or depolymerization,spindle microtubuleT=33, C=30 T=0.5238, C=0.4762 0.00001 289.404 63 T=21/12, C=15/15

chr13:21746453 C/C T C SNV SKA3 SKA3:intronic:NM_145061.5 1 100 intronic NM_145061.5c.331+25A>Gp.? -0.22 rs2026600 0.0553 YES 9.988E-1 (pos.21746453) cell division,chromosome segregation,condensed chromosome outer kinetochore,cytoplasm,kinetochore,mitotic cell cycle,protein binding,regulation of microtubule polymerization or depolymerization,spindle microtubuleT=0, C=31 T=0.0, C=1.0 0.00001 465.818 31 T=0/0, C=17/14

chr13:22096843 C/C T C SNV MICU2 MICU2:intronic:NM_152726.2 1 100 intronic NM_152726.2c.467-54A>Gp.? -2.75 EF-hand domain pairrs1200028 3.00E-04 YES Mitochondrial calcium uptake protein 2calcium channel complex,calcium ion binding,mitochondrial calcium ion homeostasis,mitochondrial calcium ion transmembrane transport,mitochondrial calcium uptake,mitochondrial inner membrane,mitochondrial intermembrane space,mitochondrion,negative regulation of mitochondrial calcium ion concentration,nucleus,positive regulation of mitochondrial calcium ion concentration,protein binding,protein heterodimerization activity,uniplex complexT=0, C=26 T=0.0, C=1.0 0.00001 371.419 26 T=0/0, C=12/14



chr11:10822350 T/T C T SNV

EIF4G2,SNO

RD97 SNORD97:downstream:NR_004403.1, EIF4G2:exonic:NM_001418.3 1
100

16 synonymous NM_001418.3, NR_004403.1c.1572G>A p.(=) 0.93 MA3 domain,MIF4G domain,eIF4-gamma/eIF5/eIF2-epsilonrs7951708 0 1.0 (pos.10822350) Eukaryotic translation initiation factor 4G-like 1RNA binding,axon,cadherin binding,cell cycle arrest,cell death,cell-cell adherens junction,cellular macromolecule biosynthetic process,cytosol,eukaryotic translation initiation factor 4F complex,heart development,membrane,negative regulation of autophagy,positive regulation of axon extension,positive regulation of cell growth,positive regulation of dendritic spine development,positive regulation of translation,protein binding,regulation of translational initiation,translation factor activity, RNA binding,translation initiation factor activity,translational initiationC=0, T=79 C=0.0, T=1.0 0.00001 1273.3 79 C=0/0, T=55/24

chr13:22255167 C/T C T SNV FGF9 FGF9:intronic:NM_002010.2 1 46.51 intronic NM_002010.2c.278-14C>Tp.? 0.08 Fibroblast growth factorrs3818460 0.3383 YES 4.009E-1 (pos.22255167) Fibroblast growth factor-9 (glia-activating factor)1-phosphatidylinositol-3-kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,angiogenesis,basement membrane,cell-cell signaling,chondrocyte differentiation,cytoplasm,embryonic digestive tract development,embryonic limb morphogenesis,embryonic skeletal system development,extracellular exosome,extracellular region,extracellular space,eye development,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,growth factor activity,heparin binding,inner ear morphogenesis,lung-associated mesenchyme development,male gonad development,male sex determination,negative regulation of Wnt signaling pathway,negative regulation of transcription from RNA polymerase II promoter,osteoblast differentiation,peptidyl-tyrosine phosphorylation,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,positive regulation of MAPK cascade,positive regulation of activin receptor signaling Adenocarcinoma;Bone Diseases;Bone Diseases, Developmental;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cleft Lip;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Limb Deformities, Congenital;Lip Diseases;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Stomatognathic Diseases;Stomatognathic System Abnormalities;Synostosis;Thoracic Neoplasms;Upper Extremity Deformities, CongenitalBenign C=23, T=20 C=0.5349, T=0.4651 0.00001 212.33 43 C=14/9, T=7/13

chr13:22275127 T/T A T SNV FGF9 FGF9:intronic:NM_002010.2 1 100 intronic NM_002010.2c.382-202A>Tp.? 0 Fibroblast growth factorrs647236 YES Fibroblast growth factor-9 (glia-activating factor)1-phosphatidylinositol-3-kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,angiogenesis,basement membrane,cell-cell signaling,chondrocyte differentiation,cytoplasm,embryonic digestive tract development,embryonic limb morphogenesis,embryonic skeletal system development,extracellular exosome,extracellular region,extracellular space,eye development,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,growth factor activity,heparin binding,inner ear morphogenesis,lung-associated mesenchyme development,male gonad development,male sex determination,negative regulation of Wnt signaling pathway,negative regulation of transcription from RNA polymerase II promoter,osteoblast differentiation,peptidyl-tyrosine phosphorylation,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,positive regulation of MAPK cascade,positive regulation of activin receptor signaling Adenocarcinoma;Bone Diseases;Bone Diseases, Developmental;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cleft Lip;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Limb Deformities, Congenital;Lip Diseases;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Stomatognathic Diseases;Stomatognathic System Abnormalities;Synostosis;Thoracic Neoplasms;Upper Extremity Deformities, CongenitalA=0, T=40 A=0.0, T=1.0 0.00001 642.279 40 A=0/0, T=36/4

chr13:22275193 C/C T C SNV FGF9 FGF9:intronic:NM_002010.2 1 100 intronic NM_002010.2c.382-136T>Cp.? -1.63 Fibroblast growth factorrs518544 YES Fibroblast growth factor-9 (glia-activating factor)1-phosphatidylinositol-3-kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,angiogenesis,basement membrane,cell-cell signaling,chondrocyte differentiation,cytoplasm,embryonic digestive tract development,embryonic limb morphogenesis,embryonic skeletal system development,extracellular exosome,extracellular region,extracellular space,eye development,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,growth factor activity,heparin binding,inner ear morphogenesis,lung-associated mesenchyme development,male gonad development,male sex determination,negative regulation of Wnt signaling pathway,negative regulation of transcription from RNA polymerase II promoter,osteoblast differentiation,peptidyl-tyrosine phosphorylation,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,positive regulation of MAPK cascade,positive regulation of activin receptor signaling Adenocarcinoma;Bone Diseases;Bone Diseases, Developmental;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cleft Lip;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Limb Deformities, Congenital;Lip Diseases;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Stomatognathic Diseases;Stomatognathic System Abnormalities;Synostosis;Thoracic Neoplasms;Upper Extremity Deformities, CongenitalT=0, C=43 T=0.0, C=1.0 0.00001 705.842 43 T=0/0, C=36/7

chr13:22275210 C/C T C SNV FGF9 FGF9:intronic:NM_002010.2 1 100 intronic NM_002010.2c.382-119T>Cp.? -0.21 Fibroblast growth factorrs519234 YES Fibroblast growth factor-9 (glia-activating factor)1-phosphatidylinositol-3-kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,angiogenesis,basement membrane,cell-cell signaling,chondrocyte differentiation,cytoplasm,embryonic digestive tract development,embryonic limb morphogenesis,embryonic skeletal system development,extracellular exosome,extracellular region,extracellular space,eye development,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,growth factor activity,heparin binding,inner ear morphogenesis,lung-associated mesenchyme development,male gonad development,male sex determination,negative regulation of Wnt signaling pathway,negative regulation of transcription from RNA polymerase II promoter,osteoblast differentiation,peptidyl-tyrosine phosphorylation,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,positive regulation of MAPK cascade,positive regulation of activin receptor signaling Adenocarcinoma;Bone Diseases;Bone Diseases, Developmental;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cleft Lip;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Limb Deformities, Congenital;Lip Diseases;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Stomatognathic Diseases;Stomatognathic System Abnormalities;Synostosis;Thoracic Neoplasms;Upper Extremity Deformities, CongenitalT=0, C=43 T=0.0, C=1.0 0.00001 705.844 43 T=0/0, C=36/7

chr1:21167404 G/G A G SNV EIF4G3 EIF4G3:exonic:NM_001198801.1 1 100 28 synonymous NM_001198801.1c.3946T>C p.(=) 2.01 MA3 domain,MIF4G domain,eIF4-gamma/eIF5/eIF2-epsilonrs2230573 6.00E-04 YES 1.0 (pos.21167404) Eukaryotic translation initiation factor 4-gamma, 3RNA binding,RNA cap binding,cytosol,eukaryotic translation initiation factor 4F complex,negative regulation of autophagy,protein binding,regulation of translational initiation,translation factor activity, RNA binding,translation initiation factor activity,translational initiation,viral processA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=11/9

chr17:12898295 T/C T C SNV ELAC2 ELAC2:exonic:NM_001165962.1 1 51.85 19 synonymous NM_001165962.1c.1773A>G p.(=) -3.97 0.07(COSM3765984)Beta-lactamase superfamily domain,tRNase Z endonucleasers17552022 0.1273 YES 2.312E-4 (pos.12898295) hepatocellular_carcinomaelaC, E. coli, homolog 23'-tRNA processing endoribonuclease activity,RNA binding,metal ion binding,mitochondrial matrix,mitochondrial nucleoid,mitochondrial tRNA 3'-trailer cleavage, endonucleolytic,mitochondrial tRNA processing,mitochondrion,nucleoplasm,nucleus,tRNA 3'-end processing,tRNA processing,tRNA-specific ribonuclease activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsBenign T=13, C=14 T=0.4815, C=0.5185 0.00001 132.666 27 T=3/10, C=8/6

chr1:50666513 GT/GT G GT INDEL ELAVL4 ELAVL4:exonic:NM_021952.4 1 100 7 frameshiftInsertion NM_021952.4c.807_808insTp.Pro270fs 4.28 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain) Embryonic lethal, abnormal vision, Drosophila, homolog of, like-4 (Hu antigen D)AU-rich element binding,RNA binding,RNA processing,dendrite morphogenesis,learning,locomotory behavior,mRNA 3'-UTR binding,mRNA binding,mRNA processingNervous System Diseases G=0, GT=48 G=0.0, GT=1.0 0.00001 713.547 48 G=0/0, GT=33/15

chr13:41515286 A/A T A SNV ELF1 ELF1:exonic:NM_172373.3 1 100 8 missense NM_172373.3c.1027A>T p.Thr343Ser 0.63 0.64 58 0.008 0.88(COSM1366878),0.88(COSM4778217)Ets-domain,Transcription factor protein N terminalrs1056820 0.3216 YES 1.679E-1;1.156E-3 (pos.41515286)adenocarcinoma,carcinoma,hepatocellular_carcinomaE74-like factor 1DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cell differentiation,negative regulation of T cell receptor signaling pathway,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of B cell receptor signaling pathway,regulation of cytokine production,regulation of cytokine-mediated signaling pathway,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingAutoimmune Diseases;Connective Tissue Diseases;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesT=0, A=73 T=0.0, A=1.0 0.00001 1150.49 73 T=0/0, A=29/44

chr13:41517985 G/G A G SNV ELF1 ELF1:exonic:NM_172373.3 1 100 6 synonymous NM_172373.3c.606T>C p.(=) 2.27 Ets-domain,Transcription factor protein N terminalrs3764056 0.3212 YES 1.688E-1 (pos.41517985) E74-like factor 1DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cell differentiation,negative regulation of T cell receptor signaling pathway,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of B cell receptor signaling pathway,regulation of cytokine production,regulation of cytokine-mediated signaling pathway,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingAutoimmune Diseases;Connective Tissue Diseases;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesA=0, G=41 A=0.0, G=1.0 0.00001 664.7 41 A=0/0, G=11/30

chr1:201981218 G/G C G SNV ELF3 ELF3:exonic:NM_004433.4 1 100 3 synonymous NM_004433.4c.297C>G p.(=) -0.46 0.05(COSM146735),0.05(COSM5019103)AT hook motif,Ets-domain,Sterile alpha motif (SAM)/Pointed domainrs11543979 0.2185 YES 3.509E-1;0.0 (pos.201981218)adenocarcinoma,carcinoma,haemangioblastomaE74-like factor 3 (ETS domain transcription factor, serine box, epithelial-specific)DNA binding transcription factor activity,Golgi apparatus,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,blastocyst development,cytosol,epidermis development,epithelial cell differentiation,extracellular matrix organization,inflammatory response,mammary gland involution,multicellular organism development,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription coactivator activity,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingBiliary Tract Diseases;Biliary Tract Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Lung Diseases;Lung Injury;Neoplasms;Neoplasms by Site;Respiratory Tract DiseasesC=0, G=32 C=0.0, G=1.0 0.00001 485.141 32 C=0/0, G=20/12

chr1:201970562 C/C T C SNV

ELF3-

AS1,RNPEP ELF3-AS1:intronic_nc:NR_146472.1, RNPEP:exonic:NM_020216.3 1
100

7 synonymous NM_020216.3, NR_146472.1c.1263T>C p.(=) -1.15 Leukotriene A4 hydrolase, C-terminal,Peptidase family M1 domainrs4332408 3.00E-04 1.0 (pos.201970562) Arginyl aminopeptidase (aminopeptidase B)aminopeptidase activity,epoxide hydrolase activity,extracellular exosome,extracellular region,extracellular space,metalloaminopeptidase activity,metalloexopeptidase activity,metallopeptidase activity,negative regulation of blood pressure,peptide binding,peptide catabolic process,plasma membrane,proteolysis,secretory granule,zinc ion bindingMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=12/12

chr13:24865029 G/A G A SNV SPATA13 SPATA13:intronic:NM_001166271.2 1 50 intronic NM_001166271.2c.3080+7G>Ap.? 2.01 PH domain,RhoGEF domain,SH3 domain,Variant SH3 domainrs41287032 0.1042 YES 2.6E-4 (pos.24865029) Spermatogenesis-associated protein 13Rac guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,cell migration,cytoplasm,cytosol,filopodium,filopodium assembly,guanyl-nucleotide exchange factor activity,identical protein binding,lamellipodium,lamellipodium assembly,nucleoplasm,protein binding,regulation of Rho protein signal transduction,regulation of cell migration,regulation of molecular function,ruffle membraneG=10, A=10 G=0.5, A=0.5 0.00001 82.8871 20 G=5/5, A=5/5

chr18:44560429 A/A C A SNV

ELOA2,KATN

AL2 KATNAL2:intronic:NM_031303.3, ELOA2:exonic:NM_016427.2 1
100

1 missense NM_031303.3, NM_016427.2c.-93-18822C>A, c.1207G>Tp.?, p.Ala403Ser -0.52 99 ATPase family associated with various cellular activities (AAA),Holliday junction DNA helicase ruvB N-terminus,RNA polymerase II transcription factor SIII (Elongin) subunit A,TFIIS helical bundle-like domainrs892586 0.4717 YES 6.537E-1;0.0 (pos.44560429) Katanin, p60 subunit, A-like protein 2ATP binding,ATPase activity,cytoplasm,elongin complex,microtubule,microtubule severing,microtubule-severing ATPase activity,nucleoplasm,nucleus,protein binding,regulation of DNA-templated transcription, elongation,regulation of transcription from RNA polymerase II promoter,spindle pole,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterC=0, A=40 C=0.0, A=1.0 0.00001 644.215 40 C=0/0, A=23/17

chr18:33718326 C/C A C SNV ELP2 ELP2:exonic:NM_018255.3 1 100 4 missense NM_018255.3c.382A>C p.Thr128Pro 0.65 0.11 38 0 0.08(COSM5000536),0.08(COSM5000537)WD domain, G-beta repeatrs1785934 0.3713 YES 1.893E-1 (pos.33718326) ductal_carcinoma,squamous_cell_carcinomaElongator acetyltransferase complex, subunit 2Elongator holoenzyme complex,RNA polymerase II core binding,cytoplasm,cytosol,histone acetyltransferase complex,protein kinase binding,regulation of JAK-STAT cascade,regulation of transcription from RNA polymerase II promoter,tRNA wobble uridine modification,transcription elongation factor complex,transcription elongation from RNA polymerase II promoterIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsA=0, C=91 A=0.0, C=1.0 0.00001 1512.32 91 A=0/0, C=34/57

chr18:33750046 T/T C T SNV ELP2 ELP2:exonic:NM_018255.3 1 100 20 synonymous NM_018255.3c.2097C>T p.(=) -2.8 0.03(COSM1388592),0.03(COSM5828680)WD domain, G-beta repeatrs8299 0.3844 YES 1.889E-1 (pos.33750046) adenocarcinomaElongator acetyltransferase complex, subunit 2Elongator holoenzyme complex,RNA polymerase II core binding,cytoplasm,cytosol,histone acetyltransferase complex,protein kinase binding,regulation of JAK-STAT cascade,regulation of transcription from RNA polymerase II promoter,tRNA wobble uridine modification,transcription elongation factor complex,transcription elongation from RNA polymerase II promoterIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsC=0, T=20 C=0.0, T=1.0 0.00001 263.785 20 C=0/0, T=12/8

chr8:27950670 C/T C T SNV ELP3 ELP3:utr_5:NM_018091.5 1 57.14 1 utr_5 NM_018091.5c.-62C>T p.? -0.08 Acetyltransferase (GNAT) family,Radical SAM superfamily,Radical_SAM C-terminal domainrs2305451 0.3143 YES Elongation protein 3, S. cerevisiae, homolog ofElongator holoenzyme complex,H3 histone acetyltransferase activity,H4 histone acetyltransferase activity,N-acetyltransferase activity,RNA polymerase II core binding,central nervous system development,cytoplasm,histone H3 acetylation,histone H4 acetylation,histone acetylation,histone acetyltransferase activity,histone acetyltransferase complex,iron-sulfur cluster binding,metal ion binding,neuron migration,nucleolus,phosphorylase kinase regulator activity,positive regulation of cell migration,protein binding,regulation of protein kinase activity,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription elongation factor complex,transcription elongation from RNA polymerase II promoter,transcription, DNA-templatedC=57, T=76 C=0.4286, T=0.5714 0.00001 880.848 133 C=24/33, T=38/38

chr19:48519241 C/G C G SNV ELSPBP1 ELSPBP1:exonic:NM_022142.4 1 47.37 4 missense NM_022142.4c.300C>G p.Cys100Trp -0.22 0 215 1 0.1(COSM1394978),0.2(COSM6351573)Fibronectin type II domainrs3745751 0.0626 YES 7.502E-2 (pos.48519241) adenocarcinoma,carcinomaEpididymal sperm binding protein 1cell surface,extracellular region,heparin binding,single fertilization,sperm capacitationN,N,N-Trimethyl-2-(phosphonooxy)ethanaminiumC=20, G=18 C=0.5263, G=0.4737 0.00001 184.537 38 C=9/11, G=10/8

chr17:48452776 C/C A C SNV EME1 EME1:exonic:NM_001166131.1 1 100 2 missense NM_001166131.1c.207A>C p.Glu69Asp -1.56 1 45 0 ERCC4 domainrs3760413 0.1058 YES 2.296E-1 (pos.48452776) Essential meiotic endonuclease 1, S. pombe, homolog of, 1DNA binding,DNA repair,Holliday junction resolvase complex,crossover junction endodeoxyribonuclease activity,double-strand break repair,endodeoxyribonuclease activity,interstrand cross-link repair,intra-S DNA damage checkpoint,metal ion binding,nuclear chromatin,nuclear heterochromatin,nuclease activity,nucleic acid phosphodiester bond hydrolysis,nucleolus,nucleoplasm,nucleus,protein binding,replication fork processing,resolution of meiotic recombination intermediates,response to intra-S DNA damage checkpoint signalingA=0, C=28 A=0.0, C=1.0 0.00001 408.718 28 A=0/0, C=12/16

chr13:25363776 T/T C T SNV RNF17 RNF17:intronic:NM_031277.2 1 100 intronic NM_031277.2c.861-60C>Tp.? 0.07 Tudor domain rs6490979 0 YES RING finger protein-17cytoplasm,metal ion binding,multicellular organism development,nucleus,protein homodimerization activity,spermatid developmentC=0, T=66 C=0.0, T=1.0 0.00001 1011.19 66 C=0/0, T=42/24

chr20:39990700 T/C T C SNV EMILIN3 EMILIN3:exonic:NM_052846.1 1 57.14 4 synonymous NM_052846.1c.1509A>G p.(=) 0.04 0.03(COSM3758569)EMI domain rs41278104 0.1735 YES 3.826E-3 (pos.39990700) adenocarcinoma,ductal_carcinoma,hepatocellular_carcinoma,neoplasmcytoplasm,extracellular matrix,proteinaceous extracellular matrixT=9, C=12 T=0.4286, C=0.5714 0.00001 109.102 21 T=2/7, C=4/8

chr13:25373432 T/T C T SNV RNF17 RNF17:intronic:NM_031277.2 1 100 intronic NM_031277.2c.1400-101C>Tp.? 0.2 Tudor domain rs2166431 YES RING finger protein-17cytoplasm,metal ion binding,multicellular organism development,nucleus,protein homodimerization activity,spermatid developmentC=0, T=34 C=0.0, T=1.0 0.00001 524.186 34 C=0/0, T=17/17

chr13:25399752 G/G A G SNV RNF17 RNF17:intronic:NM_031277.2 1 100 intronic NM_031277.2c.2092-5A>Gp.? -0.06 Tudor domain rs2121253 0.1358 YES 8.536E-1 (pos.25399752) RING finger protein-17cytoplasm,metal ion binding,multicellular organism development,nucleus,protein homodimerization activity,spermatid developmentA=0, G=98 A=0.0, G=1.0 0.00001 1660.04 98 A=0/0, G=50/48

chr13:25404743 C/C T C SNV RNF17 RNF17:intronic:NM_031277.2 1 100 intronic NM_031277.2c.2361+6T>Cp.? -0.19 Tudor domain rs4769382,rs7722510309.00E-04 YES 0.0;0.0 (pos.25404740),9.474E-1 (pos.25404743)RING finger protein-17cytoplasm,metal ion binding,multicellular organism development,nucleus,protein homodimerization activity,spermatid developmentT=0, C=51 T=0.0, C=1.0 0.00001 754.584 51 T=0/0, C=12/39

chr13:25448120 A/A G A SNV RNF17 RNF17:intronic:NM_031277.2 1 100 intronic NM_031277.2c.4448-132G>Ap.? -1.62 Tudor domain rs8001764 YES RING finger protein-17cytoplasm,metal ion binding,multicellular organism development,nucleus,protein homodimerization activity,spermatid developmentG=0, A=87 G=0.0, A=1.0 0.00001 1431.39 87 G=0/0, A=58/29

chr13:25458650 A/A G A SNV CENPJ CENPJ:intronic:NM_018451.4 1 100 intronic NM_018451.4c.3478-49C>Tp.? -0.27 T-complex protein 10 C-terminusrs1530876 0.1683 YES 8.458E-1 (pos.25458650) Centromeric protein JDNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,G2/M transition of mitotic cell cycle,cell division,centriole,centriole elongation,centriole replication,centrosome,ciliary basal body-plasma membrane docking,cytosol,gamma-tubulin small complex,identical protein binding,microtubule,microtubule nucleation,microtubule polymerization,nucleoplasm,plasma membrane,protein binding,protein domain specific binding,protein kinase binding,regulation of G2/M transition of mitotic cell cycle,regulation of centriole replication,tubulin bindingBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System MalformationsLikely benign G=0, A=41 G=0.0, A=1.0 0.00001 664.686 41 G=0/0, A=21/20

chr13:25466774 C/C T C SNV CENPJ CENPJ:intronic:NM_018451.4 1 100 intronic NM_018451.4c.3216+7A>Gp.? -0.27 T-complex protein 10 C-terminusrs9318917 0.1692 YES 8.46E-1 (pos.25466774) Centromeric protein JDNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,G2/M transition of mitotic cell cycle,cell division,centriole,centriole elongation,centriole replication,centrosome,ciliary basal body-plasma membrane docking,cytosol,gamma-tubulin small complex,identical protein binding,microtubule,microtubule nucleation,microtubule polymerization,nucleoplasm,plasma membrane,protein binding,protein domain specific binding,protein kinase binding,regulation of G2/M transition of mitotic cell cycle,regulation of centriole replication,tubulin bindingBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System MalformationsBenign T=0, C=24 T=0.0, C=1.0 0.00001 334.179 24 T=0/0, C=17/7

chr11:62381106 C/C G C SNV EML3,ROM1 ROM1:exonic:NM_000327.3, EML3:upstream:NM_153265.2 1
100

1 missense NM_153265.2, NM_000327.3c.-1177C>G, c.353G>Cp.?, p.Gly118Ala 0.1 1 60 0 0.02(COSM3752576)Tetraspanin familyrs1799959,rs763179718 0.0021 YES 1.187E-4 (pos.62381089),9.999E-1 (pos.62381106)adenocarcinomaRod outer segment membrane protein-1camera-type eye photoreceptor cell differentiation,cell adhesion,cell surface receptor signaling pathway,cytoplasm,integral component of plasma membrane,microtubule,microtubule binding,microtubule cytoskeleton,photoreceptor outer segment membrane,regulation of gene expression,retina vasculature development in camera-type eye,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign G=0, C=61 G=0.0, C=1.0 0.00001 915.182 61 G=0/0, C=11/50

chr13:25848404 C/C A C SNV MTMR6 MTMR6:intronic:NM_004685.3 1 100 intronic NM_004685.3c.25-79T>G p.? -1.56 Myotubularin-like phosphatase domainrs4387458 YES Myotubularin-related protein 6calcium-activated potassium channel activity,cytoplasm,cytosol,nuclear envelope,peptidyl-tyrosine dephosphorylation,phosphatidylinositol biosynthetic process,phosphatidylinositol dephosphorylation,phosphatidylinositol-3,5-bisphosphate 3-phosphatase activity,phosphatidylinositol-3-phosphatase activity,potassium ion transmembrane transport,protein binding,protein dephosphorylation,protein serine/threonine phosphatase activity,protein tyrosine phosphatase activityA=0, C=23 A=0.0, C=1.0 0.00001 316.747 23 A=0/0, C=8/15

chr13:25905416 C/C T C SNV NUP58 NUP58:intronic:NM_014089.3 1 100 intronic NM_014089.3c.1234-79T>Cp.? -0.92 Nucleoporin FG repeated regionrs9553582 YES Nucleoporin 58kDahost cell,intracellular transport of virus,mRNA export from nucleus,mitotic nuclear envelope disassembly,nuclear envelope,nuclear localization sequence binding,nuclear membrane,nuclear pore,nucleocytoplasmic transport,nucleocytoplasmic transporter activity,protein binding,protein heterotetramerization,protein heterotrimerization,protein homooligomerization,protein import into nucleus,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,regulation of protein import into nucleus,structural constituent of nuclear pore,tRNA export from nucleus,viral process,viral transcriptionT=0, C=66 T=0.0, C=1.0 0.00001 1015.4 66 T=0/0, C=35/31

chr13:26133009 C/T C T SNV ATP8A2 ATP8A2:intronic:NM_016529.5 1 50 intronic NM_016529.5c.1264-102C>Tp.? -1.47 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs12862551 YES ATPase, class I, type 8A, member 2ATP binding,Golgi apparatus,aging,axonogenesis,detection of light stimulus involved in visual perception,eating behavior,endosome,inner ear morphogenesis,integral component of membrane,involuntary skeletal muscle contraction,magnesium ion binding,negative regulation of cell proliferation,neurofilament cytoskeleton organization,neuromuscular process controlling posture,neuron development,nucleoplasm,phospholipid translocation,phospholipid-translocating ATPase activity,photoreceptor outer segment,plasma membrane,positive regulation of multicellular organism growth,positive regulation of neuron projection development,positive regulation of phospholipid translocation,response to auditory stimulus,retina layer formation,skin developmentAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Dyskinesias;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsC=17, T=17 C=0.5, T=0.5 0.00001 172.009 34 C=11/6, T=10/7

chr13:26155953 C/C G C SNV ATP8A2 ATP8A2:intronic:NM_016529.5 1 100 intronic NM_016529.5c.2008-4G>Cp.? 0.16 0(COSM5764668)Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs7335339 0.3001 YES 8.845E-3 (pos.26155953) adenocarcinomaATPase, class I, type 8A, member 2ATP binding,Golgi apparatus,aging,axonogenesis,detection of light stimulus involved in visual perception,eating behavior,endosome,inner ear morphogenesis,integral component of membrane,involuntary skeletal muscle contraction,magnesium ion binding,negative regulation of cell proliferation,neurofilament cytoskeleton organization,neuromuscular process controlling posture,neuron development,nucleoplasm,phospholipid translocation,phospholipid-translocating ATPase activity,photoreceptor outer segment,plasma membrane,positive regulation of multicellular organism growth,positive regulation of neuron projection development,positive regulation of phospholipid translocation,response to auditory stimulus,retina layer formation,skin developmentAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Dyskinesias;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsG=0, C=24 G=0.0, C=1.0 0.00001 334.792 24 G=0/0, C=19/5

chr2:55186394 C/C A C SNV EML6 EML6:exonic:NM_001039753.2 1 100 33 synonymous NM_001039753.2c.4849A>C p.(=) 1.26 0.63(COSM4001702)Anaphase-promoting complex subunit 4 WD40 domain,HELP motif,WD domain, G-beta repeatrs17346629 0.2847 YES 6.896E-1 (pos.55186394) acute_myeloid_leukaemia cytoplasm,microtubule,microtubule binding,microtubule cytoskeletonNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, C=174 A=0.0, C=1.0 0.00001 2860.61 174 A=0/0, C=60/114

chr13:27829310 A/A G A SNV

RPL21,RPL2

1P28,SNOR

A27,SNORD

102 RPL21P28:intronic_nc:NR_026911.1, RPL21:intronic:NM_000982.3, SNORD102:downstream:NR_002574.1, SNORA27:upstream:NR_002575.11

100

intronic NM_000982.3, NR_026911.1, NR_002574.1, NR_002575.1c.130-69G>Ap.? -1.14 Ribosomal protein L21ers3094293 5.00E-04 1.0 (pos.27829310) Ribosomal protein L21RNA binding,SRP-dependent cotranslational protein targeting to membrane,cytosol,cytosolic large ribosomal subunit,membrane,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,protein binding,rRNA processing,ribosome,structural constituent of ribosome,translation,translational initiation,viral transcriptionHair Diseases;Hypotrichosis;Skin Diseases;Skin and Connective Tissue DiseasesG=0, A=33 G=0.0, A=1.0 0.00001 508.994 33 G=0/0, A=17/16

chr5:73930751 T/T C T SNV ENC1 ENC1:exonic:NM_003633.3 1 100 2 synonymous NM_003633.3c.1560G>A p.(=) 1.09 0.77(COSM6351026)BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs300239 0.3456 YES 6.544E-1 (pos.73930751) carcinoma Ectodermal-neural cortex 1Cul3-RING ubiquitin ligase complex,actin binding,cytoplasm,cytoskeleton,multicellular organism development,negative regulation of translation,nervous system development,neuronal cell body,nuclear chromatin,nuclear matrix,nucleolus,nucleoplasm,nucleus,positive regulation of neuron projection development,proteasomal ubiquitin-independent protein catabolic process,protein binding,protein ubiquitinationC=0, T=44 C=0.0, T=1.0 0.00001 692.658 44 C=0/0, T=19/25

chr13:28537537 G/G T G SNV CDX2 CDX2:intronic:NM_001265.4 1 100 intronic NM_001265.4c.688-31A>Cp.? 0.3 Caudal like protein activation region,Homeobox domainrs2504212 0.1805 YES 8.163E-1 (pos.28537537) Caudal type homeo box transcription factor 2DNA binding transcription factor activity,RNA polymerase II distal enhancer sequence-specific DNA binding,animal organ morphogenesis,anterior/posterior axis specification,blood vessel development,cell differentiation,condensed nuclear chromosome,endosome to lysosome transport,establishment or maintenance of epithelial cell apical/basal polarity,intestinal epithelial cell differentiation,labyrinthine layer development,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of cell differentiation,positive regulation of cell proliferation,positive regulation of transcription, DNA-templated,protein complex,regulation of somitogenesis,somatic stem cell population maintenance,transcription corepressor activity,transcription from RNA polymerase II promoter,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,transcriptional repressor complex,trophectodermal cell differentiationT=0, G=70 T=0.0, G=1.0 0.00001 1092.02 70 T=0/0, G=11/59

chr13:28592546 T/C T C SNV FLT3 FLT3:intronic:NM_004119.2 1 52.38 intronic NM_004119.2c.2541+58A>Gp.? 0.14 Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers17086226 YES 2.482E-1 (pos.28592546) fms-related tyrosine kinase-3ATP binding,B cell differentiation,animal organ regeneration,cell differentiation,cellular response to cytokine stimulus,cellular response to glucocorticoid stimulus,common myeloid progenitor cell proliferation,cytokine receptor activity,cytokine-mediated signaling pathway,cytosol,dendritic cell differentiation,endoplasmic reticulum,endoplasmic reticulum lumen,glucocorticoid receptor binding,hemopoiesis,integral component of membrane,integral component of plasma membrane,leukocyte homeostasis,lymphocyte proliferation,myeloid progenitor cell differentiation,nucleus,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of MAP kinase activity,positive regulation of MAPK cascade,positive regulation of cell proliferation,positive regulation of phosphatidylinositol 3-kinase activity,positive regulation of phosphatidylinositol 3-kinase signaling,positive regulation of tyrosine phosphorylation of STAT protein,pro-B cell differentiation,protein autophosphorylation,protein binding,protein complex,proteiCardiovascular Diseases;Embolism and Thrombosis;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Biphenotypic, Acute;Leukemia, Lymphoid;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Thrombosis;Vascular DiseasesABT-869,Amuvatinib,Midostaurin,Nintedanib,Ponatinib,Quizartinib,Sorafenib,Sunitinib,Tandutinib,XL999T=10, C=11 T=0.4762, C=0.5238 0.00001 95.3003 21 T=8/2, C=9/2

chr13:28609846 A/T A T SNV FLT3 FLT3:intronic:NM_004119.2 1 56 intronic NM_004119.2c.1419-36T>Ap.? -0.28 Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers2491228 0.2179 YES 7.436E-1 (pos.28609846) fms-related tyrosine kinase-3ATP binding,B cell differentiation,animal organ regeneration,cell differentiation,cellular response to cytokine stimulus,cellular response to glucocorticoid stimulus,common myeloid progenitor cell proliferation,cytokine receptor activity,cytokine-mediated signaling pathway,cytosol,dendritic cell differentiation,endoplasmic reticulum,endoplasmic reticulum lumen,glucocorticoid receptor binding,hemopoiesis,integral component of membrane,integral component of plasma membrane,leukocyte homeostasis,lymphocyte proliferation,myeloid progenitor cell differentiation,nucleus,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of MAP kinase activity,positive regulation of MAPK cascade,positive regulation of cell proliferation,positive regulation of phosphatidylinositol 3-kinase activity,positive regulation of phosphatidylinositol 3-kinase signaling,positive regulation of tyrosine phosphorylation of STAT protein,pro-B cell differentiation,protein autophosphorylation,protein binding,protein complex,proteiCardiovascular Diseases;Embolism and Thrombosis;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Biphenotypic, Acute;Leukemia, Lymphoid;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Thrombosis;Vascular DiseasesABT-869,Amuvatinib,Midostaurin,Nintedanib,Ponatinib,Quizartinib,Sorafenib,Sunitinib,Tandutinib,XL999A=11, T=14 A=0.44, T=0.56 0.00001 134.346 25 A=7/4, T=6/8

chr13:28609991 T/C T C SNV FLT3 FLT3:intronic:NM_004119.2 1 57.14 intronic NM_004119.2c.1418+81A>Gp.? 0.1 Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers2491229 YES fms-related tyrosine kinase-3ATP binding,B cell differentiation,animal organ regeneration,cell differentiation,cellular response to cytokine stimulus,cellular response to glucocorticoid stimulus,common myeloid progenitor cell proliferation,cytokine receptor activity,cytokine-mediated signaling pathway,cytosol,dendritic cell differentiation,endoplasmic reticulum,endoplasmic reticulum lumen,glucocorticoid receptor binding,hemopoiesis,integral component of membrane,integral component of plasma membrane,leukocyte homeostasis,lymphocyte proliferation,myeloid progenitor cell differentiation,nucleus,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of MAP kinase activity,positive regulation of MAPK cascade,positive regulation of cell proliferation,positive regulation of phosphatidylinositol 3-kinase activity,positive regulation of phosphatidylinositol 3-kinase signaling,positive regulation of tyrosine phosphorylation of STAT protein,pro-B cell differentiation,protein autophosphorylation,protein binding,protein complex,proteiCardiovascular Diseases;Embolism and Thrombosis;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Biphenotypic, Acute;Leukemia, Lymphoid;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Thrombosis;Vascular DiseasesABT-869,Amuvatinib,Midostaurin,Nintedanib,Ponatinib,Quizartinib,Sorafenib,Sunitinib,Tandutinib,XL999T=9, C=12 T=0.4286, C=0.5714 0.00001 109.063 21 T=2/7, C=6/6

chr13:28622356 A/A G A SNV FLT3 FLT3:intronic:NM_004119.2 1 100 intronic NM_004119.2c.1205+56C>Tp.? 0.54 Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers2153000 YES fms-related tyrosine kinase-3ATP binding,B cell differentiation,animal organ regeneration,cell differentiation,cellular response to cytokine stimulus,cellular response to glucocorticoid stimulus,common myeloid progenitor cell proliferation,cytokine receptor activity,cytokine-mediated signaling pathway,cytosol,dendritic cell differentiation,endoplasmic reticulum,endoplasmic reticulum lumen,glucocorticoid receptor binding,hemopoiesis,integral component of membrane,integral component of plasma membrane,leukocyte homeostasis,lymphocyte proliferation,myeloid progenitor cell differentiation,nucleus,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of MAP kinase activity,positive regulation of MAPK cascade,positive regulation of cell proliferation,positive regulation of phosphatidylinositol 3-kinase activity,positive regulation of phosphatidylinositol 3-kinase signaling,positive regulation of tyrosine phosphorylation of STAT protein,pro-B cell differentiation,protein autophosphorylation,protein binding,protein complex,proteiCardiovascular Diseases;Embolism and Thrombosis;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Biphenotypic, Acute;Leukemia, Lymphoid;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Thrombosis;Vascular DiseasesABT-869,Amuvatinib,Midostaurin,Nintedanib,Ponatinib,Quizartinib,Sorafenib,Sunitinib,Tandutinib,XL999G=0, A=32 G=0.0, A=1.0 0.00001 461.192 32 G=0/0, A=15/17

chr13:28886113 G/G A G SNV FLT1 FLT1:intronic:NM_002019.4 1 100 intronic NM_002019.4c.3492+17T>Cp.? -0.37 Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers7328692 2.00E-04 1.0;0.0 (pos.28886113) fms-related tyrosine kinase-1 (vascular endothelial growth factor/vascular permeability factor receptor)ATP binding,VEGF-A-activated receptor activity,VEGF-B-activated receptor activity,actin cytoskeleton,angiogenesis,blood vessel morphogenesis,cell differentiation,cell migration,cellular response to vascular endothelial growth factor stimulus,embryonic morphogenesis,endosome,extracellular space,focal adhesion,growth factor binding,integral component of plasma membrane,monocyte chemotaxis,peptidyl-tyrosine phosphorylation,placental growth factor-activated receptor activity,plasma membrane,positive regulation of MAP kinase activity,positive regulation of MAPK cascade,positive regulation of angiogenesis,positive regulation of cell migration,positive regulation of cell proliferation,positive regulation of phosphatidylinositol 3-kinase activity,positive regulation of phosphatidylinositol 3-kinase signaling,positive regulation of phospholipase C activity,positive regulation of vascular endothelial growth factor receptor signaling pathway,protein autophosphorylation,protein binding,protein phosphorylation,protein tyrAdenocarcinoma;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Hemorrhage;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Diabetes Mellitus;Digestive System Diseases;Drug-Induced Liver Injury;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Hemangiosarcoma;Hypertension, Pregnancy-Induced;Intracranial Hemorrhages;Kidney Diseases;Kidney Neoplasms;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Melanoma;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Vascular Tissue;Neoplastic ProcesseABT-869,Axitinib,IMC-1C11,Lenvatinib,N-(4-chlorophenyl)-2-(pyridin-4-ylmethyl)aminobenzamide,Nintedanib,OSI-930,Pazopanib,Regorafenib,Sorafenib,Sunitinib,TG-100801,VatalanibA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=17/7

chr13:29275102 C/C T C SNV SLC46A3 SLC46A3:intronic:NM_001135919.1 1 100 intronic NM_001135919.1c.1383-9A>Gp.? -0.31 Major Facilitator Superfamilyrs947027 0 1.0 (pos.29275102) Solute carrier family 46, member 3biological_process,extracellular exosome,integral component of membrane,molecular_function,transmembrane transportT=0, C=22 T=0.0, C=1.0 0.00001 290.645 22 T=0/0, C=19/3

chr13:29291886 G/G A G SNV SLC46A3 SLC46A3:intronic:NM_001135919.1 1 100 intronic NM_001135919.1c.189+61T>Cp.? -1.21 Major Facilitator Superfamilyrs1300235 Solute carrier family 46, member 3biological_process,extracellular exosome,integral component of membrane,molecular_function,transmembrane transportA=0, G=20 A=0.0, G=1.0 0.00001 263.784 20 A=0/0, G=11/9

chr13:29674840 C/C T C SNV MTUS2 MTUS2:intronic:NM_001033602.2 1 100 intronic NM_001033602.2c.2477-70T>Cp.? -0.7 RNA polymerase Rpb1 C-terminal repeatrs1536720 YES centrosome,cytoplasmic microtubule,intercellular bridge,microtubule binding,microtubule cytoskeleton,nucleus,protein binding,protein homodimerization activityT=0, C=64 T=0.0, C=1.0 0.00001 977.604 64 T=0/0, C=34/30

chr13:29674855 G/G A G SNV MTUS2 MTUS2:intronic:NM_001033602.2 1 100 intronic NM_001033602.2c.2477-55A>Gp.? -0.38 RNA polymerase Rpb1 C-terminal repeatrs1536719 YES centrosome,cytoplasmic microtubule,intercellular bridge,microtubule binding,microtubule cytoskeleton,nucleus,protein binding,protein homodimerization activityA=0, G=66 A=0.0, G=1.0 0.00001 1015.38 66 A=0/0, G=34/32

chr13:30090404 C/C T C SNV SLC7A1 SLC7A1:intronic:NM_003045.4 1 100 intronic NM_003045.4c.1678-21A>Gp.? -2.79 Amino acid permease,C-terminus of AA_permeasers2989592 0.0151 YES 9.469E-1 (pos.30090404) Solute carrier family 7 (cationic amino acid transporter, y+ system), member 1amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,arginine transmembrane transport,arginine transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,membrane,plasma membrane,protein binding,transportGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsL-Arginine,L-Lysine,OrnithineT=0, C=151 T=0.0, C=1.0 0.00001 2416.89 151 T=0/0, C=17/134

chr5:73932315 C/C T C SNV ENC1 ENC1:utr_5:NM_003633.3 1 100 2 utr_5 NM_003633.3c.-5A>G p.? 0.2 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs9176 0.3452 YES 7.086E-1 (pos.73932315) Ectodermal-neural cortex 1Cul3-RING ubiquitin ligase complex,actin binding,cytoplasm,cytoskeleton,multicellular organism development,negative regulation of translation,nervous system development,neuronal cell body,nuclear chromatin,nuclear matrix,nucleolus,nucleoplasm,nucleus,positive regulation of neuron projection development,proteasomal ubiquitin-independent protein catabolic process,protein binding,protein ubiquitinationT=0, C=82 T=0.0, C=1.0 0.00001 1329.65 82 T=0/0, C=35/47

chr13:30805627 G/G A G SNV KATNAL1 KATNAL1:intronic:NM_001014380.2 1 100 intronic NM_001014380.2c.727-18T>Cp.? -0.65 AAA domain (Cdc48 subfamily),ATPase family associated with various cellular activities (AAA),Holliday junction DNA helicase ruvB N-terminus,Vps4 C terminal oligomerisation domainrs202087 0.1141 YES 9.588E-1;0.0;0.0 (pos.30805627) Katanin p60 subunit A-like 1ATP binding,ATPase activity,cytoplasm,identical protein binding,microtubule,microtubule binding,microtubule severing,microtubule-severing ATPase activity,nucleus,protein binding,spindle poleA=0, G=36 A=0.0, G=1.0 0.00001 563.716 36 A=0/0, G=27/9

chr11:94862577 G/T G T SNV ENDOD1 ENDOD1:exonic:NM_015036.2 1 50 2 missense NM_015036.2c.1337G>T p.Gly446Val 6.27 0.19 109 0.995 0.94(COSM3752822)DNA/RNA non-specific endonucleasers3740861 0.2767 YES 1.258E-1;0.0 (pos.94862577)adenocarcinoma cytosol,endonuclease activity,extracellular exosome,extracellular region,membrane,metal ion binding,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,platelet degranulationG=14, T=14 G=0.5, T=0.5 0.00001 131.94 28 G=5/9, T=5/9

chr13:31531195 C/C T C SNV TEX26 TEX26:intronic:NM_152325.2 1 100 intronic NM_152325.2c.469+29T>Cp.? 0.29 rs6560988 0 1.0 (pos.31531195) T=0, C=20 T=0.0, C=1.0 0.00001 260.977 20 T=0/0, C=6/14

chr10:118620459 C/C A C SNV ENO4 ENO4:exonic:NM_001242699.1 1 100 5 synonymous NM_001242699.1c.789A>C p.(=) -1.09 0.05(COSM3751552)Enolase, C-terminal TIM barrel domain,Enolase, N-terminal domainrs11197835 YES 9.917E-2 (pos.118620459)adenocarcinoma,carcinoma Genital Diseases, Male;Infertility;Infertility, Male;Male Urogenital DiseasesA=0, C=72 A=0.0, C=1.0 0.00001 1130.94 72 A=0/0, C=40/32

chr13:43788158 A/A G A SNV ENOX1 ENOX1:exonic:NM_001127615.2 1 100 17 synonymous NM_001127615.2c.1900C>T p.(=) 2.85 0.05(COSM3765703),0.05(COSM3765704)RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs703207 0.1323 YES 7.003E-1 (pos.43788158) hepatocellular_carcinomaECTO-NOX disulfide-thiol exchanger 1extracellular space,nucleic acid binding,oxidation-reduction process,oxidoreductase activity,plasma membrane,protein binding,rhythmic processDepressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood DisordersG=0, A=29 G=0.0, A=1.0 0.00001 427.602 29 G=0/0, A=7/22

chr8:120575184 A/A G A SNV ENPP2 ENPP2:exonic:NM_006209.4 1 100 25 synonymous NM_006209.4c.2490C>T p.(=) 3.15 DNA/RNA non-specific endonuclease,Somatomedin B domain,Type I phosphodiesterase / nucleotide pyrophosphatasers1058913 0.2321 YES 4.123E-2 (pos.120575184) Ectonucleotide pyrophosphatase/phosphodiesterase 2G-protein coupled receptor signaling pathway,alkylglycerophosphoethanolamine phosphodiesterase activity,calcium ion binding,cell motility,chemotaxis,extracellular space,hydrolase activity,immune response,integral component of membrane,integral component of plasma membrane,lysophospholipase activity,metal ion binding,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleotide diphosphatase activity,phosphate-containing compound metabolic process,phosphatidylcholine catabolic process,phosphodiesterase I activity,phospholipid catabolic process,plasma membrane,polysaccharide binding,positive regulation of epithelial cell migration,positive regulation of lamellipodium morphogenesis,positive regulation of peptidyl-tyrosine phosphorylation,receptor-mediated endocytosis,regulation of angiogenesis,regulation of cell migration,scavenger receptor activity,transcription factor binding,zinc ion bindingDigestive System Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Hepatitis;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Thyroid Diseases;Thyroid NeoplasmsG=0, A=59 G=0.0, A=1.0 0.00001 883.753 59 G=0/0, A=15/44

chr6:131995313 A/G A G SNV ENPP3 ENPP3:exonic:NM_005021.4 1 58.33 8 synonymous NM_005021.4c.654A>G p.(=) -0.42 0.15(COSM3761480),0.15(COSM3761481)DNA/RNA non-specific endonuclease,Somatomedin B domain,Type I phosphodiesterase / nucleotide pyrophosphatasers9493048 0.1094 YES 3.38E-1 (pos.131995313) adenocarcinomaEctonucleotide pyrophosphatase/phosphodiesterase 3NADH pyrophosphatase activity,catalytic activity,extracellular exosome,immune response,inorganic diphosphate transport,integral component of membrane,integral component of plasma membrane,metabolic process,metal ion binding,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleoside triphosphate catabolic process,nucleoside-triphosphate diphosphatase activity,nucleotide diphosphatase activity,perinuclear region of cytoplasm,phosphate-containing compound metabolic process,phosphodiesterase I activity,polysaccharide binding,receptor-mediated endocytosis,scavenger receptor activityA=10, G=14 A=0.4167, G=0.5833 0.00001 135.339 24 A=6/4, G=12/2

chr13:32335840 A/T A T SNV RXFP2 RXFP2:intronic:NM_130806.4 1 51.85 intronic NM_130806.4c.242-21A>Tp.? -0.6 7 transmembrane receptor (rhodopsin family),Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeats (6 copies),Low-density lipoprotein receptor domain class Ars9532478 0.1783 YES 2.469E-1 (pos.32335840) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,integral component of membrane,intracellular,male gonad development,negative regulation of apoptotic process,negative regulation of cell proliferation,oocyte maturation,peptide hormone binding,plasma membrane,positive regulation of cAMP biosynthetic process,protein-hormone receptor activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cryptorchidism;Endocrine System Diseases;Genital Diseases, Male;Gonadal Disorders;Male Urogenital Diseases;Testicular Diseases;Urogenital AbnormalitiesA=13, T=14 A=0.4815, T=0.5185 0.00001 132.662 27 A=7/6, T=3/11

chr13:32348859 C/C T C SNV RXFP2 RXFP2:intronic:NM_130806.4 1 100 intronic NM_130806.4c.569+31T>Cp.? -0.22 7 transmembrane receptor (rhodopsin family),Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeats (6 copies),Low-density lipoprotein receptor domain class Ars9549049 0.2337 YES 2.842E-1 (pos.32348859) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,integral component of membrane,intracellular,male gonad development,negative regulation of apoptotic process,negative regulation of cell proliferation,oocyte maturation,peptide hormone binding,plasma membrane,positive regulation of cAMP biosynthetic process,protein-hormone receptor activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cryptorchidism;Endocrine System Diseases;Genital Diseases, Male;Gonadal Disorders;Male Urogenital Diseases;Testicular Diseases;Urogenital AbnormalitiesT=0, C=35 T=0.0, C=1.0 0.00001 543.877 35 T=0/0, C=16/19

chr13:32355693 GC/GC G GC INDEL RXFP2 RXFP2:intronic:NM_130806.4 1 100 intronic NM_130806.4c.786-115G>GCp.? 0 7 transmembrane receptor (rhodopsin family),Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeats (6 copies),Low-density lipoprotein receptor domain class Ars5802617 YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,integral component of membrane,intracellular,male gonad development,negative regulation of apoptotic process,negative regulation of cell proliferation,oocyte maturation,peptide hormone binding,plasma membrane,positive regulation of cAMP biosynthetic process,protein-hormone receptor activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cryptorchidism;Endocrine System Diseases;Genital Diseases, Male;Gonadal Disorders;Male Urogenital Diseases;Testicular Diseases;Urogenital AbnormalitiesG=0, GC=30 G=0.0, GC=1.0 0.00001 452.291 30 G=0/0, GC=15/15

chr17:77705045 C/C T C SNV ENPP7 ENPP7:exonic:NM_178543.4 1 100 1 synonymous NM_178543.4c.144T>C p.(=) -0.45 Type I phosphodiesterase / nucleotide pyrophosphatasers8074728 0.3828 YES 5.059E-1 (pos.77705045) Ectonucleotide pyrophosphatase/phosphodiesterase 7Golgi apparatus,glycosphingolipid metabolic process,integral component of membrane,membrane,microvillus,negative regulation of DNA replication,negative regulation of cell proliferation,plasma membrane,sphingomyelin catabolic process,sphingomyelin metabolic process,sphingomyelin phosphodiesterase activityT=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=12/10

chr14:74433552 T/T A T SNV ENTPD5 ENTPD5:utr_3:NM_001249.3 1 100 16 utr_3 NM_001249.3c.1366T>A p.? 0.75 GDA1/CD39 (nucleoside phosphatase) familyrs13743 YES Ectonucleoside triphosphate diphosphohydrolase 5'de novo' posttranslational protein folding,ATP metabolic process,cell proliferation,endoplasmic reticulum,extracellular exosome,extracellular region,guanosine-diphosphatase activity,hydrolase activity,nucleobase-containing small molecule catabolic process,nucleoside-diphosphatase activity,positive regulation of glycolytic process,protein N-linked glycosylation,protein binding,regulation of phosphatidylinositol 3-kinase signaling,uridine-diphosphatase activityA=0, T=30 A=0.0, T=1.0 0.00001 446.623 30 A=0/0, T=15/15

chr13:32900933 A/A T A SNV BRCA2 BRCA2:intronic:NM_000059.3 1 100 intronic NM_000059.3c.631+183T>Ap.? -0.05 BRCA2 repeat,BRCA2, helical,BRCA2, oligonucleotide/oligosaccharide-binding, domain 1,BRCA2, oligonucleotide/oligosaccharide-binding, domain 3,Towerrs3752451 YES BRCA2 gene BRCA2-MAGE-D1 complex,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,DNA synthesis involved in DNA repair,H3 histone acetyltransferase activity,H4 histone acetyltransferase activity,brain development,cell aging,centrosome,centrosome duplication,cytokinesis,cytosol,double-strand break repair,double-strand break repair via homologous recombination,establishment of protein localization to telomere,female gonad development,gamma-tubulin binding,hemopoiesis,histone H3 acetylation,histone H4 acetylation,histone acetyltransferase activity,identical protein binding,inner cell mass cell proliferation,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,lateral element,male meiosis I,mitotic recombination-dependent replication fork processing,negative regulation of mammary gland epithelial cell proliferation,nuclear chromosome, telomeric region,nucleoplasm,nucleotide-excision repair,nucleus,oocyte maturation,positive regulACMG Recommendations...;Adnexal Diseases;Anemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Bone Marrow Diseases;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Dwarfism;Dwarfism, Pituitary;Endocrine Gland Neoplasms;Endocrine System Diseases;Fanconi Anemia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Glioma;Gonadal Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Hereditary Breast and Ovarian Cancer Syndrome;Hypopituitarism;Hypothalamic Diseases;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Medulloblastoma;Metabolic Diseases;Musculoskeletal DBenign T=0, A=27 T=0.0, A=1.0 0.00001 389.967 27 T=0/0, A=11/16

chr14:74441684 A/A G A SNV ENTPD5 ENTPD5:exonic:NM_001249.3 1 100 11 synonymous NM_001249.3c.727C>T p.(=) 1.52 0.3(COSM3754105),0.91(COSM3999372)GDA1/CD39 (nucleoside phosphatase) familyrs2074932 0.3767 YES 2.466E-1 (pos.74441684) acute_myeloid_leukaemia,adenocarcinomaEctonucleoside triphosphate diphosphohydrolase 5'de novo' posttranslational protein folding,ATP metabolic process,cell proliferation,endoplasmic reticulum,extracellular exosome,extracellular region,guanosine-diphosphatase activity,hydrolase activity,nucleobase-containing small molecule catabolic process,nucleoside-diphosphatase activity,positive regulation of glycolytic process,protein N-linked glycosylation,protein binding,regulation of phosphatidylinositol 3-kinase signaling,uridine-diphosphatase activityG=0, A=20 G=0.0, A=1.0 0.00001 263.733 20 G=0/0, A=9/11

chr18:5410574 G/G A G SNV EPB41L3 EPB41L3:exonic:NM_012307.3 1 100 14 synonymous NM_012307.3c.2112T>C p.(=) -0.61 0.09(COSM4595235),0.09(COSM4595236)4.1 protein C-terminal domain (CTD),FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domain,SAB domainrs3817466 YES 9.181E-1 (pos.5410574) astrocytoma_Grade_IV,malignant_melanoma,squamous_cell_carcinomaErythrocyte membrane protein band 4.1-like 3actin binding,actomyosin structure organization,apoptotic process,axolemma,biological_process,cell-cell junction,cortical actin cytoskeleton organization,cortical cytoskeleton organization,cytoskeletal anchoring at plasma membrane,cytoskeletal protein binding,cytoskeleton,cytosol,integral component of membrane,juxtaparanode region of axon,myelin maintenance,neuron projection morphogenesis,paranodal junction assembly,paranode region of axon,plasma membrane,postsynaptic density,protein binding,protein localization to juxtaparanode region of axon,protein localization to paranode region of axon,protein localization to plasma membrane,regulation of cell growth,regulation of cell shape,structural constituent of cytoskeleton,structural molecule activityBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=14/8

chr13:32936646 T/C T C SNV BRCA2 BRCA2:intronic:NM_000059.3 1 97.06 intronic NM_000059.3c.7806-14T>Cp.? -0.98 BRCA2 repeat,BRCA2, helical,BRCA2, oligonucleotide/oligosaccharide-binding, domain 1,BRCA2, oligonucleotide/oligosaccharide-binding, domain 3,Towerrs755777054,rs9534262 0.4963 YES 2.328E-4 (pos.32936645),5.544E-1 (pos.32936646)BRCA2 gene BRCA2-MAGE-D1 complex,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,DNA synthesis involved in DNA repair,H3 histone acetyltransferase activity,H4 histone acetyltransferase activity,brain development,cell aging,centrosome,centrosome duplication,cytokinesis,cytosol,double-strand break repair,double-strand break repair via homologous recombination,establishment of protein localization to telomere,female gonad development,gamma-tubulin binding,hemopoiesis,histone H3 acetylation,histone H4 acetylation,histone acetyltransferase activity,identical protein binding,inner cell mass cell proliferation,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,lateral element,male meiosis I,mitotic recombination-dependent replication fork processing,negative regulation of mammary gland epithelial cell proliferation,nuclear chromosome, telomeric region,nucleoplasm,nucleotide-excision repair,nucleus,oocyte maturation,positive regulACMG Recommendations...;Adnexal Diseases;Anemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Bone Marrow Diseases;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Dwarfism;Dwarfism, Pituitary;Endocrine Gland Neoplasms;Endocrine System Diseases;Fanconi Anemia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Glioma;Gonadal Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Hereditary Breast and Ovarian Cancer Syndrome;Hypopituitarism;Hypothalamic Diseases;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Medulloblastoma;Metabolic Diseases;Musculoskeletal DBenign T=1, C=33 T=0.0294, C=0.9706 0.00001 492.868 34 T=1/0, C=18/15

chr13:32953388 C/C T C SNV BRCA2 BRCA2:intronic:NM_000059.3 1 100 intronic NM_000059.3c.8755-66T>Cp.? -1.25 BRCA2 repeat,BRCA2, helical,BRCA2, oligonucleotide/oligosaccharide-binding, domain 1,BRCA2, oligonucleotide/oligosaccharide-binding, domain 3,Towerrs4942486 YES BRCA2 gene BRCA2-MAGE-D1 complex,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,DNA synthesis involved in DNA repair,H3 histone acetyltransferase activity,H4 histone acetyltransferase activity,brain development,cell aging,centrosome,centrosome duplication,cytokinesis,cytosol,double-strand break repair,double-strand break repair via homologous recombination,establishment of protein localization to telomere,female gonad development,gamma-tubulin binding,hemopoiesis,histone H3 acetylation,histone H4 acetylation,histone acetyltransferase activity,identical protein binding,inner cell mass cell proliferation,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,lateral element,male meiosis I,mitotic recombination-dependent replication fork processing,negative regulation of mammary gland epithelial cell proliferation,nuclear chromosome, telomeric region,nucleoplasm,nucleotide-excision repair,nucleus,oocyte maturation,positive regulACMG Recommendations...;Adnexal Diseases;Anemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Bone Marrow Diseases;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Dwarfism;Dwarfism, Pituitary;Endocrine Gland Neoplasms;Endocrine System Diseases;Fanconi Anemia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Glioma;Gonadal Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Hereditary Breast and Ovarian Cancer Syndrome;Hypopituitarism;Hypothalamic Diseases;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Medulloblastoma;Metabolic Diseases;Musculoskeletal DBenign T=0, C=33 T=0.0, C=1.0 0.00001 509.934 33 T=0/0, C=18/15

chr5:111504479 T/T C T SNV EPB41L4A EPB41L4A:exonic:NM_022140.4 1 100 22 missense NM_022140.4c.1889G>A p.Arg630His 3.28 0.03 29 1 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domainrs7703522 0.3593 YES 9.987E-1 (pos.111504479) Erythrocyte membrane protein band 4.1-like 4Aactomyosin structure organization,biological_process,cellular_component,cytoplasm,cytoskeletal protein binding,cytoskeleton,molecular_function,structural constituent of cytoskeletonC=0, T=33 C=0.0, T=1.0 0.00001 504.598 33 C=0/0, T=14/19

chr5:111519740 C/C T C SNV EPB41L4A EPB41L4A:exonic:NM_022140.4 1 100 18 missense NM_022140.4c.1595A>G p.Asn532Ser 2.19 0.86 46 0 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domainrs1560058 0.3049 YES 9.908E-1 (pos.111519740) Erythrocyte membrane protein band 4.1-like 4Aactomyosin structure organization,biological_process,cellular_component,cytoplasm,cytoskeletal protein binding,cytoskeleton,molecular_function,structural constituent of cytoskeletonT=0, C=173 T=0.0, C=1.0 0.00001 2840.14 173 T=0/0, C=96/77

chr13:33635939 A/A T A SNV KL KL:intronic:NM_004795.3 1 100 intronic NM_004795.3c.2701+22T>Ap.? -1.79 Glycosyl hydrolase family 1rs650439 0.132 YES 6.009E-1 (pos.33635939) Klotho 1-phosphatidylinositol-3-kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,aging,apical plasma membrane,beta-glucosidase activity,beta-glucuronidase activity,calcium ion homeostasis,carbohydrate metabolic process,energy reserve metabolic process,extracellular exosome,extracellular region,extracellular space,fibroblast growth factor binding,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,glycosyl compound metabolic process,hormone activity,insulin receptor signaling pathway,integral component of membrane,integral component of plasma membrane,intracellular,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,plasma membrane,positive regulation of MAPKKK cascade by fibroblast growth factor receptor signaling pathway,positive regulation of bone mineralization,positive regulation of protein kinase B signaling,regulation of receptor activity,signal traArterial Occlusive Diseases;Arteriosclerosis;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Calcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Diabetes Mellitus;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Glucose Metabolism Disorders;Heart Diseases;Hypercalcemia;Hyperostosis;Hyperostosis, Cortical, Congenital;Hyperphosphatemia;Infant, Newborn, Diseases;Infertility;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Nutritional and Metabolic Diseases;Osteochondrodysplasias;Osteoporosis;Phosphorus Metabolism Disorders;Renal Insufficiency;Renal Insufficiency, Chronic;Skin Diseases;Skin and Connective Tissue Diseases;Urologic Diseases;Vascular Diseases;Water-Electrolyte ImbalanceT=0, A=119 T=0.0, A=1.0 0.00001 1913.83 119 T=0/0, A=57/62

chr13:35618990 TG/TG T TG INDEL NBEA NBEA:intronic:NM_015678.4 1 100 intronic NM_015678.4c.527-94T>TGp.? 0.59 Beige/BEACH domain,Concanavalin A-like lectin/glucanases superfamily,Domain of Unknown Function (DUF1088),Domain of unknown function (DUF4704),PH domain associated with Beige/BEACHNeurobeachincytosol,endomembrane system,plasma membrane,protein kinase binding,protein localization,trans-Golgi networkAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersT=0, TG=93 T=0.0, TG=1.0 0.00001 1187.24 93 T=0/0, TG=55/38

chr13:35738430 G/G A G SNV NBEA NBEA:intronic:NM_015678.4 1 100 intronic NM_015678.4c.4080-63A>Gp.? 1.66 Beige/BEACH domain,Concanavalin A-like lectin/glucanases superfamily,Domain of Unknown Function (DUF1088),Domain of unknown function (DUF4704),PH domain associated with Beige/BEACHrs9543506 YES Neurobeachincytosol,endomembrane system,plasma membrane,protein kinase binding,protein localization,trans-Golgi networkAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersA=0, G=125 A=0.0, G=1.0 0.00001 2034.04 125 A=0/0, G=53/72

chr13:36801256 C/C T C SNV

CCDC169,C

CDC169-

SOHLH2 CCDC169:utr_3:NM_001198908.1, CCDC169-SOHLH2:intronic:NM_001198910.11

100

intronic NM_001198910.1, NM_001198908.1c.279+229A>G, c.808A>Gp.?, p.? -0.64 Domain of unknown function (DUF4600),Helix-loop-helix DNA-binding domainrs9546784 YES cell differentiation,core promoter sequence-specific DNA binding,multicellular organism development,nucleus,oogenesis,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingT=0, C=87 T=0.0, C=1.0 0.00001 1431.39 87 T=0/0, C=57/30

chr5:111530284 G/G A G SNV EPB41L4A EPB41L4A:exonic:NM_022140.4 1 100 17 missense NM_022140.4c.1483T>C p.Tyr495His 5.12 1 83 0 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domainrs7719346 0.287 YES 9.99E-1 (pos.111530284) Erythrocyte membrane protein band 4.1-like 4Aactomyosin structure organization,biological_process,cellular_component,cytoplasm,cytoskeletal protein binding,cytoskeleton,molecular_function,structural constituent of cytoskeletonA=0, G=33 A=0.0, G=1.0 0.00001 504.595 33 A=0/0, G=13/20

chr13:36801579 G/G A G SNV

CCDC169,C

CDC169-

SOHLH2 CCDC169:intronic:NM_001198908.1, CCDC169-SOHLH2:intronic:NM_001198910.11

100

intronic NM_001198910.1, NM_001198908.1c.246-61T>C, c.546-61T>Cp.?, p.? 0.35 Domain of unknown function (DUF4600),Helix-loop-helix DNA-binding domainrs9546786 YES cell differentiation,core promoter sequence-specific DNA binding,multicellular organism development,nucleus,oogenesis,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingA=0, G=39 A=0.0, G=1.0 0.00001 623.98 39 A=0/0, G=16/23

chr13:36801587 A/A T A SNV

CCDC169,C

CDC169-

SOHLH2 CCDC169:intronic:NM_001198908.1, CCDC169-SOHLH2:intronic:NM_001198910.11

100

intronic NM_001198910.1, NM_001198908.1c.246-69A>T, c.546-69A>Tp.?, p.? 0.31 Domain of unknown function (DUF4600),Helix-loop-helix DNA-binding domainrs9546787 YES cell differentiation,core promoter sequence-specific DNA binding,multicellular organism development,nucleus,oogenesis,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingT=0, A=37 T=0.0, A=1.0 0.00001 583.706 37 T=0/0, A=16/21

chr13:36822711 T/T G T SNV

CCDC169,C

CDC169-

SOHLH2 CCDC169:intronic:NM_001198908.1, CCDC169-SOHLH2:intronic:NM_001198910.11

100

intronic NM_001198910.1, NM_001198908.1c.245+32C>A, c.545+32C>Ap.?, p.? -0.02 Domain of unknown function (DUF4600),Helix-loop-helix DNA-binding domainrs9315402 YES 3.682E-1;0.0 (pos.36822711) cell differentiation,core promoter sequence-specific DNA binding,multicellular organism development,nucleus,oogenesis,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingG=0, T=38 G=0.0, T=1.0 0.00001 603.786 38 G=0/0, T=22/16

chr13:36822849 T/T C T SNV

CCDC169,C

CDC169-

SOHLH2 CCDC169:intronic:NM_001198908.1, CCDC169-SOHLH2:intronic:NM_001198910.11

100

intronic NM_001198910.1, NM_001198908.1c.169-30G>A, c.469-30G>Ap.?, p.? 0.53 Domain of unknown function (DUF4600),Helix-loop-helix DNA-binding domainrs9315403 0.4727 YES 3.754E-1 (pos.36822849) cell differentiation,core promoter sequence-specific DNA binding,multicellular organism development,nucleus,oogenesis,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=0, T=37 C=0.0, T=1.0 0.00001 583.707 37 C=0/0, T=21/16

chr13:36822884 T/T C T SNV

CCDC169,C

CDC169-

SOHLH2 CCDC169:intronic:NM_001198908.1, CCDC169-SOHLH2:intronic:NM_001198910.11

100

intronic NM_001198910.1, NM_001198908.1c.169-65G>A, c.469-65G>Ap.?, p.? -5.15 Domain of unknown function (DUF4600),Helix-loop-helix DNA-binding domainrs9315404 YES cell differentiation,core promoter sequence-specific DNA binding,multicellular organism development,nucleus,oogenesis,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=0, T=35 C=0.0, T=1.0 0.00001 543.875 35 C=0/0, T=20/15

chr13:36822908 T/T C T SNV

CCDC169,C

CDC169-

SOHLH2 CCDC169:intronic:NM_001198908.1, CCDC169-SOHLH2:intronic:NM_001198910.11

100

intronic NM_001198910.1, NM_001198908.1c.169-89G>A, c.469-89G>Ap.?, p.? -0.68 Domain of unknown function (DUF4600),Helix-loop-helix DNA-binding domainrs9315405 YES cell differentiation,core promoter sequence-specific DNA binding,multicellular organism development,nucleus,oogenesis,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=0, T=35 C=0.0, T=1.0 0.00001 543.257 35 C=0/0, T=20/15

chr13:36827833 T/T C T SNV

CCDC169,C

CDC169-

SOHLH2 CCDC169:intronic:NM_001198908.1, CCDC169-SOHLH2:intronic:NM_001198910.11

100

intronic NM_001198910.1, NM_001198908.1c.168+107G>A, c.468+107G>Ap.?, p.? 0.56 Domain of unknown function (DUF4600),Helix-loop-helix DNA-binding domainrs9546886 YES cell differentiation,core promoter sequence-specific DNA binding,multicellular organism development,nucleus,oogenesis,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=0, T=27 C=0.0, T=1.0 0.00001 379.343 27 C=0/0, T=11/16

chr13:36827896 T/T C T SNV

CCDC169,C

CDC169-

SOHLH2 CCDC169:intronic:NM_001198908.1, CCDC169-SOHLH2:intronic:NM_001198910.11

100

intronic NM_001198910.1, NM_001198908.1c.168+44G>A, c.468+44G>Ap.?, p.? -3.81 Domain of unknown function (DUF4600),Helix-loop-helix DNA-binding domainrs9546887 YES 3.793E-1 (pos.36827896) cell differentiation,core promoter sequence-specific DNA binding,multicellular organism development,nucleus,oogenesis,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=11/16

chr13:37524255 C/C A C SNV ALG5 ALG5:intronic:NM_013338.4 1 100 intronic NM_013338.4c.860-61T>Gp.? 0.05 Glycosyl transferase family 2,Glycosyltransferase like family 2rs3818380 YES Alg5, S. cerevisiae, homolog ofdetermination of left/right symmetry,dolichyl-phosphate beta-glucosyltransferase activity,endoplasmic reticulum membrane,integral component of membrane,membrane,oligosaccharyl transferase activity,protein N-linked glycosylation,protein N-linked glycosylation via asparagine,protein glycosylationA=0, C=24 A=0.0, C=1.0 0.00001 334.792 24 A=0/0, C=5/19

chr13:37581051 G/G T G SNV EXOSC8 EXOSC8:intronic:NM_181503.2 1 100 intronic NM_181503.2c.391-61T>Gp.? 0.21 3' exoribonuclease family, domain 1,3' exoribonuclease family, domain 2rs9576154 YES Exosome component 8AU-rich element binding,RNA catabolic process,RNA processing,U1 snRNA 3'-end processing,U4 snRNA 3'-end processing,U5 snRNA 3'-end processing,biological_process,cytoplasm,cytoplasmic exosome (RNase complex),cytosol,exonucleolytic nuclear-transcribed mRNA catabolic process involved in deadenylation-dependent decay,exonucleolytic trimming to generate mature 3'-end of 5.8S rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),exoribonuclease activity,exosome (RNase complex),identical protein binding,nuclear exosome (RNase complex),nuclear mRNA surveillance,nuclear polyadenylation-dependent mRNA catabolic process,nuclear polyadenylation-dependent rRNA catabolic process,nuclear polyadenylation-dependent tRNA catabolic process,nuclear-transcribed mRNA catabolic process, exonucleolytic, 3'-5',nucleolus,nucleoplasm,nucleus,protein binding,rRNA processing,regulation of mRNA stabilityAutonomic Nervous System Diseases;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Movement Disorders;Multiple System Atrophy;Nervous System Diseases;Neurodegenerative Diseases;Olivopontocerebellar Atrophies;Primary Dysautonomias;Spinal Cord Diseases;Spinocerebellar DegenerationsT=0, G=20 T=0.0, G=1.0 0.00001 263.786 20 T=0/0, G=14/6

chr13:37584838 A/A G A SNV SUPT20H SUPT20H:intronic:NM_001014286.2 1 100 intronic NM_001014286.2c.2099-46C>Tp.? 3.08 Spt20 family rs7317750 0.1264 YES 9.997E-1 (pos.37584838) SAGA complex,SAGA-type complex,autophagy,fibrillar center,gastrulation,protein binding,regulation of nucleic acid-templated transcription,transcription cofactor activityG=0, A=24 G=0.0, A=1.0 0.00001 334.557 24 G=0/0, A=8/16

chr13:38153351 T/C T C SNV POSTN POSTN:intronic:NM_006475.2 1 50 intronic NM_006475.2c.1791+15A>Gp.? -0.01 Fasciclin domainrs7323378 0.4621 YES 1.437E-1 (pos.38153351) Periostin bone regeneration,cell adhesion,cellular response to fibroblast growth factor stimulus,cellular response to transforming growth factor beta stimulus,cellular response to tumor necrosis factor,cellular response to vitamin K,extracellular matrix,extracellular matrix organization,extracellular space,heparin binding,metal ion binding,negative regulation of cell-matrix adhesion,negative regulation of substrate adhesion-dependent cell spreading,neuromuscular junction,neuron projection extension,positive regulation of chemokine (C-C motif) ligand 2 secretion,positive regulation of smooth muscle cell migration,protein binding,proteinaceous extracellular matrix,regulation of Notch signaling pathway,regulation of systemic arterial blood pressure,response to estradiol,response to hypoxia,response to mechanical stimulus,response to muscle activity,skeletal system development,trans-Golgi networkAsthma;Asthma, Aspirin-Induced;Bronchial Diseases;Bronchopulmonary Dysplasia;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Drug Hypersensitivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Hypertension;Immune System Diseases;Infant, Newborn, Diseases;Infant, Premature, Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Lung Diseases;Lung Injury;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Duchenne;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Rectal Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Urologic Diseases;Vascular DiseaT=16, C=16 T=0.5, C=0.5 0.00001 158.383 32 T=8/8, C=12/4

chr13:38237872 A/G A G SNV TRPC4 TRPC4:intronic:NM_003306.1 1 95.65 intronic NM_003306.1c.1375-6T>Cp.? 0.43 Ion transport protein,Transient receptor ion channel IIrs2985171 5.00E-04 1.0 (pos.38237872) Transient receptor potential cation channel, subfamily C, member 4basolateral plasma membrane,beta-catenin binding,cadherin binding,calcium channel activity,calcium channel complex,calcium ion import,calcium ion transmembrane transport,calcium ion transport,caveola,cell surface,cell-cell junction,cortical cytoskeleton,gamma-aminobutyric acid secretion,inositol 1,4,5 trisphosphate binding,integral component of membrane,integral component of plasma membrane,manganese ion transport,oligodendrocyte differentiation,plasma membrane,protein binding,protein complex,regulation of cytosolic calcium ion concentration,store-operated calcium channel activityNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesA=1, G=22 A=0.0435, G=0.9565 0.00001 288.994 23 A=1/0, G=7/15

chr13:38924083 T/T A T SNV UFM1 UFM1:intronic:NM_016617.3 1 100 intronic NM_016617.3c.2+25A>T p.? -0.14 Ubiquitin fold modifier 1 proteinrs2231330 0.0286 YES 9.884E-1 (pos.38924083) Ubiquitin-fold modifier 1cytoplasm,endoplasmic reticulum,extracellular exosome,negative regulation of apoptotic process,nucleus,protein K69-linked ufmylation,protein binding,protein ufmylation,regulation of intracellular estrogen receptor signaling pathway,response to endoplasmic reticulum stressA=0, T=21 A=0.0, T=1.0 0.00001 281.231 21 A=0/0, T=14/7

chr5:111545670 G/G C G SNV EPB41L4A EPB41L4A:exonic:NM_022140.4 1 100 13 missense NM_022140.4c.1097G>C p.Ser366Thr 0.19 0.33 58 0.006 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domainrs756743798,rs890757 0.3013 YES 0.0 (pos.111545655),9.907E-1 (pos.111545670)Erythrocyte membrane protein band 4.1-like 4Aactomyosin structure organization,biological_process,cellular_component,cytoplasm,cytoskeletal protein binding,cytoskeleton,molecular_function,structural constituent of cytoskeletonC=0, G=28 C=0.0, G=1.0 0.00001 408.718 28 C=0/0, G=5/23

chr9:111936732 A/A G A SNV EPB41L4B EPB41L4B:utr_3:NM_019114.4 1 100 26 utr_3 NM_019114.4c.2805C>T p.? 0.67 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domainrs10733569 YES 7.699E-1 (pos.111936732) Erythrocyte membrane protein band 4.1-like 4Bactomyosin structure organization,apical part of cell,bicellular tight junction,cytoplasm,cytoskeletal protein binding,cytoskeleton,cytosol,plasma membrane,positive regulation of cell adhesion,positive regulation of gene expression,positive regulation of keratinocyte migration,regulation of keratinocyte proliferation,structural constituent of cytoskeleton,wound healingG=0, A=33 G=0.0, A=1.0 0.00001 503.873 33 G=0/0, A=16/17

chr13:40233404 C/C T C SNV COG6 COG6:intronic:NM_020751.2 1 100 intronic NM_020751.2c.154-97T>Cp.? -1.4 Conserved oligomeric complex COG6rs7330515 YES Component of oligomeric golgi complex 6ER to Golgi vesicle-mediated transport,Golgi membrane,Golgi transport complex,glycosylation,intra-Golgi vesicle-mediated transport,protein binding,protein transport,trans-Golgi network membraneHypohidrosis;Skin Diseases;Skin and Connective Tissue Diseases;Sweat Gland DiseasesT=0, C=22 T=0.0, C=1.0 0.00001 298.891 22 T=0/0, C=13/9

chr13:40239139 A/A G A SNV

COG6,MIR4

305 COG6:intronic:NM_020751.2, MIR4305:upstream:NR_036190.1 1
100

intronic NM_020751.2, NR_036190.1c.370-94G>Ap.? 0.39 Conserved oligomeric complex COG6rs7991151 YES Component of oligomeric golgi complex 6ER to Golgi vesicle-mediated transport,Golgi membrane,Golgi transport complex,glycosylation,intra-Golgi vesicle-mediated transport,protein binding,protein transport,trans-Golgi network membraneHypohidrosis;Skin Diseases;Skin and Connective Tissue Diseases;Sweat Gland DiseasesG=0, A=31 G=0.0, A=1.0 0.00001 465.816 31 G=0/0, A=18/13

chr13:40263979 C/C T C SNV COG6 COG6:intronic:NM_020751.2 1 100 intronic NM_020751.2c.1074+18T>Cp.? 0.25 Conserved oligomeric complex COG6rs9548882 0.2781 YES 2.993E-1 (pos.40263979) Component of oligomeric golgi complex 6ER to Golgi vesicle-mediated transport,Golgi membrane,Golgi transport complex,glycosylation,intra-Golgi vesicle-mediated transport,protein binding,protein transport,trans-Golgi network membraneHypohidrosis;Skin Diseases;Skin and Connective Tissue Diseases;Sweat Gland DiseasesBenign T=0, C=42 T=0.0, C=1.0 0.00001 683.998 42 T=0/0, C=18/24

chr2:120885310 A/A G A SNV EPB41L5 EPB41L5:exonic:NM_020909.3 1 100 17 missense NM_020909.3c.1384G>A p.Ala462Thr 0.6 1 58 0 0.03(COSM3757600)FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domainrs1034489 0.2783 YES 7.101E-1 (pos.120885310)adenocarcinoma,neoplasmErythrocyte membrane protein band 4.1-like 5actomyosin structure organization,apical constriction,axial mesoderm morphogenesis,cellular response to transforming growth factor beta stimulus,cytoskeletal protein binding,cytoskeleton,cytosol,ectoderm development,embryonic foregut morphogenesis,endoderm development,epithelial to mesenchymal transition,focal adhesion,in utero embryonic development,left/right axis specification,mesoderm migration involved in gastrulation,negative regulation of cell-cell adhesion,negative regulation of protein binding,neural plate morphogenesis,paraxial mesoderm development,plasma membrane,positive regulation of epithelial cell migration,positive regulation of epithelial to mesenchymal transition,positive regulation of focal adhesion assembly,positive regulation of protein binding,posttranscriptional regulation of gene expression,protein domain specific binding,regulation of establishment of protein localization,ruffle membrane,somite rostral/caudal axis specification,structural constituent of cytoskeleton,substrate-dependentG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=12/14

chr7:143097100 G/G A G SNV EPHA1 EPHA1:exonic:NM_005232.4 1 100 4 missense NM_005232.4c.479T>C p.Val160Ala 0.99 0.39 64 0 0.01(COSM4161909),0.01(COSM4161910)Ephrin receptor ligand binding domain,Ephrin type-A receptor 2 transmembrane domain,Fibronectin type III domain,Protein kinase domain,Protein tyrosine kinase,SAM domain (Sterile alpha motif)rs4725617 0.0773 YES 9.914E-1 (pos.143097100)neoplasm eph tyrosine kinase 1 (erythropoietin-producing hepatoma amplified sequence; oncogene EPH; ephrin receptor EphA1)ATP binding,activation of GTPase activity,angiogenesis,cell surface receptor signaling pathway,ephrin receptor signaling pathway,integral component of plasma membrane,negative regulation of cell migration,negative regulation of protein kinase activity,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of angiogenesis,positive regulation of cell migration,positive regulation of cell proliferation,positive regulation of cell-matrix adhesion,positive regulation of stress fiber assembly,protein autophosphorylation,protein kinase activity,protein kinase binding,regulation of GTPase activity,somatic stem cell population maintenance,substrate adhesion-dependent cell spreading,transmembrane-ephrin receptor activityAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Dementia;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Rectal Diseases;TauopathiesA=0, G=23 A=0.0, G=1.0 0.00001 316.685 23 A=0/0, G=12/11

chr1:16464671 GA/GA G GA INDEL EPHA2 EPHA2:exonic:NM_004431.4 1 100 5 frameshiftInsertion NM_004431.4c.988_989insTp.Ser330fs 7.96 Ephrin receptor ligand binding domain,Ephrin type-A receptor 2 transmembrane domain,Fibronectin type III domain,Interferon-alpha/beta receptor, fibronectin type III,Protein kinase domain,Protein tyrosine kinase,SAM domain (Sterile alpha motif)rs757313469 0.0 (pos.16464671) Ephrin receptor EphA2ATP binding,activation of GTPase activity,axial mesoderm formation,blood vessel endothelial cell proliferation involved in sprouting angiogenesis,bone remodeling,branching involved in mammary gland duct morphogenesis,cAMP metabolic process,cadherin binding,cell adhesion,cell chemotaxis,cell migration,cell motility,cell surface,defense response to Gram-positive bacterium,ephrin receptor activity,ephrin receptor signaling pathway,focal adhesion,inflammatory response,integral component of plasma membrane,intracellular,intrinsic apoptotic signaling pathway in response to DNA damage,keratinocyte differentiation,lamellipodium,lamellipodium membrane,leading edge membrane,lens fiber cell morphogenesis,mammary gland epithelial cell proliferation,multicellular organism development,negative regulation of angiogenesis,negative regulation of chemokine production,negative regulation of lymphangiogenesis,negative regulation of protein kinase B signaling,neural tube development,neuron differentiation,notochord cell developmeAbnormalities, Multiple;Cardiovascular Abnormalities;Cardiovascular Diseases;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Eye Diseases;Heart Defects, Congenital;Heart Diseases;Heart Valve Diseases;Hyperpigmentation;LEOPARD Syndrome;Lens Diseases;Lentigo;Melanosis;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Noonan Syndrome;Pigmentation Disorders;Pulmonary Valve Stenosis;Skin Diseases;Skin and Connective Tissue DiseasesDasatinib,Phosphoaminophosphonic Acid-Adenylate Ester,RegorafenibG=0, GA=30 G=0.0, GA=1.0 0.00001 386.714 30 G=0/0, GA=11/19

chr13:41791440 A/A T A SNV

LOC101929

140,MTRF1 MTRF1:intronic:NM_004294.2, LOC101929140:intronic_nc:NR_120423.11
100

intronic NR_120423.1, NM_004294.2c.1225-76A>Tp.? -0.34 PCRF domain,RF-1 domainrs2274903 YES Translational release factor, mitochondrial, 1mitochondrion,regulation of translational termination,translation release factor activity,translational terminationT=0, A=113 T=0.0, A=1.0 0.00001 1626.76 113 T=0/0, A=32/81

chr13:41835089 G/G T G SNV MTRF1 MTRF1:intronic:NM_004294.2 1 100 intronic NM_004294.2c.-7-38A>C p.? 0.84 PCRF domain,RF-1 domainrs1332940 0.2892 YES 5.779E-1 (pos.41835089) Translational release factor, mitochondrial, 1mitochondrion,regulation of translational termination,translation release factor activity,translational terminationT=0, G=93 T=0.0, G=1.0 0.00001 1555.33 93 T=0/0, G=29/64

chr13:42390740 G/C G C SNV VWA8 VWA8:intronic:NM_015058.1 1 51.85 intronic NM_015058.1c.1947+94C>Gp.? -0.03 AAA domain (dynein-related subfamily)rs78527162 YES von Willebrand factor A domain-containing protein 8ATP binding,ATPase activity,mitochondrionAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersG=13, C=14 G=0.4815, C=0.5185 0.00001 132.665 27 G=3/10, C=8/6

chr13:42461189 A/A C A SNV VWA8 VWA8:intronic:NM_015058.1 1 100 intronic NM_015058.1c.816+144G>Tp.? 0.06 AAA domain (dynein-related subfamily)rs7328609 YES von Willebrand factor A domain-containing protein 8ATP binding,ATPase activity,mitochondrionAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersC=0, A=48 C=0.0, A=1.0 0.00001 810.435 48 C=0/0, A=35/13

chr13:42481712 T/T C T SNV VWA8 VWA8:intronic:NM_015058.1 1 100 intronic NM_015058.1c.483+10G>Ap.? -0.74 0.01(COSM3765702)AAA domain (dynein-related subfamily)rs2003064 0.1386 YES 9.994E-1 (pos.42481712) hepatocellular_carcinomavon Willebrand factor A domain-containing protein 8ATP binding,ATPase activity,mitochondrionAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersC=0, T=38 C=0.0, T=1.0 0.00001 603.785 38 C=0/0, T=14/24

chr13:42780367 A/T A T SNV DGKH DGKH:intronic:NM_178009.4 1 58.33 intronic NM_178009.4c.2601+85A>Tp.? -0.34 Diacylglycerol kinase accessory domain,Diacylglycerol kinase catalytic domain,PH domain,Phorbol esters/diacylglycerol binding domain (C1 domain),SAM domain (Sterile alpha motif)rs17063019 YES Diacylglycerol kinase, eta, 130kDATP binding,NAD+ kinase activity,cytoplasm,diacylglycerol kinase activity,endosome,intracellular,intracellular signal transduction,metal ion binding,phosphatidic acid metabolic process,phosphorylation,plasma membrane,platelet activation,protein kinase C-activating G-protein coupled receptor signaling pathway,protein oligomerizationBipolar Disorder;Bipolar and Related Disorders;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephrolithiasis;Urolithiasis;Urologic DiseasesA=10, T=14 A=0.4167, T=0.5833 0.00001 123.993 24 A=1/9, T=4/10

chr13:42780398 T/C T C SNV DGKH DGKH:intronic:NM_178009.4 1 50 intronic NM_178009.4c.2601+116T>Cp.? -1.51 Diacylglycerol kinase accessory domain,Diacylglycerol kinase catalytic domain,PH domain,Phorbol esters/diacylglycerol binding domain (C1 domain),SAM domain (Sterile alpha motif)rs9594704 YES Diacylglycerol kinase, eta, 130kDATP binding,NAD+ kinase activity,cytoplasm,diacylglycerol kinase activity,endosome,intracellular,intracellular signal transduction,metal ion binding,phosphatidic acid metabolic process,phosphorylation,plasma membrane,platelet activation,protein kinase C-activating G-protein coupled receptor signaling pathway,protein oligomerizationBipolar Disorder;Bipolar and Related Disorders;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephrolithiasis;Urolithiasis;Urologic DiseasesT=12, C=12 T=0.5, C=0.5 0.00001 105.397 24 T=2/10, C=2/10

chr13:43155443 A/A G A SNV TNFSF11 TNFSF11:intronic:NM_003701.3 1 100 intronic NM_003701.3c.387+14G>Ap.? 1.29 TNF(Tumour Necrosis Factor) familyrs2277439 0.1678 YES 6.968E-1 (pos.43155443) Tumor necrosis factor ligand superfamily, member 11 (osteoprotegerin ligand)ERK1 and ERK2 cascade,TNFSF11-mediated signaling pathway,activation of JUN kinase activity,animal organ morphogenesis,bone resorption,calcium ion homeostasis,calcium-mediated signaling,cellular response to leukemia inhibitory factor,cytokine activity,cytokine-mediated signaling pathway,cytoplasm,extracellular region,extracellular space,immune response,integral component of plasma membrane,mammary gland alveolus development,mammary gland epithelial cell proliferation,monocyte chemotaxis,ossification,osteoclast differentiation,osteoclast proliferation,paracrine signaling,plasma membrane,positive regulation of DNA binding transcription factor activity,positive regulation of ERK1 and ERK2 cascade via TNFSF11-mediated signaling,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of NF-kappaB transcription factor activity,positive regulation of T cell activation,positive regulation of bone resorption,positive regulation of corticotropin-releasingAlveolar Bone Loss;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Bone Resorption;Calcium Metabolism Disorders;Chronic Periodontitis;Hemic and Lymphatic Diseases;Hypercalcemia;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Metabolic Diseases;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Nutritional and Metabolic Diseases;Osteochondrodysplasias;Osteolysis;Osteopetrosis;Osteoporosis;Osteosclerosis;Periodontal Atrophy;Periodontal Diseases;Periodontitis;Stomatognathic Diseases;Water-Electrolyte ImbalanceDenosumab,Lenalidomide,ThiocolchicosideBenign G=0, A=59 G=0.0, A=1.0 0.00001 885.107 59 G=0/0, A=23/36

chr6:94067981 C/T C T SNV EPHA7 EPHA7:exonic:NM_004440.3 1 47.62 4 synonymous NM_004440.3c.981G>A p.(=) -2.42 0.02(COSM3762229)Ephrin receptor ligand binding domain,Ephrin type-A receptor 2 transmembrane domain,Fibronectin type III domain,Protein kinase domain,Protein tyrosine kinase,Putative ephrin-receptor like,SAM domain (Sterile alpha motif)rs164544 0.4633 YES 8.3E-1 (pos.94067981) adenocarcinoma,hepatocellular_carcinomaEphrin receptor EphA7ATP binding,GPI-linked ephrin receptor activity,apoptotic process,axon guidance receptor activity,brain development,branching morphogenesis of a nerve,chemorepellent activity,dendrite,ephrin receptor binding,ephrin receptor signaling pathway,integral component of plasma membrane,negative chemotaxis,negative regulation of collateral sprouting,negative regulation of synapse assembly,nephric duct morphogenesis,neuromuscular junction,neuronal cell body,peptidyl-tyrosine phosphorylation,phosphorylation,plasma membrane,positive regulation of neuron apoptotic process,positive regulation of protein phosphorylation,postsynaptic membrane,protein binding,protein tyrosine kinase activity,regulation of ERK1 and ERK2 cascade,regulation of cell-cell adhesion,regulation of cysteine-type endopeptidase activity involved in apoptotic process,regulation of peptidyl-tyrosine phosphorylation,regulation of protein autophosphorylation,retinal ganglion cell axon guidanceBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic Neoplasms5-(2-methyl-5-{3-(trifluoromethyl)phenylcarbamoyl}phenyl)aminopyridine-3-carboxamideC=11, T=10 C=0.5238, T=0.4762 0.00001 82.29 21 C=3/8, T=7/3

chr1:23219493 C/C T C SNV EPHB2 EPHB2:exonic:NM_004442.7 1 100 7 synonymous NM_004442.7c.1545T>C p.(=) -0.02 Ephrin receptor ligand binding domain,Ephrin type-A receptor 2 transmembrane domain,Fibronectin type III domain,Protein kinase domain,Protein tyrosine kinase,Putative ephrin-receptor like,SAM domain (Sterile alpha motif)rs309472 0.0077 1.0;0.0 (pos.23219493) eph tyrosine kinase 3 (ephrin receptor EphB2)ATP binding,amyloid-beta binding,angiogenesis,axon,axon guidance,axon guidance receptor activity,axonal fasciculation,camera-type eye morphogenesis,central nervous system projection neuron axonogenesis,commissural neuron axon guidance,corpus callosum development,cytosol,dendrite,dendritic spine development,dendritic spine morphogenesis,ephrin receptor activity,ephrin receptor signaling pathway,extracellular region,identical protein binding,inactivation of MAPKK activity,inner ear morphogenesis,integral component of membrane,integral component of plasma membrane,learning,learning or memory,macromolecular complex binding,negative regulation of ERK1 and ERK2 cascade,negative regulation of NMDA glutamate receptor activity,negative regulation of Ras protein signal transduction,negative regulation of axonogenesis,negative regulation of protein phosphorylation,nervous system development,neuron projection retraction,neuronal cell body,nucleus,optic nerve morphogenesis,palate development,peptidyl-tyrosine phosphorylatEpendymoma;Genital Diseases, Male;Genital Neoplasms, Male;Glioma;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsPhosphoaminophosphonic Acid-Adenylate EsterT=0, C=20 T=0.0, C=1.0 0.00001 263.785 20 T=0/0, C=7/13

chr13:45010283 G/G T G SNV TSC22D1 TSC22D1:intronic:NM_183422.3 1 100 intronic NM_183422.3c.2913-52A>Cp.? 0.2 TSC-22/dip/bun familyrs1555781 0.0013 YES 9.557E-1;0.0;0.0 (pos.45010283) TSC22 domain family, member 1DNA binding transcription factor activity,cytoplasm,nucleus,protein binding,protein dimerization activity,regulation of transcription, DNA-templated,transcription from RNA polymerase II promoterCarcinogenesis;Cell Transformation, Neoplastic;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Neoplastic ProcessesT=0, G=123 T=0.0, G=1.0 0.00001 1996.64 123 T=0/0, G=44/79

chr1:226026406 A/G A G SNV EPHX1 EPHX1:exonic:NM_001136018.3 1 50 4 missense NM_001136018.3c.416A>G p.His139Arg 0.82 1 29 0 0.04(COSM3735957)Epoxide hydrolase N terminus,alpha/beta hydrolase foldrs2234922 0.205 YES 1.284E-1;0.0 (pos.226026406)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,malignant_melanomaEpoxide hydroxylase 1, microsomal xenobioticaromatic compound catabolic process,cellular response to glucocorticoid stimulus,cis-stilbene-oxide hydrolase activity,diol biosynthetic process,endoplasmic reticulum membrane,enzyme binding,epoxide hydrolase activity,epoxide metabolic process,integral component of membrane,liver development,organelle membrane,plasma membrane,response to toxic substance,xenobiotic metabolic processAdenocarcinoma;Amphetamine-Related Disorders;Blood Protein Disorders;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hypertension, Pregnancy-Induced;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Diseases, Obstructive;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Multiple Myeloma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Glandular and Epithelialdrug responseA=18, G=18 A=0.5, G=0.5 0.00001 185.885 36 A=10/8, G=10/8

chr17:19232078 C/C T C SNV EPN2 EPN2:exonic:NM_014964.4 1 100 8 missense NM_014964.4c.1202T>C p.Val401Ala 2.21 0.73 64 0 ANTH domain,ENTH domain,Ubiquitin interaction motifrs6587220 0.0117 YES 8.419E-1 (pos.19232078) Epsin 2 cadherin binding,clathrin coat of endocytic vesicle,cytosol,endocytosis,intracellular membrane-bounded organelle,lipid binding,membrane organization,protein bindingT=0, C=32 T=0.0, C=1.0 0.00001 485.139 32 T=0/0, C=20/12

chr13:46619316 C/C T C SNV ZC3H13 ZC3H13:intronic:NM_015070.5 1 100 intronic NM_015070.5c.118-117A>Gp.? 0.84 Zinc finger C-x8-C-x5-C-x3-H type (and similar)rs3736944 YES Zinc finger CCCH domain-containing protein 13RNA binding,metal ion binding,nuclear speck,nucleoplasm,protein bindingT=0, C=51 T=0.0, C=1.0 0.00001 749.031 51 T=0/0, C=24/27



chr17:48613837 G/G A G SNV

EPN3,LOC10

5371824 EPN3:utr_5:NM_017957.2, LOC105371824:downstream:NR_135675.11
100

2 utr_5 NM_017957.2, NR_135675.1c.-81A>G p.? -3.83 0(COSM4590150)ANTH domain,ENTH domain,Ubiquitin interaction motifrs3785915 YES 9.194E-1 (pos.48613837) adenocarcinoma,squamous_cell_carcinomaEpsin 3 EH domain binding,clathrin-coated pit,clathrin-coated vesicle,extracellular exosome,extrinsic component of plasma membrane,intracellular membrane-bounded organelle,lipid binding,nucleoplasm,nucleus,perinuclear region of cytoplasm,protein bindingA=0, G=46 A=0.0, G=1.0 0.00001 768.262 46 A=0/0, G=21/25

chr13:46629995 A/A C A SNV

CPB2,CPB2-

AS1 CPB2:intronic:NM_001872.4, CPB2-AS1:intronic_nc:NR_046226.1 1
100

intronic NR_046226.1, NM_001872.4c.1000-11G>Tp.? -2.44 Carboxypeptidase activation peptide,Zinc carboxypeptidasers1926446 0.2991 YES 8.17E-1 (pos.46629995) Carboxypeptidase B2, plasma (carboxypeptidase U)blood coagulation,cell,cellular response to glucose stimulus,extracellular exosome,extracellular region,extracellular space,fibrinolysis,liver regeneration,metallocarboxypeptidase activity,negative regulation of fibrinolysis,negative regulation of hepatocyte proliferation,negative regulation of plasminogen activation,positive regulation of extracellular matrix constituent secretion,proteolysis,regulation of complement activation,response to drug,response to heat,zinc ion bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionAZD-9684,Prothrombin C=0, A=62 C=0.0, A=1.0 0.00001 946.31 62 C=0/0, A=22/40

chr13:46632226 C/C A C SNV

CPB2,CPB2-

AS1 CPB2:intronic:NM_001872.4, CPB2-AS1:intronic_nc:NR_046226.1 1
100

intronic NR_046226.1, NM_001872.4c.999+88T>Gp.? 2.9 Carboxypeptidase activation peptide,Zinc carboxypeptidasers2296641 YES Carboxypeptidase B2, plasma (carboxypeptidase U)blood coagulation,cell,cellular response to glucose stimulus,extracellular exosome,extracellular region,extracellular space,fibrinolysis,liver regeneration,metallocarboxypeptidase activity,negative regulation of fibrinolysis,negative regulation of hepatocyte proliferation,negative regulation of plasminogen activation,positive regulation of extracellular matrix constituent secretion,proteolysis,regulation of complement activation,response to drug,response to heat,zinc ion bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionAZD-9684,Prothrombin A=0, C=31 A=0.0, C=1.0 0.00001 465.796 31 A=0/0, C=18/13

chr8:144941419 C/T C T SNV EPPK1 EPPK1:exonic:NM_031308.3 1 50 2 synonymous NM_031308.3c.6003G>A p.(=) -4.86 0.05(COSM454169)Plectin repeatrs12681478 0.4003 YES 1.402E-1;0.0 (pos.144941419)adenocarcinomaEpiplakin 1 RNA binding,apicolateral plasma membrane,basolateral plasma membrane,bicellular tight junction,cell periphery,cell projection,cytoplasm,cytoskeletal protein binding,cytoskeleton,hemidesmosome,intermediate filament binding,intermediate filament cytoskeleton,intermediate filament organization,keratin filament,negative regulation of cell migration,negative regulation of epithelial cell proliferation,negative regulation of keratinocyte migration,negative regulation of keratinocyte proliferation,negative regulation of wound healing,perinucleolar compartment,regulation of epithelium regeneration,wound healingAcneiform Eruptions;Chloracne;Skin Diseases;Skin and Connective Tissue DiseasesC=25, T=25 C=0.5, T=0.5 0.00001 288.835 50 C=6/19, T=6/19

chr13:47224514 G/A G A SNV LRCH1 LRCH1:intronic:NM_001164211.1 1 53.33 intronic NM_001164211.1c.452+34G>Ap.? -2.45 Calponin homology (CH) domain,Leucine Rich repeat,Leucine rich repeatrs41284183 0.114 YES 6.544E-2 (pos.47224514) Leucine-rich repeats and calponin homology domain-containing 1cellular response to chemokine,cytoplasm,negative regulation of GTPase activity,negative regulation of T cell migration,plasma membrane,protein binding,signal transductionG=49, A=56 G=0.4667, A=0.5333 0.00001 589.827 105 G=27/22, A=32/24

chr13:47261970 C/C T C SNV LRCH1 LRCH1:intronic:NM_001164211.1 1 100 intronic NM_001164211.1c.823-17T>Cp.? 1.25 Calponin homology (CH) domain,Leucine Rich repeat,Leucine rich repeatrs842375 0.2564 YES 8.521E-1 (pos.47261970) Leucine-rich repeats and calponin homology domain-containing 1cellular response to chemokine,cytoplasm,negative regulation of GTPase activity,negative regulation of T cell migration,plasma membrane,protein binding,signal transductionT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=9/15

chr1:110295772 C/C T C SNV EPS8L3 EPS8L3:exonic:NM_139053.2 1 100 13 synonymous NM_139053.2c.1170A>G p.(=) -2.06 0.01(COSM3750218)Phosphotyrosine-binding domain,SH3 domain,Variant SH3 domainrs1887547 0.401 YES 8.389E-1 (pos.110295772)acute_myeloid_leukaemia,adenocarcinomaEPS8-like protein 3Rac guanyl-nucleotide exchange factor activity,actin filament binding,cytoplasm,protein binding,regulation of hair cycleGenital Diseases, Male;Genital Neoplasms, Male;Hair Diseases;Hypotrichosis;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsT=0, C=29 T=0.0, C=1.0 0.00001 427.603 29 T=0/0, C=13/16

chr13:43462422 T/T A T SNV EPSTI1 EPSTI1:exonic:NM_001002264.3 1 100 13 missense NM_001002264.3c.1197T>A p.Asn399Lys 1.48 0 94 0.992 0.81(COSM3753699) rs1044856,rs756592202 0.3412 YES 1.474E-1;0.0 (pos.43462422)adenocarcinoma,basal_cell_carcinoma,hepatocellular_carcinoma,neoplasmEpithelial stromal interaction 1 A=0, T=55 A=0.0, T=1.0 0.00001 814.903 55 A=0/0, T=32/23

chr13:48563008 A/A G A SNV SUCLA2 SUCLA2:intronic:NM_003850.2 1 100 intronic NM_003850.2c.371+9C>Tp.? 0.89 ATP-grasp domain,CoA-ligasers6561424 0.182 YES 7.925E-1 (pos.48563008) Succinate-CoA ligase, ADP-forming, beta subunitATP binding,catalytic activity,extracellular exosome,metal ion binding,mitochondrial matrix,mitochondrion,myelin sheath,protein binding,succinate metabolic process,succinate-CoA ligase (ADP-forming) activity,succinyl-CoA metabolic process,succinyl-CoA pathway,tricarboxylic acid cycleNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionSuccinic acidBenign G=0, A=26 G=0.0, A=1.0 0.00001 371.418 26 G=0/0, A=20/6

chr13:48563246 G/G A G SNV SUCLA2 SUCLA2:intronic:NM_003850.2 1 100 intronic NM_003850.2c.272-130T>Cp.? -0.16 ATP-grasp domain,CoA-ligasers6561425 YES Succinate-CoA ligase, ADP-forming, beta subunitATP binding,catalytic activity,extracellular exosome,metal ion binding,mitochondrial matrix,mitochondrion,myelin sheath,protein binding,succinate metabolic process,succinate-CoA ligase (ADP-forming) activity,succinyl-CoA metabolic process,succinyl-CoA pathway,tricarboxylic acid cycleNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionSuccinic acid A=0, G=20 A=0.0, G=1.0 0.00001 263.764 20 A=0/0, G=14/6

chr13:48575292 T/T C T SNV SUCLA2 SUCLA2:intronic:NM_003850.2 1 100 intronic NM_003850.2c.90+24G>Ap.? -0.64 ATP-grasp domain,CoA-ligasers9567972 0.1788 YES 8.286E-1 (pos.48575292) Succinate-CoA ligase, ADP-forming, beta subunitATP binding,catalytic activity,extracellular exosome,metal ion binding,mitochondrial matrix,mitochondrion,myelin sheath,protein binding,succinate metabolic process,succinate-CoA ligase (ADP-forming) activity,succinyl-CoA metabolic process,succinyl-CoA pathway,tricarboxylic acid cycleNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionSuccinic acid C=0, T=42 C=0.0, T=1.0 0.00001 685.219 42 C=0/0, T=39/3

chr13:48919358 G/G T G SNV RB1 RB1:intronic:NM_000321.2 1 100 intronic NM_000321.2c.500+23T>Gp.? -0.7 Domain of unknown function (DUF3452),Rb C-terminal domain,Retinoblastoma-associated protein A domain,Retinoblastoma-associated protein B domainrs198617 0.02 YES 9.973E-1 (pos.48919358) Retinoblastoma-1DNA binding,DNA binding transcription factor activity,G1/S transition of mitotic cell cycle,PML body,RNA polymerase II activating transcription factor binding,Ras protein signal transduction,Rb-E2F complex,SWI/SNF complex,androgen receptor binding,androgen receptor signaling pathway,biological_process,cell cycle arrest,cell cycle checkpoint,cell division,cell morphogenesis involved in neuron differentiation,cellular response to xenobiotic stimulus,cellular_component,chromatin,chromatin remodeling,core promoter binding,covalent chromatin modification,cyclin/CDK positive transcription elongation factor complex,digestive tract development,disordered domain specific binding,enucleate erythrocyte differentiation,glial cell apoptotic process,hepatocyte apoptotic process,identical protein binding,importin-alpha family protein binding,kinase binding,maintenance of mitotic sister chromatid cohesion,mitotic cell cycle checkpoint,molecular_function,myoblast differentiation,negative regulation of DNA binding transcriptioACMG Recommendations...;Adenocarcinoma;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Autoimmune Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Carcinoma, Squamous Cell;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Dermatitis;Digestive System Diseases;Digestive System Neoplasms;Drug Eruptions;Drug Hypersensitivity;Endocrine Gland Neoplasms;Endocrine System Diseases;Erythema;Erythema Multiforme;Esophageal Diseases;Esophageal Neoplasms;Eye Diseases;Eye Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, IGA;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Hypersensitivity;Immune System Diseases;Immunoproliferative Disorders;Kidney DiseaInsulin Human,Insulin PorkBenign T=0, G=25 T=0.0, G=1.0 0.00001 348.557 25 T=0/0, G=17/8

chr13:48921884 G/G A G SNV RB1 RB1:intronic:NM_000321.2 1 100 intronic NM_000321.2c.501-77A>Gp.? -0.72 Domain of unknown function (DUF3452),Rb C-terminal domain,Retinoblastoma-associated protein A domain,Retinoblastoma-associated protein B domainrs198616 0.0191 YES Retinoblastoma-1DNA binding,DNA binding transcription factor activity,G1/S transition of mitotic cell cycle,PML body,RNA polymerase II activating transcription factor binding,Ras protein signal transduction,Rb-E2F complex,SWI/SNF complex,androgen receptor binding,androgen receptor signaling pathway,biological_process,cell cycle arrest,cell cycle checkpoint,cell division,cell morphogenesis involved in neuron differentiation,cellular response to xenobiotic stimulus,cellular_component,chromatin,chromatin remodeling,core promoter binding,covalent chromatin modification,cyclin/CDK positive transcription elongation factor complex,digestive tract development,disordered domain specific binding,enucleate erythrocyte differentiation,glial cell apoptotic process,hepatocyte apoptotic process,identical protein binding,importin-alpha family protein binding,kinase binding,maintenance of mitotic sister chromatid cohesion,mitotic cell cycle checkpoint,molecular_function,myoblast differentiation,negative regulation of DNA binding transcriptioACMG Recommendations...;Adenocarcinoma;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Autoimmune Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Carcinoma, Squamous Cell;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Dermatitis;Digestive System Diseases;Digestive System Neoplasms;Drug Eruptions;Drug Hypersensitivity;Endocrine Gland Neoplasms;Endocrine System Diseases;Erythema;Erythema Multiforme;Esophageal Diseases;Esophageal Neoplasms;Eye Diseases;Eye Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, IGA;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Hypersensitivity;Immune System Diseases;Immunoproliferative Disorders;Kidney DiseaInsulin Human,Insulin PorkA=0, G=68 A=0.0, G=1.0 0.00001 1053.56 68 A=0/0, G=44/24

chr13:48947469 T/T G T SNV RB1 RB1:intronic:NM_000321.2 1 100 intronic NM_000321.2c.1128-72G>Tp.? 0.53 Domain of unknown function (DUF3452),Rb C-terminal domain,Retinoblastoma-associated protein A domain,Retinoblastoma-associated protein B domainrs185587 YES Retinoblastoma-1DNA binding,DNA binding transcription factor activity,G1/S transition of mitotic cell cycle,PML body,RNA polymerase II activating transcription factor binding,Ras protein signal transduction,Rb-E2F complex,SWI/SNF complex,androgen receptor binding,androgen receptor signaling pathway,biological_process,cell cycle arrest,cell cycle checkpoint,cell division,cell morphogenesis involved in neuron differentiation,cellular response to xenobiotic stimulus,cellular_component,chromatin,chromatin remodeling,core promoter binding,covalent chromatin modification,cyclin/CDK positive transcription elongation factor complex,digestive tract development,disordered domain specific binding,enucleate erythrocyte differentiation,glial cell apoptotic process,hepatocyte apoptotic process,identical protein binding,importin-alpha family protein binding,kinase binding,maintenance of mitotic sister chromatid cohesion,mitotic cell cycle checkpoint,molecular_function,myoblast differentiation,negative regulation of DNA binding transcriptioACMG Recommendations...;Adenocarcinoma;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Autoimmune Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Carcinoma, Squamous Cell;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Dermatitis;Digestive System Diseases;Digestive System Neoplasms;Drug Eruptions;Drug Hypersensitivity;Endocrine Gland Neoplasms;Endocrine System Diseases;Erythema;Erythema Multiforme;Esophageal Diseases;Esophageal Neoplasms;Eye Diseases;Eye Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, IGA;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Hypersensitivity;Immune System Diseases;Immunoproliferative Disorders;Kidney DiseaInsulin Human,Insulin PorkG=0, T=43 G=0.0, T=1.0 0.00001 705.814 43 G=0/0, T=30/13

chr13:49033747 A/A G A SNV RB1 RB1:intronic:NM_000321.2 1 100 intronic NM_000321.2c.1961-77G>Ap.? 0.29 Domain of unknown function (DUF3452),Rb C-terminal domain,Retinoblastoma-associated protein A domain,Retinoblastoma-associated protein B domainrs198580,rs894277694 YES Retinoblastoma-1DNA binding,DNA binding transcription factor activity,G1/S transition of mitotic cell cycle,PML body,RNA polymerase II activating transcription factor binding,Ras protein signal transduction,Rb-E2F complex,SWI/SNF complex,androgen receptor binding,androgen receptor signaling pathway,biological_process,cell cycle arrest,cell cycle checkpoint,cell division,cell morphogenesis involved in neuron differentiation,cellular response to xenobiotic stimulus,cellular_component,chromatin,chromatin remodeling,core promoter binding,covalent chromatin modification,cyclin/CDK positive transcription elongation factor complex,digestive tract development,disordered domain specific binding,enucleate erythrocyte differentiation,glial cell apoptotic process,hepatocyte apoptotic process,identical protein binding,importin-alpha family protein binding,kinase binding,maintenance of mitotic sister chromatid cohesion,mitotic cell cycle checkpoint,molecular_function,myoblast differentiation,negative regulation of DNA binding transcriptioACMG Recommendations...;Adenocarcinoma;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Autoimmune Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Carcinoma, Squamous Cell;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Dermatitis;Digestive System Diseases;Digestive System Neoplasms;Drug Eruptions;Drug Hypersensitivity;Endocrine Gland Neoplasms;Endocrine System Diseases;Erythema;Erythema Multiforme;Esophageal Diseases;Esophageal Neoplasms;Eye Diseases;Eye Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, IGA;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Hypersensitivity;Immune System Diseases;Immunoproliferative Disorders;Kidney DiseaInsulin Human,Insulin PorkG=0, A=27 G=0.0, A=1.0 0.00001 389.975 27 G=0/0, A=17/10

chr13:49051012 T/T C T SNV RB1 RB1:intronic:NM_000321.2 1 100 intronic NM_000321.2c.2663+33C>Tp.? 0.48 Domain of unknown function (DUF3452),Rb C-terminal domain,Retinoblastoma-associated protein A domain,Retinoblastoma-associated protein B domainrs3020646 0.0209 YES 9.975E-1 (pos.49051012) Retinoblastoma-1DNA binding,DNA binding transcription factor activity,G1/S transition of mitotic cell cycle,PML body,RNA polymerase II activating transcription factor binding,Ras protein signal transduction,Rb-E2F complex,SWI/SNF complex,androgen receptor binding,androgen receptor signaling pathway,biological_process,cell cycle arrest,cell cycle checkpoint,cell division,cell morphogenesis involved in neuron differentiation,cellular response to xenobiotic stimulus,cellular_component,chromatin,chromatin remodeling,core promoter binding,covalent chromatin modification,cyclin/CDK positive transcription elongation factor complex,digestive tract development,disordered domain specific binding,enucleate erythrocyte differentiation,glial cell apoptotic process,hepatocyte apoptotic process,identical protein binding,importin-alpha family protein binding,kinase binding,maintenance of mitotic sister chromatid cohesion,mitotic cell cycle checkpoint,molecular_function,myoblast differentiation,negative regulation of DNA binding transcriptioACMG Recommendations...;Adenocarcinoma;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Autoimmune Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Carcinoma, Squamous Cell;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Dermatitis;Digestive System Diseases;Digestive System Neoplasms;Drug Eruptions;Drug Hypersensitivity;Endocrine Gland Neoplasms;Endocrine System Diseases;Erythema;Erythema Multiforme;Esophageal Diseases;Esophageal Neoplasms;Eye Diseases;Eye Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, IGA;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Hypersensitivity;Immune System Diseases;Immunoproliferative Disorders;Kidney DiseaInsulin Human,Insulin PorkBenign C=0, T=27 C=0.0, T=1.0 0.00001 389.894 27 C=0/0, T=14/13

chr13:50115669 T/T C T SNV RCBTB1 RCBTB1:intronic:NM_018191.3 1 100 intronic NM_018191.3c.1324+143G>Ap.? -0.01 BTB/POZ domain,Regulator of chromosome condensation (RCC1) repeatrs1536195 YES RCC1 domain- and BTB domain-containing protein 1cell cycle,covalent chromatin modification,cytoplasm,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedAlcohol-Related Disorders;Alcoholism;Mental Disorders;Substance-Related DisordersC=0, T=27 C=0.0, T=1.0 0.00001 381.997 27 C=0/0, T=14/13

chr17:56271094 C/C G C SNV EPX EPX:exonic:NM_000502.5 1 100 4 missense NM_000502.5c.366G>C p.Gln122His 2.52 0.03 24 1 0.75(COSM4986138)Animal haem peroxidasers11652709,rs34702287 0.3176 YES 1.07E-1 (pos.56271094) adenocarcinoma,rhabdomyosarcomaEosinophil peroxidasecellular oxidant detoxification,defense response to nematode,eosinophil migration,extracellular exosome,extracellular region,extracellular space,heme binding,hydrogen peroxide catabolic process,metal ion binding,negative regulation of interleukin-10 production,negative regulation of interleukin-5 production,neutrophil degranulation,oxidation-reduction process,peroxidase activity,positive regulation of interleukin-4 production,response to oxidative stress,secretory granule lumenHematologic Diseases;Hemic and Lymphatic Diseases;Leukocyte DisordersMelatonin G=0, C=23 G=0.0, C=1.0 0.00001 316.743 23 G=0/0, C=19/4

chr17:56272390 G/G A G SNV EPX EPX:exonic:NM_000502.5 1 100 6 synonymous NM_000502.5c.660A>G p.(=) -0.21 0.01(COSM6350790)Animal haem peroxidasers2240815 0.4413 YES 2.401E-1 (pos.56272390) carcinoma Eosinophil peroxidasecellular oxidant detoxification,defense response to nematode,eosinophil migration,extracellular exosome,extracellular region,extracellular space,heme binding,hydrogen peroxide catabolic process,metal ion binding,negative regulation of interleukin-10 production,negative regulation of interleukin-5 production,neutrophil degranulation,oxidation-reduction process,peroxidase activity,positive regulation of interleukin-4 production,response to oxidative stress,secretory granule lumenHematologic Diseases;Hemic and Lymphatic Diseases;Leukocyte DisordersMelatonin A=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=22/8

chr17:56270442 A/G A G SNV EPX EPX:exonic:NM_000502.5 1 59.18 2 missense NM_000502.5c.120A>G p.Ile40Met -0.65 0.32 10 0.006 0.02(COSM4415033)Animal haem peroxidasers11079339 0.1409 YES 1.138E-1 (pos.56270442) acute_myeloid_leukaemia,ductal_carcinomaEosinophil peroxidasecellular oxidant detoxification,defense response to nematode,eosinophil migration,extracellular exosome,extracellular region,extracellular space,heme binding,hydrogen peroxide catabolic process,metal ion binding,negative regulation of interleukin-10 production,negative regulation of interleukin-5 production,neutrophil degranulation,oxidation-reduction process,peroxidase activity,positive regulation of interleukin-4 production,response to oxidative stress,secretory granule lumenHematologic Diseases;Hemic and Lymphatic Diseases;Leukocyte DisordersMelatonin A=20, G=29 A=0.4082, G=0.5918 0.00001 360.526 49 A=9/11, G=14/15

chr13:50244041 C/C T C SNV EBPL EBPL:intronic:NM_032565.4 1 100 intronic NM_032565.4c.172-59A>Gp.? -0.84 Emopamil binding proteinrs9535292 0.2728 YES Emopamil-binding protein-likecholestenol delta-isomerase activity,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,sterol metabolic processT=0, C=27 T=0.0, C=1.0 0.00001 383.861 27 T=0/0, C=10/17

chr13:50296026 C/C T C SNV KPNA3 KPNA3:intronic:NM_002267.3 1 100 intronic NM_002267.3c.726+65A>Gp.? -0.4 Armadillo/beta-catenin-like repeat,Atypical Arm repeat,HEAT repeats,HEAT-like repeat,Importin beta binding domainrs9535310 YES Karyopherin (importin) alpha-3NLS-bearing protein import into nucleus,cytosol,host cell,intracellular transport of virus,modulation by virus of host process,nuclear localization sequence binding,nuclear pore,nucleoplasm,protein C-terminus binding,protein binding,protein complex assembly,protein transporter activity,viral entry into host cell,viral penetration into host nucleusT=0, C=115 T=0.0, C=1.0 0.00001 1834.74 115 T=0/0, C=73/42

chr17:27187636 T/T G T SNV

ERAL1,MIR1

44,MIR451A

,MIR451B MIR144:downstream:NR_029685.1, MIR451B:upstream:NR_039876.1, MIR451A:downstream:NR_029970.1, ERAL1:utr_3:NM_005702.31

100

10 utr_3 NM_005702.3, NR_029970.1, NR_039876.1, NR_029685.1c.1379G>T p.? -0.15 50S ribosome-binding GTPase,AIG1 family,Dynamin family,Ferrous iron transport protein Brs9279 YES 6.783E-1;1.168E-4 (pos.27187636) ERA G-protein-like 1,Micro RNA 144GTP binding,RNA binding,cytosol,mitochondrial inner membrane,mitochondrial matrix,mitochondrial translational elongation,mitochondrial translational termination,mitochondrion,protein binding,rRNA binding,ribosomal small subunit assembly,ribosomal small subunit bindingG=0, T=25 G=0.0, T=1.0 0.00001 353.019 25 G=0/0, T=3/22

chr13:51953840 T/T C T SNV INTS6 INTS6:intronic:NM_012141.2 1 100 intronic NM_012141.2c.1276-132G>Ap.? -0.15 INTS6/SAGE1/DDX26B/CT45 C-terminus,von Willebrand factor type A domainrs3818360 YES Integrator complex subunit 6actin cytoskeleton,integrator complex,nucleoplasm,nucleus,protein binding,signal transduction,snRNA processing,snRNA transcription from RNA polymerase II promoter,transmembrane signaling receptor activityC=0, T=80 C=0.0, T=1.0 0.00001 1289.34 80 C=0/0, T=40/40

chr13:52293532 C/C T C SNV WDFY2 WDFY2:intronic:NM_052950.3 1 100 intronic NM_052950.3c.485+48T>Cp.? -1.17 FYVE zinc finger,WD domain, G-beta repeatrs912097 0.002 YES 1.0 (pos.52293532) WD repeat- and FYVE domain-containing protein 2early endosome,metal ion binding,positive regulation of fat cell differentiation,positive regulation of protein phosphorylation,protein binding,vesicleT=0, C=21 T=0.0, C=1.0 0.00001 280.986 21 T=0/0, C=8/13

chr5:96118852 C/C G C SNV ERAP1 ERAP1:exonic:NM_016442.4 1 100 15 missense NM_016442.4c.2188C>G p.Gln730Glu 0.98 0.96 29 0.038 0.3(COSM4419727)ERAP1-like C-terminal domain,Peptidase family M1 domainrs27044 0.2914 YES 4.948E-1 (pos.96118852) acute_myeloid_leukaemia,ductal_carcinomaEndoplasmic reticulum aminopeptidase 1adaptive immune response,aminopeptidase activity,angiogenesis,antigen processing and presentation of endogenous peptide antigen via MHC class I,antigen processing and presentation of peptide antigen via MHC class I,cell-cell signaling,cytosol,endopeptidase activity,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum membrane,extracellular exosome,extracellular region,extracellular space,fat cell differentiation,integral component of membrane,interleukin-1, Type II receptor binding,interleukin-6 receptor binding,membrane,membrane protein ectodomain proteolysis,metalloaminopeptidase activity,metalloexopeptidase activity,peptide binding,peptide catabolic process,plasma membrane,positive regulation of angiogenesis,protein binding,proteolysis,regulation of blood pressure,regulation of innate immune response,response to bacterium,signal transduction,zinc ion bindingAnkylosis;Arthritis;Behcet Syndrome;Bone Diseases;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hereditary Autoinflammatory Diseases;Hypertension;Joint Diseases;Mouth Diseases;Musculoskeletal Diseases;Panuveitis;Psoriasis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, Ankylosing;Stomatognathic Diseases;Uveal Diseases;Uveitis;Uveitis, Anterior;Vascular Diseases;VasculitisG=0, C=61 G=0.0, C=1.0 0.00001 903.157 61 G=0/0, C=36/25

chr13:52373814 C/C G C SNV DHRS12 DHRS12:intronic:NM_001270424.1 1 100 intronic NM_001270424.1c.57-11C>Gp.? -0.18 Enoyl-(Acyl carrier protein) reductase,GDP-mannose 4,6 dehydratase,KR domain,NAD dependent epimerase/dehydratase family,short chain dehydrogenasers9535761 0.1284 YES 6.488E-1 (pos.52373814) Short-chain dehydrogenase reductase family, member 12oxidation-reduction process,oxidoreductase activity G=0, C=22 G=0.0, C=1.0 0.00001 298.891 22 G=0/0, C=12/10

chr5:96129512 G/G A G SNV ERAP1 ERAP1:exonic:NM_016442.4 1 100 6 synonymous NM_016442.4c.1068T>C p.(=) -0.14 0.16(COSM4416463)ERAP1-like C-terminal domain,Peptidase family M1 domainrs27434 0.2203 YES 4.808E-1;0.0 (pos.96129512)acute_myeloid_leukaemiaEndoplasmic reticulum aminopeptidase 1adaptive immune response,aminopeptidase activity,angiogenesis,antigen processing and presentation of endogenous peptide antigen via MHC class I,antigen processing and presentation of peptide antigen via MHC class I,cell-cell signaling,cytosol,endopeptidase activity,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum membrane,extracellular exosome,extracellular region,extracellular space,fat cell differentiation,integral component of membrane,interleukin-1, Type II receptor binding,interleukin-6 receptor binding,membrane,membrane protein ectodomain proteolysis,metalloaminopeptidase activity,metalloexopeptidase activity,peptide binding,peptide catabolic process,plasma membrane,positive regulation of angiogenesis,protein binding,proteolysis,regulation of blood pressure,regulation of innate immune response,response to bacterium,signal transduction,zinc ion bindingAnkylosis;Arthritis;Behcet Syndrome;Bone Diseases;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hereditary Autoinflammatory Diseases;Hypertension;Joint Diseases;Mouth Diseases;Musculoskeletal Diseases;Panuveitis;Psoriasis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, Ankylosing;Stomatognathic Diseases;Uveal Diseases;Uveitis;Uveitis, Anterior;Vascular Diseases;VasculitisA=0, G=38 A=0.0, G=1.0 0.00001 603.786 38 A=0/0, G=19/19

chr5:96139250 G/G C G SNV ERAP1 ERAP1:exonic:NM_016442.4 1 100 2 missense NM_016442.4c.380G>C p.Arg127Pro 0.18 0.47 103 0 0(COSM4160066),0.07(COSM4418435)ERAP1-like C-terminal domain,Peptidase family M1 domainrs26653,rs748006763 0.2914 YES 4.533E-1;0.0 (pos.96139250)acute_myeloid_leukaemia,carcinoma,ductal_carcinoma,neoplasmEndoplasmic reticulum aminopeptidase 1adaptive immune response,aminopeptidase activity,angiogenesis,antigen processing and presentation of endogenous peptide antigen via MHC class I,antigen processing and presentation of peptide antigen via MHC class I,cell-cell signaling,cytosol,endopeptidase activity,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum membrane,extracellular exosome,extracellular region,extracellular space,fat cell differentiation,integral component of membrane,interleukin-1, Type II receptor binding,interleukin-6 receptor binding,membrane,membrane protein ectodomain proteolysis,metalloaminopeptidase activity,metalloexopeptidase activity,peptide binding,peptide catabolic process,plasma membrane,positive regulation of angiogenesis,protein binding,proteolysis,regulation of blood pressure,regulation of innate immune response,response to bacterium,signal transduction,zinc ion bindingAnkylosis;Arthritis;Behcet Syndrome;Bone Diseases;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hereditary Autoinflammatory Diseases;Hypertension;Joint Diseases;Mouth Diseases;Musculoskeletal Diseases;Panuveitis;Psoriasis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, Ankylosing;Stomatognathic Diseases;Uveal Diseases;Uveitis;Uveitis, Anterior;Vascular Diseases;VasculitisC=0, G=42 C=0.0, G=1.0 0.00001 683.807 42 C=0/0, G=29/13

chr3:56330368 C/T C T SNV ERC2 ERC2:exonic:NM_015576.2 1 56 3 synonymous NM_015576.2c.753G>A p.(=) -2.49 0.03(COSM4158245),0.03(COSM4158246)RIM-binding protein of the cytomatrix active zoners56227347 0.0176 YES 3.478E-4 (pos.56330368) neoplasm ELKS/RAB6-interacting/CAST family, member 2cell junction,cytoplasm,cytoskeleton,growth cone,presynaptic active zone,presynaptic membrane,protein bindingC=11, T=14 C=0.44, T=0.56 0.00001 134.35 25 C=5/6, T=8/6

chr19:45855524 G/A G A SNV ERCC2,KLC3 KLC3:downstream:NM_177417.2, ERCC2:exonic:NM_000400.3 1 50 22 synonymous NM_177417.2, NM_000400.3c.*909G>A, c.2133C>Tp.?, p.(=) -0.97 0.11(COSM3756953)DEAD_2,Helical and beta-bridge domain,Helicase C-terminal domainrs1052555 0.3331 YES 6.486E-2 (pos.45855524) adenocarcinoma,haemangioblastomaExcision repair cross complementing rodent repair deficiency, complementation group-2,Kinesin, light chain, 34 iron, 4 sulfur cluster binding,5'-3' DNA helicase activity,7-methylguanosine mRNA capping,ATP binding,ATP-dependent DNA helicase activity,DNA binding,DNA duplex unwinding,DNA-dependent ATPase activity,MMXD complex,RNA polymerase II carboxy-terminal domain kinase activity,UV protection,aging,apoptotic process,axo-dendritic transport,bone mineralization,cell proliferation,central nervous system myelin formation,chromosome segregation,ciliary rootlet,core TFIIH complex,cyclin-dependent protein kinase activating kinase holoenzyme complex,cytoplasm,cytosol,embryonic cleavage,embryonic organ development,erythrocyte maturation,extracellular matrix organization,global genome nucleotide-excision repair,hair cell differentiation,hair follicle maturation,hematopoietic stem cell differentiation,holo TFIIH complex,in utero embryonic development,kinesin binding,kinesin complex,metal ion binding,microtubule,microtubule binding,microtubule motor activity,motile cilium,multicellular organism growth,neuron projection,nucleopAbnormalities, Multiple;Agenesis of Corpus Callosum;Arthrogryposis;Bone Diseases;Bone Diseases, Developmental;Carcinoma;Carcinoma, Squamous Cell;Cataract;Cockayne Syndrome;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DNA Repair-Deficiency Disorders;Demyelinating Diseases;Digestive System Diseases;Digestive System Neoplasms;Dwarfism;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Heredodegenerative Disorders, Nervous System;Hyperkeratosis, Epidermolytic;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Infant, Newborn, Diseases;Intellectual Disability;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Keratosis;Lens Diseases;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Malformations of Cortical DevelopmBenign G=71, A=71 G=0.5, A=0.5 0.00001 786.665 142 G=33/38, A=35/36

chr13:53240884 C/C G C SNV SUGT1 SUGT1:intronic:NM_001130912.2 1 100 intronic NM_001130912.2c.616-63G>Cp.? -1.15 CS domain,SGS domain,Tetratricopeptide repeatrs9316580 Suppressor of G2 allele of Skp1, S. Cerevisiae, homolog ofcytosol,kinetochore,mitotic cell cycle,nucleus,positive regulation by host of symbiont catalytic activity,protein binding,protein complex,regulation of protein stability,ubiquitin ligase complexG=0, C=40 G=0.0, C=1.0 0.00001 644.281 40 G=0/0, C=17/23

chr13:60385061 A/C A C SNV DIAPH3 DIAPH3:intronic:NM_001042517.1 1 50 intronic NM_001042517.1c.3028-4T>Gp.? 2.98 0.94(COSM4215739)DRF Autoregulatory Domain,Diaphanous FH3 Domain,Diaphanous GTPase-binding Domain,Formin Homology 2 Domainrs201365358,rs33982149  (pos.60385061) basal_cell_carcinomaDiaphanous, Drosophila, homolog of, 3Rho GTPase binding,actin binding,actin cytoskeleton organization,cadherin binding,cytosol,nucleus,spermatogenesisAuditory Diseases, Central;Brain Diseases;Central Nervous System Diseases;Ear Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Central;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Retrocochlear Diseases;Sensation DisordersA=10, C=10 A=0.5, C=0.5 0.00001 85.1284 20 A=3/7, C=8/2

chr10:50740600 C/T C T SNV ERCC6 ERCC6:exonic:NM_000124.3 1 47.62 2 synonymous NM_000124.3c.411G>A p.(=) 0.35 0.87(COSM5019449)Helicase conserved C-terminal domain,SNF2 family N-terminal domainrs4253013 0.0642 YES 3.894E-1 (pos.50740600) acute_myeloid_leukaemia,ductal_carcinoma,haemangioblastomaExcision repair cross complementing rodent repair deficiency, complementation group 6ATP binding,DNA binding,DNA helicase activity,DNA-dependent ATPase activity,Golgi apparatus,activation of JNKK activity,activation of JUN kinase activity,base-excision repair,chromatin binding,cytosol,intrinsic apoptotic signaling pathway in response to DNA damage,multicellular organism growth,nucleolus,nucleoplasm,nucleus,photoreceptor cell maintenance,positive regulation of DNA-templated transcription, elongation,positive regulation of gene expression, epigenetic,positive regulation of protein tyrosine kinase activity,protein C-terminus binding,protein N-terminus binding,protein binding,protein complex binding,protein tyrosine kinase activator activity,pyrimidine dimer repair,regulation of DNA-templated transcription, elongation,response to UV,response to UV-B,response to X-ray,response to gamma radiation,response to oxidative stress,response to superoxide,response to toxic substance,transcription elongation factor complex,transcription elongation from RNA polymerase I promoter,transcription from RNA polymeAbnormalities, Multiple;Agenesis of Corpus Callosum;Arthrogryposis;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Ischemia;Cardiovascular Diseases;Cataract;Central Nervous System Diseases;Cerebrovascular Disorders;Cockayne Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DNA Repair-Deficiency Disorders;Demyelinating Diseases;Dwarfism;Endocrine System Diseases;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Gonadal Disorders;Heredodegenerative Disorders, Nervous System;Hypogonadism;Intellectual Disability;Joint Diseases;Lens Diseases;Lung Diseases;Lung Neoplasms;Macular Degeneration;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Metabolic Diseases;Microcephaly;Microphthalmos;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Benign/Likely benignC=11, T=10 C=0.5238, T=0.4762 0.00001 82.2899 21 C=2/9, T=1/9

chr13:61988107 G/G T G SNV PCDH20 PCDH20:intronic:NM_022843.3 1 100 intronic NM_022843.3c.133-8A>C p.? -0.74 Cadherin domainrs4281600 2.00E-04 1.0;0.0 (pos.61988107) Protocadherin 20RNA binding,calcium ion binding,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membraneT=0, G=30 T=0.0, G=1.0 0.00001 440.375 30 T=0/0, G=20/10

chr10:50723684 A/A G A SNV

ERCC6,PGB

D3 PGBD3:exonic:NM_170753.3, ERCC6:intronic:NM_000124.3 1
100

2 synonymous NM_000124.3, NM_170753.3c.1397+8395C>T, c.1477C>Tp.?, p.(=) -0.35 Helicase conserved C-terminal domain,SNF2 family N-terminal domainrs4253073 0.0957 YES 9.992E-1 (pos.50723684) Excision repair cross complementing rodent repair deficiency, complementation group 6ATP binding,DNA binding,DNA helicase activity,DNA-dependent ATPase activity,Golgi apparatus,activation of JNKK activity,activation of JUN kinase activity,base-excision repair,chromatin binding,cytosol,intrinsic apoptotic signaling pathway in response to DNA damage,multicellular organism growth,nucleolus,nucleoplasm,nucleus,photoreceptor cell maintenance,positive regulation of DNA-templated transcription, elongation,positive regulation of gene expression, epigenetic,positive regulation of protein tyrosine kinase activity,protein C-terminus binding,protein N-terminus binding,protein binding,protein complex binding,protein tyrosine kinase activator activity,pyrimidine dimer repair,regulation of DNA-templated transcription, elongation,response to UV,response to UV-B,response to X-ray,response to gamma radiation,response to oxidative stress,response to superoxide,response to toxic substance,transcription elongation factor complex,transcription elongation from RNA polymerase I promoter,transcription from RNA polymeAbnormalities, Multiple;Agenesis of Corpus Callosum;Arthrogryposis;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Ischemia;Cardiovascular Diseases;Cataract;Central Nervous System Diseases;Cerebrovascular Disorders;Cockayne Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DNA Repair-Deficiency Disorders;Demyelinating Diseases;Dwarfism;Endocrine System Diseases;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Gonadal Disorders;Heredodegenerative Disorders, Nervous System;Hypogonadism;Intellectual Disability;Joint Diseases;Lens Diseases;Lung Diseases;Lung Neoplasms;Macular Degeneration;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Metabolic Diseases;Microcephaly;Microphthalmos;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;G=0, A=69 G=0.0, A=1.0 0.00001 1072.13 69 G=0/0, A=31/38

chr13:70681305 G/A G A SNV

ATXN8OS,KL

HL1 KLHL1:intronic:NM_020866.2, ATXN8OS:upstream:NR_002717.2 1
45.45

intronic NM_020866.2, NR_002717.2c.497+30C>Tp.? 1.22 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs9564649 0.229 YES 1.674E-1;0.0 (pos.70681305) Ataxin 8 opposite strand,Kelch-like 1Cul3-RING ubiquitin ligase complex,actin binding,actin cytoskeleton organization,adult walking behavior,cerebellar Purkinje cell layer development,cytoplasm,cytoskeleton,dendrite,dendrite development,neuronal cell body,protein ubiquitination,ubiquitin-protein transferase activityG=12, A=10 G=0.5455, A=0.4545 0.00001 81.7613 22 G=8/4, A=8/2

chr10:50724016 T/T C T SNV

ERCC6,PGB

D3 PGBD3:exonic:NM_170753.3, ERCC6:intronic:NM_000124.3 1
100

2 missense NM_000124.3, NM_170753.3c.1397+8063G>A, c.1145G>Ap.?, p.Arg382Lys -0.54 26 Helicase conserved C-terminal domain,SNF2 family N-terminal domainrs4253072 0 1.0 (pos.50724016) Excision repair cross complementing rodent repair deficiency, complementation group 6ATP binding,DNA binding,DNA helicase activity,DNA-dependent ATPase activity,Golgi apparatus,activation of JNKK activity,activation of JUN kinase activity,base-excision repair,chromatin binding,cytosol,intrinsic apoptotic signaling pathway in response to DNA damage,multicellular organism growth,nucleolus,nucleoplasm,nucleus,photoreceptor cell maintenance,positive regulation of DNA-templated transcription, elongation,positive regulation of gene expression, epigenetic,positive regulation of protein tyrosine kinase activity,protein C-terminus binding,protein N-terminus binding,protein binding,protein complex binding,protein tyrosine kinase activator activity,pyrimidine dimer repair,regulation of DNA-templated transcription, elongation,response to UV,response to UV-B,response to X-ray,response to gamma radiation,response to oxidative stress,response to superoxide,response to toxic substance,transcription elongation factor complex,transcription elongation from RNA polymerase I promoter,transcription from RNA polymeAbnormalities, Multiple;Agenesis of Corpus Callosum;Arthrogryposis;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Ischemia;Cardiovascular Diseases;Cataract;Central Nervous System Diseases;Cerebrovascular Disorders;Cockayne Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DNA Repair-Deficiency Disorders;Demyelinating Diseases;Dwarfism;Endocrine System Diseases;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Gonadal Disorders;Heredodegenerative Disorders, Nervous System;Hypogonadism;Intellectual Disability;Joint Diseases;Lens Diseases;Lung Diseases;Lung Neoplasms;Macular Degeneration;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Metabolic Diseases;Microcephaly;Microphthalmos;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;C=0, T=49 C=0.0, T=1.0 0.00001 818.038 49 C=0/0, T=21/28

chr13:76398089 C/C A C SNV LMO7 LMO7:intronic:NM_005358.5 1 100 intronic NM_005358.5c.2103+80A>Cp.? -0.29 Calponin homology (CH) domain,Domain of unknown function (DUF4757),LIM domain,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs7982790 YES LIM domain only 7actinin binding,apical plasma membrane,cell-cell adherens junction,cell-cell adhesion,cytoplasm,cytosol,focal adhesion,integral component of membrane,metal ion binding,nucleus,post-translational protein modification,protein C-terminus binding,protein polyubiquitination,protein ubiquitination,regulation of cell adhesion,regulation of signaling,ubiquitin ligase complex,ubiquitin-protein transferase activityAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesA=0, C=69 A=0.0, C=1.0 0.00001 1072.78 69 A=0/0, C=39/30

chr13:76417101 C/T C T SNV LMO7 LMO7:intronic:NM_005358.5 1 46.43 intronic NM_005358.5c.3251+49C>Tp.? 0.06 Calponin homology (CH) domain,Domain of unknown function (DUF4757),LIM domain,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs920701 0.3574 YES 3.778E-1 (pos.76417101) LIM domain only 7actinin binding,apical plasma membrane,cell-cell adherens junction,cell-cell adhesion,cytoplasm,cytosol,focal adhesion,integral component of membrane,metal ion binding,nucleus,post-translational protein modification,protein C-terminus binding,protein polyubiquitination,protein ubiquitination,regulation of cell adhesion,regulation of signaling,ubiquitin ligase complex,ubiquitin-protein transferase activityAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesC=15, T=13 C=0.5357, T=0.4643 0.00001 117.927 28 C=5/10, T=3/10

chr5:60241142 G/A G A SNV

ERCC8,NDU

FAF2 NDUFAF2:exonic:NM_174889.4, ERCC8:upstream:NM_000082.3 1
96.67

1 synonymous NM_000082.3, NM_174889.4c.-307C>T, c.60G>Ap.?, p.(=) 0.8 0.7(COSM3761271)NADH ubiquinone oxidoreductase subunit NDUFA12rs158921 YES 9.284E-1 (pos.60241142) adenocarcinoma,squamous_cell_carcinomaExcision repair cross-complementing rodent repair deficiency, complementation group 8,NADH dehydrogenase 1 alpha subcomplex, assembly factor 2Cul4-RING E3 ubiquitin ligase complex,Cul4A-RING E3 ubiquitin ligase complex,DNA helicase activity,DNA-dependent ATPase activity,NADH dehydrogenase (ubiquinone) activity,cellular respiration,cellular response to DNA damage stimulus,cytoplasm,electron transfer activity,mitochondrial inner membrane,mitochondrial respiratory chain complex I assembly,mitochondrion,negative regulation of insulin secretion involved in cellular response to glucose stimulus,nuclear matrix,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair complex,nucleus,perikaryon,positive regulation of DNA repair,post-translational protein modification,proteasome-mediated ubiquitin-dependent protein catabolic process,protein autoubiquitination,protein binding,protein complex,protein complex binding,protein polyubiquitination,reactive oxygen species metabolic process,respiratory electron transport chain,response to UV,response to X-ray,response to auditory stimulus,response to organic cyclic compound,response to oxidative stress,transAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Cockayne Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Dwarfism;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Leigh Disease;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;Pyruvate Metabolism, Inborn ErrorsBenign/Likely benignG=1, A=29 G=0.0333, A=0.9667 0.00001 398.235 30 G=0/1, A=12/17

chr12:29521193 A/G A G SNV ERGIC2 ERGIC2:exonic:NM_016570.2 1 50 4 synonymous NM_016570.2c.243T>C p.(=) 0.39 0.8(COSM4417966)Endoplasmic Reticulum-Golgi Intermediate Compartment (ERGIC),Endoplasmic reticulum vesicle transporterrs12831730 0.1505 YES 2.033E-1 (pos.29521193) acute_myeloid_leukaemiaEndoplasmic reticulum-golgi intermediate compartment protein 2Golgi apparatus,cytoplasm,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,intracellular membrane-bounded organelle,membrane,nucleolus,nucleus,protein binding,retrograde vesicle-mediated transport, Golgi to ERAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=23, G=23 A=0.5, G=0.5 0.00001 258.573 46 A=9/14, G=15/8

chr8:8860620 C/C T C SNV ERI1 ERI1:exonic:NM_153332.3 1 100 1 missense NM_153332.3c.47T>C p.Leu16Pro 0.03 1 98 0 0(COSM3750139)Exonuclease,SAP domainrs2288672 0.0761 YES 7.222E-1 (pos.8860620) NS,adenocarcinoma,neoplasm3'-5' exonuclease activity,3'-5'-exoribonuclease activity,DNA metabolic process,RNA phosphodiester bond hydrolysis, exonucleolytic,cytoplasm,gene silencing by RNA,histone mRNA catabolic process,histone pre-mRNA 3'end processing complex,histone pre-mRNA stem-loop binding,metal ion binding,nucleolus,nucleoplasm,nucleus,protein binding,rRNA 3'-end processing,rRNA binding,rRNA processing,ribosome bindingT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=12/12

chr13:78191824 T/T G T SNV SCEL SCEL:intronic:NM_144777.2 1 100 intronic NM_144777.2c.1511+31G>Tp.? 0.71 rs4142585 1.00E-04 1.0 (pos.78191824) Sciellin cornified envelope,cytoplasm,embryo development,epidermis development,extracellular exosome,keratinocyte differentiation,metal ion binding,perinuclear region of cytoplasm,positive regulation of canonical Wnt signaling pathway,protein binding,response to mechanical stimulusG=0, T=49 G=0.0, T=1.0 0.00001 831.472 49 G=0/0, T=29/20

chr16:20810067 C/C T C SNV ERI2 ERI2:exonic:NM_001142725.1 1 100 9 missense NM_001142725.1c.1055A>G p.Tyr352Cys -0.08 0.24 194 0 0.02(COSM3746399)Exonuclease,GRF zinc fingerrs3213646 0.428 YES 1.516E-1 (pos.20810067) basal_cell_carcinoma,carcinomaDNA metabolic process,exonuclease activity,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,zinc ion bindingT=0, C=111 T=0.0, C=1.0 0.00001 1757.15 111 T=0/0, C=44/67

chr13:78477897 C/C T C SNV

EDNRB,EDN

RB-AS1 EDNRB:intronic:NM_001201397.1, EDNRB-AS1:intronic_nc:NR_103853.11
100

intronic NR_103853.1, NM_001201397.1c.754-155A>Gp.? -2.87 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srxrs3027108 YES Endothelin receptor type BG-protein coupled receptor signaling pathway,aging,cGMP-mediated signaling,calcium-mediated signaling,cell surface receptor signaling pathway,cellular response to lipopolysaccharide,endothelin receptor activity,endothelin receptor signaling pathway,enteric nervous system development,enteric smooth muscle cell differentiation,epithelial fluid transport,integral component of membrane,integral component of plasma membrane,macrophage chemotaxis,melanocyte differentiation,membrane raft,negative regulation of adenylate cyclase activity,negative regulation of apoptotic process,negative regulation of cellular protein metabolic process,negative regulation of neuron maturation,negative regulation of transcription from RNA polymerase II promoter,nervous system development,neural crest cell migration,nuclear membrane,peptide hormone binding,peripheral nervous system development,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of cell proliferation,positive regulaAbnormalities, Multiple;Brain Diseases;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Abnormalities;Digestive System Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Glucose Metabolism Disorders;Heart Diseases;Hirschsprung Disease;Hypertension, Pulmonary;Intestinal Diseases;Intracranial Hemorrhages;Kidney Diseases;Liver Diseases;Lung Diseases;Male Urogenital Diseases;Megacolon;Metabolic Diseases;Myocardial Ischemia;Neoplasm Invasiveness;Neoplasms;Neoplasms by Site;Neoplastic Processes;Nephrosis;Nervous System Diseases;Nutritional and Metabolic Diseases;Reperfusion Injury;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Subarachnoid Hemorrhage;Urologic DiseaseAmbrisentan,Bosentan,Macitentan,SitaxentanT=0, C=66 T=0.0, C=1.0 0.00001 1017.59 66 T=0/0, C=40/26

chr1:75037845 G/G A G SNV ERICH3 ERICH3:exonic:NM_001002912.4 1 100 14 synonymous NM_001002912.4c.3549T>C p.(=) -1.65 0.03(COSM3751381)Domain of unknown function (DUF4590)rs12723334 0.3694 YES 5.808E-1;0.0 (pos.75037845)adenocarcinoma,neoplasm A=0, G=63 A=0.0, G=1.0 0.00001 958.914 63 A=0/0, G=33/30

chr17:62141455 G/G A G SNV ERN1 ERN1:exonic:NM_001433.3 1 100 10 synonymous NM_001433.3c.978T>C p.(=) -1.25 0.13(COSM4130500),0.13(COSM4130501)Protein kinase domain,Protein tyrosine kinase,Ribonuclease 2-5Ars187826 8.00E-04 YES 9.999E-1 (pos.62141455) neoplasm Endoplasmic reticulum-to-nucleus signaling 1ADP binding,AIP1-IRE1 complex,ATP binding,Hsp70 protein binding,Hsp90 protein binding,IRE1-RACK1-PP2A complex,IRE1-TRAF2-ASK1 complex,IRE1-mediated unfolded protein response,Ire1 complex,RNA phosphodiester bond hydrolysis, endonucleolytic,activation of JUN kinase activity,activation of signaling protein activity involved in unfolded protein response,cell cycle arrest,cellular response to glucose stimulus,cellular response to vascular endothelial growth factor stimulus,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,endoribonuclease activity,endothelial cell proliferation,enzyme binding,identical protein binding,insulin metabolic process,integral component of endoplasmic reticulum membrane,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,mRNA catabolic process,mRNA cleavage,mRNA endonucleolytic cleavage involved in unfolded protein response,mRNA splicing, via endonucleolytic cleavage and ligation,magnesium ion binding,mitochondrion,nuclear inner membrane,peptidylBrain Diseases;Central Nervous System Diseases;Epilepsy;Nervous System DiseasesN~2~-1H-benzimidazol-5-yl-N~4~-(3-cyclopropyl-1H-pyrazol-5-yl)pyrimidine-2,4-diamineA=0, G=28 A=0.0, G=1.0 0.00001 408.704 28 A=0/0, G=22/6

chr17:62132160 C/T C T SNV ERN1 ERN1:exonic:NM_001433.3 1 57.14 14 synonymous NM_001433.3c.1701G>A p.(=) -0.02 Protein kinase domain,Protein tyrosine kinase,Ribonuclease 2-5Ars55653398 0.0229 YES 4.786E-4 (pos.62132160) Endoplasmic reticulum-to-nucleus signaling 1ADP binding,AIP1-IRE1 complex,ATP binding,Hsp70 protein binding,Hsp90 protein binding,IRE1-RACK1-PP2A complex,IRE1-TRAF2-ASK1 complex,IRE1-mediated unfolded protein response,Ire1 complex,RNA phosphodiester bond hydrolysis, endonucleolytic,activation of JUN kinase activity,activation of signaling protein activity involved in unfolded protein response,cell cycle arrest,cellular response to glucose stimulus,cellular response to vascular endothelial growth factor stimulus,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,endoribonuclease activity,endothelial cell proliferation,enzyme binding,identical protein binding,insulin metabolic process,integral component of endoplasmic reticulum membrane,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,mRNA catabolic process,mRNA cleavage,mRNA endonucleolytic cleavage involved in unfolded protein response,mRNA splicing, via endonucleolytic cleavage and ligation,magnesium ion binding,mitochondrion,nuclear inner membrane,peptidylBrain Diseases;Central Nervous System Diseases;Epilepsy;Nervous System DiseasesN~2~-1H-benzimidazol-5-yl-N~4~-(3-cyclopropyl-1H-pyrazol-5-yl)pyrimidine-2,4-diamineC=12, T=16 C=0.4286, T=0.5714 0.00001 161.718 28 C=5/7, T=2/14

chr13:95673939 G/G A G SNV ABCC4 ABCC4:intronic:NM_005845.4 1 100 intronic NM_005845.4c.3871-3T>Cp.? 0.28 0.02(COSM5432562),0.02(COSM5432563)ABC transporter,ABC transporter transmembrane regionrs766564344,rs9524765 0.0036 YES 2.267E-2 (pos.95673938),9.624E-1 (pos.95673939)squamous_cell_carcinomaATP-binding cassette, subfamily C, member 415-hydroxyprostaglandin dehydrogenase (NAD+) activity,ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity, coupled to transmembrane movement of ions, phosphorylative mechanism,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,basolateral plasma membrane,biological_process,cilium assembly,integral component of plasma membrane,membrane,oxidation-reduction process,plasma membrane,platelet degranulation,platelet dense granule membrane,positive regulation of smooth muscle cell proliferation,prostaglandin secretion,response to drug,response to organic cyclic compound,response to organonitrogen compound,transmembrane transportArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Colonic Diseases;Colorectal Neoplasms;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Prostatic Diseases;Prostatic Neoplasms;Rectal Diseases;Rheumatic Diseases;Skin and Connective Tissue Diseases;Substance-Related Disorders;Urogenital NeoplasmsAdefovir Dipivoxil,Alprostadil,Atorvastatin,Cefazolin,Celecoxib,Cholic Acid,Conjugated estrogens,Cyclic Adenosine Monophosphate,Diclofenac,Dinoprostone,Dipyridamole,Fluorouracil,Flurbiprofen,Folic Acid,Gadoxetic acid,Glutathione,Ibuprofen,Indomethacin,Ketoprofen,Lamivudine,Meloxicam,Mercaptopurine,Methotrexate,Nateglinide,Oseltamivir,Probenecid,Rofecoxib,Rosuvastatin,Sildenafil,Sorafenib,Sulfinpyrazone,Sunitinib,Taurocholic Acid,Tenofovir disoproxil,Tioguanine,Ursodeoxycholic acid,Verapamil,ZidovudineA=0, G=24 A=0.0, G=1.0 0.00001 334.789 24 A=0/0, G=14/10

chr1:236413230 A/A T A SNV ERO1B ERO1B:exonic:NM_019891.3 1 100 5 missense NM_019891.3c.386A>T p.Asp129Val 4.28 0.01 152 0.1 0.94(COSM3751015)Endoplasmic Reticulum Oxidoreductin 1 (ERO1)rs2477599 0.404 YES 1.208E-1 (pos.236413230)adenocarcinoma 4-hydroxyproline metabolic process,cell redox homeostasis,cellular protein modification process,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular matrix organization,glucose homeostasis,insulin processing,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on a sulfur group of donors, disulfide as acceptor,protein binding,protein disulfide isomerase activity,protein disulfide oxidoreductase activity,protein folding,protein folding in endoplasmic reticulum,protein maturation by protein folding,unfolded protein binding1-Ethyl-Pyrrolidine-2,5-Dione,Flavin adenine dinucleotideT=0, A=431 T=0.0, A=1.0 0.00001 7255.15 431 T=0/0, A=201/230

chr7:64438403 A/A G A SNV

ERV3-1-

ZNF117,ZNF

117 ERV3-1-ZNF117:utr_3:NM_001348050.1, ZNF117:utr_3:NM_015852.31

100

4 utr_3 NM_015852.3, NM_001348050.1c.1546C>T, c.1546C>Tp.?, p.? -0.86 C2H2-type zinc finger,Zinc finger, C2H2 typers4718175 YES Zinc finger protein-117DNA binding,DNA binding transcription factor activity,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingG=0, A=138 G=0.0, A=1.0 0.00001 2292.69 138 G=0/0, A=81/57

chr13:95735604 T/T G T SNV ABCC4 ABCC4:intronic:NM_005845.4 1 100 intronic NM_005845.4c.2536-60C>Ap.? 0.34 ABC transporter,ABC transporter transmembrane regionrs1189437 YES ATP-binding cassette, subfamily C, member 415-hydroxyprostaglandin dehydrogenase (NAD+) activity,ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity, coupled to transmembrane movement of ions, phosphorylative mechanism,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,basolateral plasma membrane,biological_process,cilium assembly,integral component of plasma membrane,membrane,oxidation-reduction process,plasma membrane,platelet degranulation,platelet dense granule membrane,positive regulation of smooth muscle cell proliferation,prostaglandin secretion,response to drug,response to organic cyclic compound,response to organonitrogen compound,transmembrane transportArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Colonic Diseases;Colorectal Neoplasms;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Prostatic Diseases;Prostatic Neoplasms;Rectal Diseases;Rheumatic Diseases;Skin and Connective Tissue Diseases;Substance-Related Disorders;Urogenital NeoplasmsAdefovir Dipivoxil,Alprostadil,Atorvastatin,Cefazolin,Celecoxib,Cholic Acid,Conjugated estrogens,Cyclic Adenosine Monophosphate,Diclofenac,Dinoprostone,Dipyridamole,Fluorouracil,Flurbiprofen,Folic Acid,Gadoxetic acid,Glutathione,Ibuprofen,Indomethacin,Ketoprofen,Lamivudine,Meloxicam,Mercaptopurine,Methotrexate,Nateglinide,Oseltamivir,Probenecid,Rofecoxib,Rosuvastatin,Sildenafil,Sorafenib,Sulfinpyrazone,Sunitinib,Taurocholic Acid,Tenofovir disoproxil,Tioguanine,Ursodeoxycholic acid,Verapamil,ZidovudineG=0, T=26 G=0.0, T=1.0 0.00001 375.815 26 G=0/0, T=9/17

chr13:95899354 G/G A G SNV ABCC4 ABCC4:intronic:NM_005845.4 1 100 intronic NM_005845.4c.186-5T>C p.? 0.26 0.07(COSM3999131),0.07(COSM3999132)ABC transporter,ABC transporter transmembrane regionrs4148437 0.3652 YES 1.797E-1 (pos.95899354) acute_myeloid_leukaemia,basal_cell_carcinomaATP-binding cassette, subfamily C, member 415-hydroxyprostaglandin dehydrogenase (NAD+) activity,ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity, coupled to transmembrane movement of ions, phosphorylative mechanism,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,basolateral plasma membrane,biological_process,cilium assembly,integral component of plasma membrane,membrane,oxidation-reduction process,plasma membrane,platelet degranulation,platelet dense granule membrane,positive regulation of smooth muscle cell proliferation,prostaglandin secretion,response to drug,response to organic cyclic compound,response to organonitrogen compound,transmembrane transportArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Colonic Diseases;Colorectal Neoplasms;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Prostatic Diseases;Prostatic Neoplasms;Rectal Diseases;Rheumatic Diseases;Skin and Connective Tissue Diseases;Substance-Related Disorders;Urogenital NeoplasmsAdefovir Dipivoxil,Alprostadil,Atorvastatin,Cefazolin,Celecoxib,Cholic Acid,Conjugated estrogens,Cyclic Adenosine Monophosphate,Diclofenac,Dinoprostone,Dipyridamole,Fluorouracil,Flurbiprofen,Folic Acid,Gadoxetic acid,Glutathione,Ibuprofen,Indomethacin,Ketoprofen,Lamivudine,Meloxicam,Mercaptopurine,Methotrexate,Nateglinide,Oseltamivir,Probenecid,Rofecoxib,Rosuvastatin,Sildenafil,Sorafenib,Sulfinpyrazone,Sunitinib,Taurocholic Acid,Tenofovir disoproxil,Tioguanine,Ursodeoxycholic acid,Verapamil,ZidovudineA=0, G=26 A=0.0, G=1.0 0.00001 371.406 26 A=0/0, G=6/20

chr13:96599271 C/T C T SNV UGGT2 UGGT2:intronic:NM_020121.3 1 50 intronic NM_020121.3c.1677+20G>Ap.? 1.25 Glycosyl transferase family 8,UDP-glucose:Glycoprotein Glucosyltransferasers779957268,rs7986005 0.4137 YES 0.0 (pos.96599268),3.123E-1 (pos.96599271)UDP-glucose glycoprotein glucosyltransferase 2'de novo' posttranslational protein folding,ER-associated misfolded protein catabolic process,UDP-glucose:glycoprotein glucosyltransferase activity,UDP-glucosylation,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum mannose trimming,endoplasmic reticulum quality control compartment,endoplasmic reticulum unfolded protein response,endoplasmic reticulum-Golgi intermediate compartment,protein N-linked glycosylation via asparagine,protein binding,protein complex,protein glycosylation,unfolded protein bindingC=28, T=28 C=0.5, T=0.5 0.00001 272.14 56 C=12/16, T=14/14

chr7:64438666 CA/CA C CA INDEL

ERV3-1-

ZNF117,ZNF

117 ERV3-1-ZNF117:exonic:NM_001348050.1, ZNF117:exonic:NM_015852.31

100

4 frameshiftInsertion, frameshiftInsertionNM_015852.3, NM_001348050.1c.1282_1283insT, c.1282_1283insTp.Arg428fs, p.Arg428fs -3.58 C2H2-type zinc finger,Zinc finger, C2H2 typers7457502 0 0.0 (pos.64438666) Zinc finger protein-117DNA binding,DNA binding transcription factor activity,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingC=0, CA=56 C=0.0, CA=1.0 0.00001 603.984 56 C=0/0, CA=22/34

chr13:99537202 A/A C A SNV DOCK9 DOCK9:intronic:NM_015296.2 1 100 intronic NM_015296.2c.2385+23G>Tp.? 0.06 C2 domain in Dock180 and Zizimin proteins,Dock homology region 2,Domain of unknown function (DUF3398),PH domainrs2274641 0.2165 YES 5.247E-1 (pos.99537202) biological_process,blood coagulation,cadherin binding,cytosol,endomembrane system,guanyl-nucleotide exchange factor activity,intracellular,membrane,positive regulation of GTPase activity,protein binding,regulation of molecular function,small GTPase mediated signal transductionC=0, A=83 C=0.0, A=1.0 0.00001 1335.24 83 C=0/0, A=35/48

chr13:99537217 T/T G T SNV DOCK9 DOCK9:intronic:NM_015296.2 1 100 intronic NM_015296.2c.2385+8C>Ap.? 0.08 C2 domain in Dock180 and Zizimin proteins,Dock homology region 2,Domain of unknown function (DUF3398),PH domainrs2274642 0.2165 YES 5.207E-1 (pos.99537217) biological_process,blood coagulation,cadherin binding,cytosol,endomembrane system,guanyl-nucleotide exchange factor activity,intracellular,membrane,positive regulation of GTPase activity,protein binding,regulation of molecular function,small GTPase mediated signal transductionG=0, T=85 G=0.0, T=1.0 0.00001 1385.64 85 G=0/0, T=35/50

chr20:13695464 C/C T C SNV ESF1 ESF1:utr_3:NM_001276380.1 1 100 14 utr_3 NM_001276380.1c.2613A>G p.? -1 NUC153 domainrs6079145 YES RNA binding,extracellular space,nucleolus,nucleoplasm,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=20 T=0.0, C=1.0 0.00001 263.775 20 T=0/0, C=8/12

chr14:100599164 A/A G A SNV EVL EVL:intronic:NM_016337.2 1 100 intronic NM_016337.2c.900+48G>Ap.? -0.83 VASP tetramerisation domain,WH1 domainrs941897 0.4172 YES 2.359E-1 (pos.100599164) ENAH/VASP-like proteinSH3 domain binding,actin binding,actin filament organization,actin nucleation,actin polymerization or depolymerization,animal organ morphogenesis,axon guidance,cell surface receptor signaling pathway,cytoplasm,cytoskeleton,cytosol,focal adhesion,lamellipodium,membrane,negative regulation of epithelial cell migration,negative regulation of ruffle assembly,nervous system development,positive regulation of stress fiber assembly,profilin binding,protein binding,protein homotetramerizationBreast Diseases;Breast Neoplasms;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Diseases;Skin and Connective Tissue DiseasesG=0, A=24 G=0.0, A=1.0 0.00001 332.555 24 G=0/0, A=6/18

chr20:13695676 CT/CT C CT INDEL ESF1 ESF1:exonic:NM_001276380.1 1 100 14 frameshiftInsertion NM_001276380.1c.2400_2401insAp.Glu801fs 0.72 NUC153 domain RNA binding,extracellular space,nucleolus,nucleoplasm,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, CT=47 C=0.0, CT=1.0 0.00001 429.774 47 C=0/0, CT=34/13

chr14:100803364 G/G A G SNV WARS WARS:intronic:NM_173701.1 1 100 intronic NM_173701.1c.1254+35T>Cp.? -0.29 WHEP-TRS domain,tRNA synthetases class I (W and Y)rs2234530 0.2165 YES 8.621E-1 (pos.100803364) Tryptophanyl-tRNA synthetaseATP binding,aminoacyl-tRNA ligase activity,angiogenesis,cytoplasm,cytosol,extracellular exosome,kinase inhibitor activity,ligase activity,negative regulation of cell proliferation,negative regulation of protein kinase activity,negative regulation of protein phosphorylation,nucleus,positive regulation of gene expression,positive regulation of protein complex assembly,protein binding,protein complex,protein domain specific binding,protein homodimerization activity,protein kinase binding,regulation of angiogenesis,regulation of protein ADP-ribosylation,tRNA aminoacylation for protein translation,translation,tryptophan-tRNA ligase activity,tryptophanyl-tRNA aminoacylationL-Tryptophan,L-Tryptophanamide,Tryptophanyl-5'ampA=0, G=40 A=0.0, G=1.0 0.00001 644.281 40 A=0/0, G=20/20

chr14:100813077 C/C T C SNV WARS WARS:intronic:NM_173701.1 1 100 intronic NM_173701.1c.826+6A>Gp.? 0.31 WHEP-TRS domain,tRNA synthetases class I (W and Y)rs941923 0.2506 YES 7.852E-1 (pos.100813077) Tryptophanyl-tRNA synthetaseATP binding,aminoacyl-tRNA ligase activity,angiogenesis,cytoplasm,cytosol,extracellular exosome,kinase inhibitor activity,ligase activity,negative regulation of cell proliferation,negative regulation of protein kinase activity,negative regulation of protein phosphorylation,nucleus,positive regulation of gene expression,positive regulation of protein complex assembly,protein binding,protein complex,protein domain specific binding,protein homodimerization activity,protein kinase binding,regulation of angiogenesis,regulation of protein ADP-ribosylation,tRNA aminoacylation for protein translation,translation,tryptophan-tRNA ligase activity,tryptophanyl-tRNA aminoacylationL-Tryptophan,L-Tryptophanamide,Tryptophanyl-5'ampT=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=27/4

chr20:13695680 T/T C T SNV ESF1 ESF1:exonic:NM_001276380.1 1 100 14 synonymous NM_001276380.1c.2397G>A p.(=) 0.2 0.43(COSM3758441)NUC153 domainrs6110019 0.3705 YES 2.348E-1 (pos.13695680) acute_myeloid_leukaemia,adenocarcinoma,carcinomaRNA binding,extracellular space,nucleolus,nucleoplasm,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=47 C=0.0, T=1.0 0.00001 788.193 47 C=0/0, T=34/13

chr20:13747441 G/G A G SNV ESF1 ESF1:exonic:NM_001276380.1 1 100 8 missense NM_001276380.1c.1649T>C p.Ile550Thr 0.02 0.53 89 0.094 0.04(COSM3758442)NUC153 domainrs3180370 0.3308 YES 8.917E-1 (pos.13747441) adenocarcinoma RNA binding,extracellular space,nucleolus,nucleoplasm,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=4/17

chr14:102349540 T/T C T SNV PPP2R5C PPP2R5C:intronic:NM_001161726.1 1 100 intronic NM_001161726.1c.571-54C>Tp.? 0.27 Protein phosphatase 2A regulatory B subunit (B56 family)rs1741125,rs386780846 0.1811 YES Protein phosphatase-2, regulatory subunit B (B56), gamma isoformDNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,Golgi apparatus,chromosome, centromeric region,cytosol,integral component of membrane,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,negative regulation of cell proliferation,negative regulation of protein kinase B signaling,nucleoplasm,nucleus,peptidase activity,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein phosphatase regulator activity,protein phosphatase type 2A complex,protein processing,regulation of catalytic activity,regulation of phosphatidylinositol 3-kinase signaling,signal transductionHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type(2S,3S,4E,6E,8S,9S)-3-amino-9-methoxy-2,6,8-trimethyl-10-phenyldeca-4,6-dienoic acid,2,6,8-Trimethyl-3-Amino-9-Benzyl-9-Methoxynonanoic AcidC=0, T=54 C=0.0, T=1.0 0.00001 798.148 54 C=0/0, T=31/23

chr14:102349542 T/T G T SNV PPP2R5C PPP2R5C:intronic:NM_001161726.1 1 100 intronic NM_001161726.1c.571-52G>Tp.? 1.27 Protein phosphatase 2A regulatory B subunit (B56 family)rs1741126,rs386780846 0.1781 YES Protein phosphatase-2, regulatory subunit B (B56), gamma isoformDNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,Golgi apparatus,chromosome, centromeric region,cytosol,integral component of membrane,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,negative regulation of cell proliferation,negative regulation of protein kinase B signaling,nucleoplasm,nucleus,peptidase activity,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein phosphatase regulator activity,protein phosphatase type 2A complex,protein processing,regulation of catalytic activity,regulation of phosphatidylinositol 3-kinase signaling,signal transductionHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type(2S,3S,4E,6E,8S,9S)-3-amino-9-methoxy-2,6,8-trimethyl-10-phenyldeca-4,6-dienoic acid,2,6,8-Trimethyl-3-Amino-9-Benzyl-9-Methoxynonanoic AcidG=0, T=54 G=0.0, T=1.0 0.00001 798.145 54 G=0/0, T=31/23

chr14:102349907 G/G A G SNV PPP2R5C PPP2R5C:intronic:NM_001161726.1 1 100 intronic NM_001161726.1c.794+8A>Gp.? -0.06 0(COSM147842),0(COSM3999150),0(COSM5905016)Protein phosphatase 2A regulatory B subunit (B56 family)rs2720207 0.1867 YES 2.745E-1 (pos.102349907)acute_myeloid_leukaemia,adenocarcinoma,basal_cell_carcinomaProtein phosphatase-2, regulatory subunit B (B56), gamma isoformDNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,Golgi apparatus,chromosome, centromeric region,cytosol,integral component of membrane,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,negative regulation of cell proliferation,negative regulation of protein kinase B signaling,nucleoplasm,nucleus,peptidase activity,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein phosphatase regulator activity,protein phosphatase type 2A complex,protein processing,regulation of catalytic activity,regulation of phosphatidylinositol 3-kinase signaling,signal transductionHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type(2S,3S,4E,6E,8S,9S)-3-amino-9-methoxy-2,6,8-trimethyl-10-phenyldeca-4,6-dienoic acid,2,6,8-Trimethyl-3-Amino-9-Benzyl-9-Methoxynonanoic AcidA=0, G=36 A=0.0, G=1.0 0.00001 563.733 36 A=0/0, G=10/26

chr14:102466253 T/T C T SNV DYNC1H1 DYNC1H1:intronic:NM_001376.4 1 100 intronic NM_001376.4c.3805-73C>Tp.? -0.37 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs8015117 YES Dynein, cytoplasmic-1, heavy chain-1ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ER to Golgi vesicle-mediated transport,G2/M transition of mitotic cell cycle,RNA binding,antigen processing and presentation of exogenous peptide antigen via MHC class II,azurophil granule lumen,cell division,centrosome,ciliary basal body-plasma membrane docking,cytoplasmic dynein complex,cytoplasmic mRNA processing body assembly,cytoplasmic microtubule organization,cytosol,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,establishment of spindle localization,extracellular exosome,extracellular matrix,extracellular region,filopodium,membrane,microtubule,microtubule motor activity,microtubule-based movement,minus-end-directed vesicle transport along microtubule,mitotic spindle organization,neutrophil degranulation,positive regulation of intracellular transport,positive regulation of spindle assembly,protein binding,regulation of G2/M transition of mitotic cell cycle,regulation of metaphaCentral Nervous System Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Microcephaly;Motor Neuron Disease;Muscular Atrophy, Spinal;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Spinal Cord Diseases;Spinal Muscular Atrophies of ChildhoodC=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=12/13

chr14:102500244 G/T G T SNV DYNC1H1 DYNC1H1:intronic:NM_001376.4 1 57.89 intronic NM_001376.4c.10414-69G>Tp.? -1.46 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs17512713 YES Dynein, cytoplasmic-1, heavy chain-1ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ER to Golgi vesicle-mediated transport,G2/M transition of mitotic cell cycle,RNA binding,antigen processing and presentation of exogenous peptide antigen via MHC class II,azurophil granule lumen,cell division,centrosome,ciliary basal body-plasma membrane docking,cytoplasmic dynein complex,cytoplasmic mRNA processing body assembly,cytoplasmic microtubule organization,cytosol,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,establishment of spindle localization,extracellular exosome,extracellular matrix,extracellular region,filopodium,membrane,microtubule,microtubule motor activity,microtubule-based movement,minus-end-directed vesicle transport along microtubule,mitotic spindle organization,neutrophil degranulation,positive regulation of intracellular transport,positive regulation of spindle assembly,protein binding,regulation of G2/M transition of mitotic cell cycle,regulation of metaphaCentral Nervous System Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Microcephaly;Motor Neuron Disease;Muscular Atrophy, Spinal;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Spinal Cord Diseases;Spinal Muscular Atrophies of ChildhoodG=16, T=22 G=0.4211, T=0.5789 0.00001 249.1 38 G=9/7, T=6/16

chr12:53686703 A/A G A SNV ESPL1 ESPL1:exonic:NM_012291.4 1 100 30 missense NM_012291.4c.6110G>A p.Arg2037His 2.28 1 29 0.004 Peptidase family C50rs1056685 5.00E-04 YES 9.999E-1 (pos.53686703) Extra spindle poles-like 1apoptotic process,catalytic activity,centrosome,cysteine-type endopeptidase activity,cysteine-type peptidase activity,cytokinesis,cytoplasm,cytosol,establishment of mitotic spindle localization,homologous chromosome segregation,meiotic chromosome separation,meiotic spindle organization,mitotic sister chromatid segregation,mitotic spindle,negative regulation of sister chromatid cohesion,nucleus,peptidase activity,positive regulation of mitotic metaphase/anaphase transition,protein binding,proteolysisAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Transitional Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Head and Neck Neoplasms;Male Urogenital Diseases;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, A=23 G=0.0, A=1.0 0.00001 316.732 23 G=0/0, A=9/14

chr14:102515015 A/A G A SNV DYNC1H1 DYNC1H1:intronic:NM_001376.4 1 100 intronic NM_001376.4c.13372+9G>Ap.? 0.88 0(COSM147845)AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs1004903 0.187 YES 2.531E-1 (pos.102515015)acute_myeloid_leukaemia,adenocarcinomaDynein, cytoplasmic-1, heavy chain-1ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ER to Golgi vesicle-mediated transport,G2/M transition of mitotic cell cycle,RNA binding,antigen processing and presentation of exogenous peptide antigen via MHC class II,azurophil granule lumen,cell division,centrosome,ciliary basal body-plasma membrane docking,cytoplasmic dynein complex,cytoplasmic mRNA processing body assembly,cytoplasmic microtubule organization,cytosol,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,establishment of spindle localization,extracellular exosome,extracellular matrix,extracellular region,filopodium,membrane,microtubule,microtubule motor activity,microtubule-based movement,minus-end-directed vesicle transport along microtubule,mitotic spindle organization,neutrophil degranulation,positive regulation of intracellular transport,positive regulation of spindle assembly,protein binding,regulation of G2/M transition of mitotic cell cycle,regulation of metaphaCentral Nervous System Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Microcephaly;Motor Neuron Disease;Muscular Atrophy, Spinal;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Spinal Cord Diseases;Spinal Muscular Atrophies of ChildhoodBenign/Likely benignG=0, A=53 G=0.0, A=1.0 0.00001 782.03 53 G=0/0, A=33/20

chr14:102516324 G/A G A SNV DYNC1H1 DYNC1H1:intronic:NM_001376.4 1 46.43 intronic NM_001376.4c.13685-84G>Ap.? 0.3 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs373150429,rs879817539 Dynein, cytoplasmic-1, heavy chain-1ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ER to Golgi vesicle-mediated transport,G2/M transition of mitotic cell cycle,RNA binding,antigen processing and presentation of exogenous peptide antigen via MHC class II,azurophil granule lumen,cell division,centrosome,ciliary basal body-plasma membrane docking,cytoplasmic dynein complex,cytoplasmic mRNA processing body assembly,cytoplasmic microtubule organization,cytosol,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,establishment of spindle localization,extracellular exosome,extracellular matrix,extracellular region,filopodium,membrane,microtubule,microtubule motor activity,microtubule-based movement,minus-end-directed vesicle transport along microtubule,mitotic spindle organization,neutrophil degranulation,positive regulation of intracellular transport,positive regulation of spindle assembly,protein binding,regulation of G2/M transition of mitotic cell cycle,regulation of metaphaCentral Nervous System Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Microcephaly;Motor Neuron Disease;Muscular Atrophy, Spinal;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Spinal Cord Diseases;Spinal Muscular Atrophies of ChildhoodG=15, A=13 G=0.5357, A=0.4643 0.00001 117.927 28 G=6/9, A=6/7

chr12:53682326 G/A G A SNV ESPL1 ESPL1:exonic:NM_012291.4 1 58.33 20 synonymous NM_012291.4c.4551G>A p.(=) 1.54 0.15(COSM1756781)Peptidase family C50rs1110720 0.3645 YES 8.044E-1 (pos.53682326) carcinoma,neoplasm,transitional_cell_carcinomaExtra spindle poles-like 1apoptotic process,catalytic activity,centrosome,cysteine-type endopeptidase activity,cysteine-type peptidase activity,cytokinesis,cytoplasm,cytosol,establishment of mitotic spindle localization,homologous chromosome segregation,meiotic chromosome separation,meiotic spindle organization,mitotic sister chromatid segregation,mitotic spindle,negative regulation of sister chromatid cohesion,nucleus,peptidase activity,positive regulation of mitotic metaphase/anaphase transition,protein binding,proteolysisAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Transitional Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Head and Neck Neoplasms;Male Urogenital Diseases;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=10, A=14 G=0.4167, A=0.5833 0.00001 136.342 24 G=5/5, A=3/11

chr12:53662624 C/A C A SNV ESPL1 ESPL1:exonic:NM_012291.4 1 50 2 missense NM_012291.4c.74C>A p.Ala25Asp 3.45 1 126 0 Peptidase family C50rs6580942 0.3215 YES 9.988E-1 (pos.53662624) Extra spindle poles-like 1apoptotic process,catalytic activity,centrosome,cysteine-type endopeptidase activity,cysteine-type peptidase activity,cytokinesis,cytoplasm,cytosol,establishment of mitotic spindle localization,homologous chromosome segregation,meiotic chromosome separation,meiotic spindle organization,mitotic sister chromatid segregation,mitotic spindle,negative regulation of sister chromatid cohesion,nucleus,peptidase activity,positive regulation of mitotic metaphase/anaphase transition,protein binding,proteolysisAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Transitional Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Head and Neck Neoplasms;Male Urogenital Diseases;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=14, A=14 C=0.5, A=0.5 0.00001 131.939 28 C=6/8, A=5/9

chr12:53670545 C/A C A SNV ESPL1 ESPL1:exonic:NM_012291.4 1 50 8 missense NM_012291.4c.1842C>A p.Ser614Arg -0.16 0.08 110 0.998 0.8(COSM4147242)Peptidase family C50rs1318648 0.3612 YES 8.059E-1 (pos.53670545) neoplasm Extra spindle poles-like 1apoptotic process,catalytic activity,centrosome,cysteine-type endopeptidase activity,cysteine-type peptidase activity,cytokinesis,cytoplasm,cytosol,establishment of mitotic spindle localization,homologous chromosome segregation,meiotic chromosome separation,meiotic spindle organization,mitotic sister chromatid segregation,mitotic spindle,negative regulation of sister chromatid cohesion,nucleus,peptidase activity,positive regulation of mitotic metaphase/anaphase transition,protein binding,proteolysisAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Transitional Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Head and Neck Neoplasms;Male Urogenital Diseases;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=12, A=12 C=0.5, A=0.5 0.00001 106.703 24 C=11/1, A=9/3

chr14:103923414 G/G A G SNV MARK3 MARK3:intronic:NM_001128918.2 1 100 intronic NM_001128918.2c.413-65A>Gp.? -0.05 Kinase associated domain 1,Kinase-like,Protein kinase domain,Protein tyrosine kinase,UBA/TS-N domainrs2273700 0.3616 YES MAP/microtubule affinity-regulating kinase-3ATP binding,MAPK cascade,cytosol,establishment of cell polarity,extracellular exosome,microtubule cytoskeleton organization,negative regulation of hippo signaling,plasma membrane,protein binding,protein phosphorylation,protein serine/threonine kinase activityA=0, G=40 A=0.0, G=1.0 0.00001 644.285 40 A=0/0, G=19/21

chr14:103923475 A/G A G SNV MARK3 MARK3:intronic:NM_001128918.2 1 97.5 intronic NM_001128918.2c.413-4A>Gp.? 0.02 0.37(COSM4418154),0.37(COSM4418155),0.37(COSM4418156)Kinase associated domain 1,Kinase-like,Protein kinase domain,Protein tyrosine kinase,UBA/TS-N domainrs2273699 0.362 YES 1.269E-1 (pos.103923475)acute_myeloid_leukaemia,adenocarcinomaMAP/microtubule affinity-regulating kinase-3ATP binding,MAPK cascade,cytosol,establishment of cell polarity,extracellular exosome,microtubule cytoskeleton organization,negative regulation of hippo signaling,plasma membrane,protein binding,protein phosphorylation,protein serine/threonine kinase activityA=1, G=39 A=0.025, G=0.975 0.00001 611.631 40 A=1/0, G=18/21

chr2:239016539 G/G C G SNV ESPNL ESPNL:exonic:NM_194312.3 1 100 4 synonymous NM_194312.3c.780C>G p.(=) 0.08 0.33(COSM4133579)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs935415 0.3015 YES 7.095E-1 (pos.239016539)neoplasm actin filament binding,actin filament bundle assembly,cytoplasm,filamentous actin,sensory perception of sound,stereocilium tipC=0, G=34 C=0.0, G=1.0 0.00001 524.022 34 C=0/0, G=14/20

chr14:104027557 T/T C T SNV BAG5 BAG5:intronic:NM_001015049.2 1 100 intronic NM_001015049.2c.96-28G>Ap.? -0.24 BAG domain rs11625397 0.3459 YES 4.452E-1 (pos.104027557) Golgi organization,adenyl-nucleotide exchange factor activity,chaperone binding,cytosol,inclusion body,membrane,mitochondrion,negative regulation of neuron projection development,negative regulation of oxidative stress-induced intrinsic apoptotic signaling pathway,negative regulation of proteasomal ubiquitin-dependent protein catabolic process,negative regulation of protein refolding,negative regulation of protein ubiquitination,negative regulation of ubiquitin-protein transferase activity,neuron death,nucleus,perinuclear region of cytoplasm,protein binding,protein folding,protein kinase binding,regulation of cellular response to heat,regulation of inclusion body assembly,regulation of ubiquitin-protein transferase activity,ubiquitin protein ligase bindingC=0, T=58 C=0.0, T=1.0 0.00001 867.384 58 C=0/0, T=29/29

chr14:104139570 T/T G T SNV KLC1 KLC1:intronic:NM_001130107.1 1 100 intronic NM_001130107.1c.1161+46G>Tp.? -0.19 PPR repeat,Tetratricopeptide repeatrs11160757 0.0225 YES 9.839E-1 (pos.104139570) Kinesin, light chain 1antigen processing and presentation of exogenous peptide antigen via MHC class II,cytoplasmic vesicle,cytosol,growth cone,kinesin complex,membrane,microtubule,microtubule motor activity,microtubule-based movement,motor activity,protein binding,retrograde vesicle-mediated transport, Golgi to ER,stress granule disassembly,viral processG=0, T=26 G=0.0, T=1.0 0.00001 371.419 26 G=0/0, T=9/17

chr14:104167075 T/T C T SNV KLC1,XRCC3 XRCC3:intronic:NM_001100118.1, KLC1:intronic:NM_001130107.1 1
100

intronic NM_001130107.1, NM_001100118.1c.1854+11C>T, c.562-1162G>Ap.?, p.? 0.35 AAA domain,PPR repeat,Rad51,Tetratricopeptide repeatrs861537 0.3017 YES 4.1E-1 (pos.104167075) Kinesin, light chain 1,X-ray-repair, complementing defective, repair in Chinese hamster cells-3ATP binding,DNA binding,DNA recombination,DNA repair,DNA synthesis involved in DNA repair,DNA-dependent ATPase activity,Rad51B-Rad51C-Rad51D-XRCC2 complex,Rad51C-XRCC3 complex,antigen processing and presentation of exogenous peptide antigen via MHC class II,cellular response to DNA damage stimulus,crossover junction endodeoxyribonuclease activity,cytoplasm,cytoplasmic vesicle,cytosol,double-strand break repair via homologous recombination,double-stranded DNA binding,four-way junction DNA binding,growth cone,interstrand cross-link repair,kinesin complex,meiotic DNA recombinase assembly,membrane,microtubule,microtubule motor activity,microtubule-based movement,mitochondrion,motor activity,nuclear chromosome, telomeric region,nucleoplasm,nucleus,perinuclear region of cytoplasm,positive regulation of mitotic cell cycle spindle assembly checkpoint,protein binding,reciprocal meiotic recombination,recombinase activity,regulation of centrosome duplication,replication fork,resolution of mitotic recombination intermediAdenoma;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Basal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Melanoma;Mesothelioma;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Basal Cell;Neoplasms, Experimental;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Mesothelial;Neoplasms, Nerve Tissue;Neoplastic Processes;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach NeoplasmsC=0, T=30 C=0.0, T=1.0 0.00001 446.533 30 C=0/0, T=16/14

chr14:76957887 C/C T C SNV ESRRB ESRRB:exonic:NM_004452.3 1 100 8 synonymous NM_004452.3c.885T>C p.(=) -1.86 0.04(COSM4148261),0.04(COSM4148262)Ligand-binding domain of nuclear hormone receptor,Zinc finger, C4 type (two domains)rs2361293 1.00E-04 9.998E-1 (pos.76957887) neoplasm Estrogen-related receptor betaDNA binding transcription factor activity,RNA polymerase II core binding,RNA polymerase II distal enhancer sequence-specific DNA binding,cell dedifferentiation,cell proliferation,condensed chromosome,core promoter binding,cytoplasm,embryonic placenta development,enhancer binding,enhancer sequence-specific DNA binding,inner ear development,integrator complex,intracellular receptor signaling pathway,negative regulation of stem cell differentiation,negative regulation of transcription from RNA polymerase II promoter,nuclear receptor activity,nucleoplasm,nucleus,photoreceptor cell maintenance,positive regulation of glycogen biosynthetic process,positive regulation of glycolytic process,positive regulation of stem cell population maintenance,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription involved in G1/S transition of mitotic cell cycle,positive regulation of transcription involved in G2/M transition of mitotic cell cycle,positive regulation of transcriptiEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersBenign T=0, C=55 T=0.0, C=1.0 0.00001 814.901 55 T=0/0, C=22/33

chr14:104481016 A/A G A SNV TDRD9 TDRD9:intronic:NM_153046.2 1 100 intronic NM_153046.2c.2107-46G>Ap.? -0.49 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Tudor domainrs7150795 0.0022 YES 9.874E-1 (pos.104481016) ATP binding,ATP-dependent RNA helicase activity,ATPase activity,DNA methylation involved in gamete generation,P granule,RNA binding,RNA processing,cell differentiation,cytoplasm,fertilization,gene silencing by RNA,helicase activity,male meiosis I,male meiotic nuclear division,mitochondrion,multicellular organism development,negative regulation of transposition,nucleus,piP-body,piRNA metabolic process,spermatogenesisG=0, A=43 G=0.0, A=1.0 0.00001 710.594 43 G=0/0, A=28/15

chr14:104563874 T/T C T SNV ASPG ASPG:intronic:NM_001080464.2 1 100 intronic NM_001080464.2c.430-17C>Tp.? -2.47 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Asparaginase, N-terminalrs7156718 0.348 YES 5.653E-1 (pos.104563874) 1-alkyl-2-acetylglycerophosphocholine esterase activity,asparaginase activity,asparagine catabolic process,cellular amino acid biosynthetic process,cellular amino acid metabolic process,cytosol,lipid catabolic process,lysophospholipase activityAnaphylaxis;Anemia;Bile Duct Diseases;Biliary Tract Diseases;Blood Platelet Disorders;Choledocholithiasis;Cholelithiasis;Common Bile Duct Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hematologic Diseases;Hematuria;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte Disorders;Leukopenia;Male Urogenital Diseases;Thrombocytopenia;Urination Disorders;Urologic DiseasesC=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=21/6

chr14:104570116 G/G C G SNV ASPG ASPG:intronic:NM_001080464.2 1 100 intronic NM_001080464.2c.753+104C>Gp.? -1.77 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Asparaginase, N-terminalrs34878411 YES 1-alkyl-2-acetylglycerophosphocholine esterase activity,asparaginase activity,asparagine catabolic process,cellular amino acid biosynthetic process,cellular amino acid metabolic process,cytosol,lipid catabolic process,lysophospholipase activityAnaphylaxis;Anemia;Bile Duct Diseases;Biliary Tract Diseases;Blood Platelet Disorders;Choledocholithiasis;Cholelithiasis;Common Bile Duct Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hematologic Diseases;Hematuria;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte Disorders;Leukopenia;Male Urogenital Diseases;Thrombocytopenia;Urination Disorders;Urologic DiseasesC=0, G=29 C=0.0, G=1.0 0.00001 432.521 29 C=0/0, G=3/26

chr14:104571826 G/G A G SNV ASPG ASPG:intronic:NM_001080464.2 1 100 intronic NM_001080464.2c.1173+39A>Gp.? -1.09 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Asparaginase, N-terminalrs1744300 0.0016 YES 9.973E-1;2.664E-3 (pos.104571826) 1-alkyl-2-acetylglycerophosphocholine esterase activity,asparaginase activity,asparagine catabolic process,cellular amino acid biosynthetic process,cellular amino acid metabolic process,cytosol,lipid catabolic process,lysophospholipase activityAnaphylaxis;Anemia;Bile Duct Diseases;Biliary Tract Diseases;Blood Platelet Disorders;Choledocholithiasis;Cholelithiasis;Common Bile Duct Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hematologic Diseases;Hematuria;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte Disorders;Leukopenia;Male Urogenital Diseases;Thrombocytopenia;Urination Disorders;Urologic DiseasesA=0, G=24 A=0.0, G=1.0 0.00001 334.321 24 A=0/0, G=15/9

chr2:67630980 A/A G A SNV ETAA1 ETAA1:exonic:NM_019002.3 1 100 5 missense NM_019002.3c.1166G>A p.Ser389Asn 2.21 1 46 0 0.03(COSM148867)Ewing's tumour-associated antigen 1 homologuers3770657 0.2846 YES 5.651E-1 (pos.67630980) adenocarcinoma,carcinomaEwing tumor-associated antigen 1DNA repair,cellular response to DNA damage stimulus,nuclear replication fork,positive regulation of protein serine/threonine kinase activity,protein binding,protein serine/threonine kinase activator activity,regulation of DNA damage checkpoint,replication fork processingDigestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Neoplasms;Neoplasms by Site;Pancreatic Diseases;Pancreatic NeoplasmsG=0, A=22 G=0.0, A=1.0 0.00001 298.879 22 G=0/0, A=5/17

chr2:67632125 T/T C T SNV ETAA1 ETAA1:exonic:NM_019002.3 1 100 5 missense NM_019002.3c.2311C>T p.Pro771Ser -0.23 0.7 74 0 0.05(COSM148869)Ewing's tumour-associated antigen 1 homologuers3770655 0.2836 YES 5.65E-1;0.0 (pos.67632125)adenocarcinomaEwing tumor-associated antigen 1DNA repair,cellular response to DNA damage stimulus,nuclear replication fork,positive regulation of protein serine/threonine kinase activity,protein binding,protein serine/threonine kinase activator activity,regulation of DNA damage checkpoint,replication fork processingDigestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Neoplasms;Neoplasms by Site;Pancreatic Diseases;Pancreatic NeoplasmsC=0, T=118 C=0.0, T=1.0 0.00001 1893.79 118 C=0/0, T=66/52

chr4:159601676 T/T C T SNV ETFDH ETFDH:exonic:NM_004453.3 1 100 2 missense NM_004453.3c.92C>T p.Thr31Ile 1.12 0.16 89 0 0.84(COSM4158888)Electron transfer flavoprotein-ubiquinone oxidoreductase, 4Fe-4S,FAD binding domain,NAD(P)-binding Rossmann-like domain,Thi4 familyrs11559290 0.14 YES 9.75E-1 (pos.159601676) neoplasm Electron transfer flavoprotein:ubiquinone oxidoreductase4 iron, 4 sulfur cluster binding,electron transfer activity,electron transport chain,electron-transferring-flavoprotein dehydrogenase activity,fatty acid beta-oxidation using acyl-CoA dehydrogenase,flavin adenine dinucleotide binding,integral component of membrane,integral component of mitochondrial inner membrane,metal ion binding,mitochondrial electron transfer flavoprotein complex,mitochondrial matrix,mitochondrial membrane,oxidoreductase activity,oxidoreductase activity, oxidizing metal ions with flavin as acceptor,quinone binding,respiratory electron transport chain,response to oxidative stress,ubiquinone bindingAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Fatty Acid Oxidation Disorder;Genetic Diseases, Inborn;Glutaric acidemia type II;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Multiple Acyl Coenzyme A Dehydrogenase Deficiency;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Recommended Newborn Screening Panels;Secondary Conditions2-Hexyloxy-6-Hydroxymethyl-Tetrahydro-Pyran-3,4,5-TriolBenign C=0, T=62 C=0.0, T=1.0 0.00001 940.32 62 C=0/0, T=37/25

chr21:40191638 A/G A G SNV ETS2 ETS2:exonic:NM_001256295.1 1 52.27 9 synonymous NM_001256295.1c.1443A>G p.(=) -0.88 Ets-domain,Sterile alpha motif (SAM)/Pointed domainrs461155 0.1521 YES 4.59E-1 (pos.40191638) Oncogene ETS-2 Abnormalities, Multiple;Breast Diseases;Breast Neoplasms;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Down Syndrome;Genetic Diseases, Inborn;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesA=21, G=23 A=0.4773, G=0.5227 0.00001 260.151 44 A=11/10, G=16/7

chr14:105063253 T/T C T SNV TMEM179 TMEM179:intronic:NM_001286389.1 1 100 intronic NM_001286389.1c.443+74G>Ap.? 0.19 rs11629201 YES integral component of membrane C=0, T=22 C=0.0, T=1.0 0.00001 298.855 22 C=0/0, T=18/4

chr1:92979354 G/G A G SNV EVI5 EVI5:exonic:NM_005665.5 1 100 18 synonymous NM_005665.5c.2292T>C p.(=) -0.07 0.01(COSM4144254),0.01(COSM4144255)Rab-GTPase-TBC domainrs6603979 0.2058 YES 9.633E-1 (pos.92979354) neoplasm Ecotropic viral integration site 5GTPase activator activity,Rab GTPase binding,activation of GTPase activity,cell cycle,cell division,cell proliferation,cytosol,endomembrane system,intracellular protein transport,microtubule organizing center,multicellular organism development,nucleus,positive regulation of GTPase activity,protein binding,regulation of cilium assembly,regulation of vesicle fusion,retrograde transport, endosome to Golgi,spindleAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesBenign A=0, G=40 A=0.0, G=1.0 0.00001 643.832 40 A=0/0, G=33/7

chr1:93089823 T/C T C SNV EVI5 EVI5:exonic:NM_005665.5 1 95.45 14 synonymous NM_005665.5c.1689A>G p.(=) 1.11 Rab-GTPase-TBC domainrs7514716 0.1024 YES 9.635E-1 (pos.93089823) Ecotropic viral integration site 5GTPase activator activity,Rab GTPase binding,activation of GTPase activity,cell cycle,cell division,cell proliferation,cytosol,endomembrane system,intracellular protein transport,microtubule organizing center,multicellular organism development,nucleus,positive regulation of GTPase activity,protein binding,regulation of cilium assembly,regulation of vesicle fusion,retrograde transport, endosome to Golgi,spindleAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesBenign T=1, C=21 T=0.0455, C=0.9545 0.00001 271.495 22 T=1/0, C=18/3

chr14:105170222 G/A G A SNV INF2 INF2:intronic:NM_022489.3 1 59.09 intronic NM_022489.3c.668-31G>Ap.? -3.35 Diaphanous FH3 Domain,Diaphanous GTPase-binding Domain,Formin Homology 2 Domain,WH2 motifrs7145851 0.2189 YES 6.618E-2 (pos.105170222) Inverted formin 2Rho GTPase binding,actin binding,actin cytoskeleton organization,perinuclear region of cytoplasm,regulation of mitochondrial fissionFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=9, A=13 G=0.4091, A=0.5909 0.00001 121.892 22 G=5/4, A=10/3

chr19:7913974 C/C T C SNV EVI5L EVI5L:exonic:NM_001159944.2 1 100 3 synonymous NM_001159944.2c.495T>C p.(=) -0.45 0.06(COSM4132774)Rab-GTPase-TBC domainrs555609 0.2366 YES 6.033E-1 (pos.7913974) neoplasm GTPase activator activity,Rab GTPase binding,activation of GTPase activity,endomembrane system,integral component of membrane,intracellular,intracellular protein transport,negative regulation of cilium assembly,positive regulation of GTPase activity,protein binding,regulation of vesicle fusionT=0, C=23 T=0.0, C=1.0 0.00001 316.745 23 T=0/0, C=6/17

chr19:7928462 C/C T C SNV EVI5L EVI5L:exonic:NM_001159944.2 1 100 19 synonymous NM_001159944.2c.2292T>C p.(=) 1.49 0.02(COSM4132777)Rab-GTPase-TBC domainrs10410459 9.997E-1 (pos.7928462) neoplasm,squamous_cell_carcinomaGTPase activator activity,Rab GTPase binding,activation of GTPase activity,endomembrane system,integral component of membrane,intracellular,intracellular protein transport,negative regulation of cilium assembly,positive regulation of GTPase activity,protein binding,regulation of vesicle fusionT=0, C=39 T=0.0, C=1.0 0.00001 623.98 39 T=0/0, C=32/7

chr17:18284262 A/A G A SNV EVPLL EVPLL:exonic:NM_001145127.1 1 100 2 missense NM_001145127.1c.11G>A p.Ser4Asn 0.42 1 46 0 0(COSM3766024) rs386795970,rs570145 0.3931 YES 3.923E-1 (pos.18284262) hepatocellular_carcinoma,neoplasmcornified envelope,epidermis development,intermediate filament binding,structural molecule activityG=0, A=24 G=0.0, A=1.0 0.00001 334.682 24 G=0/0, A=15/9

chr17:18291544 G/G A G SNV EVPLL EVPLL:exonic:NM_001145127.1 1 100 10 synonymous NM_001145127.1c.888A>G p.(=) -2.29 0(COSM3766025) rs586322 YES 1.873E-1 (pos.18291544) acute_myeloid_leukaemia,hepatocellular_carcinoma,neoplasm,squamous_cell_carcinomacornified envelope,epidermis development,intermediate filament binding,structural molecule activityA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=11/10

chr14:105242966 T/C T C SNV AKT1 AKT1:intronic:NM_001014431.1 1 50 intronic NM_001014431.1c.287+30A>Gp.? -3.98 Kinase-like,PH domain,Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers2494735 0.3587 YES 6.49E-1 (pos.105242966) Murine thymoma viral (v-akt) oncogene homolog-114-3-3 protein binding,ATP binding,G-protein coupled receptor signaling pathway,GTPase activating protein binding,I-kappaB kinase/NF-kappaB signaling,NIK/NF-kappaB signaling,T cell costimulation,TOR signaling,activation of protein kinase B activity,activation-induced cell death of T cells,aging,anoikis,apoptotic mitochondrial changes,cell differentiation,cell projection organization,cell proliferation,cell-cell junction,cellular protein modification process,cellular response to DNA damage stimulus,cellular response to cadmium ion,cellular response to epidermal growth factor stimulus,cellular response to granulocyte macrophage colony-stimulating factor stimulus,cellular response to hypoxia,cellular response to insulin stimulus,cellular response to mechanical stimulus,cellular response to nerve growth factor stimulus,cellular response to organic cyclic compound,cellular response to prostaglandin E stimulus,cellular response to reactive oxygen species,cellular response to tumor necrosis factor,cellular response Abnormalities, Multiple;Adenoma;Adenomatous Polyposis Coli;Adenomatous Polyps;Adnexal Diseases;Amphetamine-Related Disorders;Aortic Valve Stenosis;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Breast Diseases;Breast Neoplasms;Calcinosis;Calcium Metabolism Disorders;Carcinoma;Carcinoma, Squamous Cell;Cardiomegaly;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Central Nervous System Neoplasms;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Glucose Metabolism Disorders;Gonadal Disorders;Hamartoma;Hamartoma Syndrome5-(5-chloro-7H-pyrrolo2,3-dpyrimidin-4-yl)-4,5,6,7-tetrahydro-1H-imidazo4,5-cpyridine,ATP,Arsenic trioxide,Inositol 1,3,4,5-Tetrakisphosphate,N-2-(5-methyl-4H-1,2,4-triazol-3-yl)phenyl-7H-pyrrolo2,3-dpyrimidin-4-amineT=22, C=22 T=0.5, C=0.5 0.00001 243.562 44 T=6/16, C=10/12

chr15:41476101 C/C T C SNV EXD1 EXD1:utr_3:NM_152596.3 1 100 10 utr_3 NM_152596.3c.1573A>G p.? -3.27 3'-5' exonucleasers521088 0 1.0 (pos.41476101) 3'-5' exonuclease activity,P granule,PET complex,RNA binding,gene silencing by RNA,meiotic cell cycle,piRNA metabolic process,protein binding,protein homodimerization activityT=0, C=45 T=0.0, C=1.0 0.00001 747.387 45 T=0/0, C=28/17

chr15:41476465 A/A G A SNV EXD1 EXD1:exonic:NM_152596.3 1 100 10 synonymous NM_152596.3c.1209C>T p.(=) -0.03 3'-5' exonucleasers690733 0.4294 YES 2.99E-1 (pos.41476465) 3'-5' exonuclease activity,P granule,PET complex,RNA binding,gene silencing by RNA,meiotic cell cycle,piRNA metabolic process,protein binding,protein homodimerization activityG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=15/9

chr14:105359827 C/C T C SNV CEP170B CEP170B:intronic:NM_001112726.2 1 100 intronic NM_001112726.2c.4039-33T>Cp.? -1.26 CEP170 C-terminus,FHA domain,Inner membrane component of T3SS, cytoplasmic domainrs2247712 0.2071 YES 2.718E-1;0.0 (pos.105359827) cytoplasm,microtubule T=0, C=32 T=0.0, C=1.0 0.00001 484.67 32 T=0/0, C=21/11

chr9:140243844 T/T C T SNV EXD3 EXD3:exonic:NM_017820.4 1 100 15 missense NM_017820.4c.1634G>A p.Cys545Tyr 0.77 0.02 194 0.092 0.06(COSM1132534)3'-5' exonuclease,Mut7-C RNAse domainrs28545754 0.3638 YES 8.36E-1 (pos.140243844) adenocarcinoma 3'-5' exonuclease activity,cytoplasm,metal ion binding,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleus,protein bindingC=0, T=65 C=0.0, T=1.0 0.00001 996.411 65 C=0/0, T=43/22

chr9:140247143 G/G T G SNV EXD3 EXD3:exonic:NM_017820.4 1 100 11 missense NM_017820.4c.966A>C p.Glu322Asp 1.12 0.23 45 0 0(COSM1489843),0(COSM455658)3'-5' exonuclease,Mut7-C RNAse domainrs7020732 0.1072 YES 9.989E-1 (pos.140247143)adenocarcinoma 3'-5' exonuclease activity,cytoplasm,metal ion binding,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleus,protein bindingT=0, G=65 T=0.0, G=1.0 0.00001 996.352 65 T=0/0, G=56/9

chr1:242030151 G/G A G SNV EXO1 EXO1:exonic:NM_130398.3 1 100 11 missense NM_130398.3c.1061A>G p.His354Arg 0.38 1 29 0 0.21(COSM5001995),0.21(COSM5001996)XPG I-region,XPG N-terminal domainrs735943 0.4603 YES 7.996E-1 (pos.242030151)diffuse_large_B_cell_lymphoma,ductal_carcinomaExonuclease 1, S. cerevisiae, homolog of5'-3' exodeoxyribonuclease activity,5'-3' exonuclease activity,DNA binding,DNA recombination,DNA repair,DNA replication,DNA synthesis involved in DNA repair,RNA phosphodiester bond hydrolysis, endonucleolytic,RNA-DNA hybrid ribonuclease activity,chromatin binding,double-stranded DNA 5'-3' exodeoxyribonuclease activity,exonuclease activity,flap endonuclease activity,humoral immune response mediated by circulating immunoglobulin,isotype switching,meiotic cell cycle,metal ion binding,mismatch repair,nuclear body,nucleic acid phosphodiester bond hydrolysis,nucleoplasm,nucleus,protein binding,regulation of signal transduction by p53 class mediator,single-stranded DNA 5'-3' exodeoxyribonuclease activity,somatic hypermutation of immunoglobulin genes,strand displacement,t-circle formationBreast Diseases;Breast Neoplasms;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Rectal Diseases;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=63 A=0.0, G=1.0 0.00001 958.554 63 A=0/0, G=28/35

chr6:656143 C/A C A SNV

EXOC2,HUS

1B HUS1B:exonic:NM_148959.3, EXOC2:intronic:NM_018303.5 1
47.37

1 missense NM_018303.5, NM_148959.3c.-42-18282G>T, c.802G>Tp.?, p.Asp268Tyr 2.28 160 Exocyst complex component Sec5,Hus1-like protein,IPT/TIG domainrs1211554 0.0977 YES 8.378E-1 (pos.656143) Exocyst complex component 2,Hydroxyurea-sensitive 1, S. pombe, homolog of, BFlemming body,Golgi to plasma membrane transport,Ral GTPase binding,checkpoint clamp complex,cytosol,double-strand break repair via homologous recombination,exocyst,exocyst assembly,intra-S DNA damage checkpoint,meiotic DNA integrity checkpoint,membrane,mitotic DNA replication checkpoint,nucleolus,nucleotide-excision repair,plasma membrane,protein N-terminus binding,protein binding,protein kinase binding,protein transport,regulation of entry of bacterium into host cell,site of double-strand breakPsoriasis;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue DiseasesC=50, A=45 C=0.5263, A=0.4737 0.00001 489.605 95 C=31/19, A=13/32

chr10:94695617 T/T C T SNV EXOC6 EXOC6:exonic:NM_019053.5 1 100 12 missense NM_019053.5c.1187C>T p.Thr396Ile 6.29 1 89 0 0.05(COSM3752054),0.05(COSM3752055),0.05(COSM3752056)Exocyst complex subunit Sec15-likers1326331 0.311 YES 9.972E-1 (pos.94695617) adenocarcinomaExocyst complex component 6Flemming body,cytosol,exocyst,growth cone,perinuclear region of cytoplasm,plasma membrane,protein binding,protein transport,vesicle docking involved in exocytosisC=0, T=64 C=0.0, T=1.0 0.00001 977.237 64 C=0/0, T=37/27

chr14:105618670 T/C T C SNV JAG2 JAG2:intronic:NM_002226.4 1 50 intronic NM_002226.4c.789-42A>Gp.? -0.07 Calcium-binding EGF domain,Delta serrate ligand,EGF-like domain,Human growth factor-like EGF,N terminus of Notch ligandrs2238287,rs780009308 0.3353 YES 5.499E-1;0.0 (pos.105618670) Jagged 2 Notch binding,Notch receptor processing,Notch signaling pathway,T cell differentiation,auditory receptor cell fate commitment,calcium ion binding,cell cycle,cell differentiation,epithelial cell apoptotic process involved in palatal shelf morphogenesis,gamma-delta T cell differentiation,growth factor activity,in utero embryonic development,integral component of plasma membrane,morphogenesis of embryonic epithelium,odontogenesis of dentin-containing tooth,plasma membrane,positive regulation of Notch signaling pathway,protein binding,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of receptor activity,respiratory system process,skeletal system development,spermatogenesis,thymic T cell selectionAdenocarcinoma;Astrocytoma;Bone Diseases;Bone Diseases, Developmental;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Ductal;Carcinoma, Pancreatic Ductal;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dysostoses;Endocrine Gland Neoplasms;Endocrine System Diseases;Glioblastoma;Glioma;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Limb Deformities, Congenital;Lymphangioleiomyomatosis;Lymphangiomyoma;Lymphatic Diseases;Lymphatic Vessel Tumors;Lymphoproliferative Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Ductal, Lobular, and Medullary;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Pancreatic Diseases;Pancreatic Neoplasms;PerivascuT=13, C=13 T=0.5, C=0.5 0.00001 119.162 26 T=10/3, C=7/6

chr14:105686570 C/C T C SNV BRF1 BRF1:intronic:NM_001519.3 1 100 intronic NM_001519.3c.1316-103A>Gp.? 1.24 Brf1-like TBP-binding domain,TFIIB zinc-binding,Transcription factor TFIIB repeatrs8005486 YES BRF1, S. cerevisiae, homolog of (TATA box-binding protein-associated factor 3C),Zinc finger protein 36, C3H type-like 1 (butyrate response factor 1; EGF-response factor 1)DNA-templated transcriptional preinitiation complex assembly,TBP-class protein binding,TFIIIB-type transcription factor activity,metal ion binding,nucleoplasm,positive regulation of transcription from RNA polymerase III promoter,rRNA transcription,regulation of transcription from RNA polymerase III promoter,tRNA transcription,transcription factor TFIIIB complex,transcription from RNA polymerase III promoter,transcription initiation from RNA polymerase III promoterT=0, C=20 T=0.0, C=1.0 0.00001 263.677 20 T=0/0, C=15/5

chr9:37782111 T/T C T SNV EXOSC3 EXOSC3:exonic:NM_016042.3 1 100 3 synonymous NM_016042.3c.498G>A p.(=) -0.69 0.12(COSM3763941)KH domain rs7158 0.4972 YES 5.307E-1 (pos.37782111) adenocarcinoma,carcinoma,hepatocellular_carcinomaExosome component 33'-5'-exoribonuclease activity,CUT catabolic process,DNA deamination,RNA binding,U4 snRNA 3'-end processing,cytoplasm,cytoplasmic exosome (RNase complex),cytosol,exonucleolytic nuclear-transcribed mRNA catabolic process involved in deadenylation-dependent decay,exonucleolytic trimming to generate mature 3'-end of 5.8S rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),exoribonuclease activity,exosome (RNase complex),isotype switching,nuclear exosome (RNase complex),nuclear polyadenylation-dependent rRNA catabolic process,nuclear polyadenylation-dependent tRNA catabolic process,nuclear retention of pre-mRNA with aberrant 3'-ends at the site of transcription,nuclear-transcribed mRNA catabolic process, exonucleolytic, 3'-5',nucleolus,nucleoplasm,nucleus,polyadenylation-dependent snoRNA 3'-end processing,positive regulation of isotype switching,protein binding,rRNA processing,regulation of mRNA stability,transcriptionally active chromatinAutonomic Nervous System Diseases;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Movement Disorders;Multiple System Atrophy;Nervous System Diseases;Neurodegenerative Diseases;Olivopontocerebellar Atrophies;Primary Dysautonomias;Spinal Cord Diseases;Spinocerebellar DegenerationsBenign/Likely benignC=0, T=102 C=0.0, T=1.0 0.00001 1594.11 102 C=0/0, T=64/38

chr14:105924786 A/A G A SNV MTA1 MTA1:intronic:NM_004689.3 1 100 intronic NM_004689.3c.653+77G>Ap.? 0.4 BAH domain,ELM2 domain,GATA zinc finger,MTA R1 domain,Myb-like DNA-binding domainrs4074001 YES Metastasis-associated gene 1DNA binding transcription factor activity,RNA polymerase II repressing transcription factor binding,chromatin binding,circadian regulation of gene expression,core promoter binding,core promoter sequence-specific DNA binding,cytoplasm,cytosol,double-strand break repair,entrainment of circadian clock by photoperiod,histone deacetylase activity,histone deacetylation,intracellular membrane-bounded organelle,locomotor rhythm,microtubule,negative regulation of nucleic acid-templated transcription,nuclear envelope,nucleoplasm,nucleus,positive regulation of protein autoubiquitination,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein sumoylation,regulation of gene expression, epigenetic,regulation of transcription, DNA-templated,response to ionizing radiation,sequence-specific DNA binding,signal transduction,transcription coactivator activity,transcription corepressor activity,transcription, DNA-templated,zinc ion bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleG=0, A=68 G=0.0, A=1.0 0.00001 1038.26 68 G=0/0, A=24/44

chr9:37780558 C/A C A SNV EXOSC3 EXOSC3:utr_3:NM_016042.3 1 53.33 4 utr_3 NM_016042.3c.946G>T p.? 1.96 KH domain rs1059059 YES Exosome component 33'-5'-exoribonuclease activity,CUT catabolic process,DNA deamination,RNA binding,U4 snRNA 3'-end processing,cytoplasm,cytoplasmic exosome (RNase complex),cytosol,exonucleolytic nuclear-transcribed mRNA catabolic process involved in deadenylation-dependent decay,exonucleolytic trimming to generate mature 3'-end of 5.8S rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),exoribonuclease activity,exosome (RNase complex),isotype switching,nuclear exosome (RNase complex),nuclear polyadenylation-dependent rRNA catabolic process,nuclear polyadenylation-dependent tRNA catabolic process,nuclear retention of pre-mRNA with aberrant 3'-ends at the site of transcription,nuclear-transcribed mRNA catabolic process, exonucleolytic, 3'-5',nucleolus,nucleoplasm,nucleus,polyadenylation-dependent snoRNA 3'-end processing,positive regulation of isotype switching,protein binding,rRNA processing,regulation of mRNA stability,transcriptionally active chromatinAutonomic Nervous System Diseases;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Movement Disorders;Multiple System Atrophy;Nervous System Diseases;Neurodegenerative Diseases;Olivopontocerebellar Atrophies;Primary Dysautonomias;Spinal Cord Diseases;Spinocerebellar DegenerationsBenign C=21, A=24 C=0.4667, A=0.5333 0.00001 276.182 45 C=6/15, A=11/13

chr11:108380335 T/C T C SNV EXPH5 EXPH5:exonic:NM_015065.2 1 98.84 6 missense NM_015065.2c.5899A>G p.Asn1967Asp 3.81 1 23 0 rs1943382 0 1.0 (pos.108380335) Exophilin 5 T=1, C=85 T=0.0116, C=0.9884 0.00001 1374.75 86 T=0/1, C=34/51

chr1:26357656 C/A C A SNV EXTL1 EXTL1:exonic:NM_004455.2 1 46.43 5 missense NM_004455.2c.1135C>A p.His379Asn 1.29 0 68 0.029 Exostosin family,Glycosyl transferase family 64 domainrs2736831 0.3217 YES 7.315E-1 (pos.26357656) Exostosin-like 1IRE1-mediated unfolded protein response,endoplasmic reticulum membrane,glucuronosyl-N-acetylglucosaminyl-proteoglycan 4-alpha-N-acetylglucosaminyltransferase activity,integral component of membrane,protein glycosylation,skeletal system developmentC=15, A=13 C=0.5357, A=0.4643 0.00001 117.927 28 C=3/12, A=6/7

chr6:66005888 T/T C T SNV EYS EYS:exonic:NM_001142800.1 1 100 12 missense NM_001142800.1c.1891G>A p.Gly631Ser 2.14 0.53 56 0 EGF-like domain,Human growth factor-like EGF,Laminin G domainrs9342464 0.4167 YES 8.866E-1 (pos.66005888) Eyes shut, Drosophila, homolog ofcalcium ion binding,detection of light stimulus involved in visual perception,extracellular exosome,molecular_function,skeletal muscle tissue regenerationCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign C=0, T=156 C=0.0, T=1.0 0.00001 2503.77 156 C=0/0, T=75/81

chr6:66005970 A/A G A SNV EYS EYS:exonic:NM_001142800.1 1 100 12 synonymous NM_001142800.1c.1809C>T p.(=) 1.33 EGF-like domain,Human growth factor-like EGF,Laminin G domainrs9345601 0.4167 YES 8.875E-1 (pos.66005970) Eyes shut, Drosophila, homolog ofcalcium ion binding,detection of light stimulus involved in visual perception,extracellular exosome,molecular_function,skeletal muscle tissue regenerationCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign G=0, A=159 G=0.0, A=1.0 0.00001 2557.81 159 G=0/0, A=76/83

chr17:40854534 GT/GT G GT INDEL EZH1 EZH1:utr_3:NM_001991.4 1 100 21 utr_3 NM_001991.4c.2259_2260insAp.? -0.45 SET domain,WD repeat binding protein EZH2rs3841620,rs397791272,rs5428143390.4819 YES 5.036E-1;0.0 (pos.40854534) Enhancer of zeste, Drosophila, homolog of, 1,Enhancer of zeste, Drosophila, homolog of, 2ESC/E(Z) complex,anatomical structure morphogenesis,chromatin binding,hippocampus development,histone H3-K27 methylation,histone-lysine N-methyltransferase activity,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedG=0, GT=82 G=0.0, GT=1.0 0.00001 1277.13 82 G=0/0, GT=53/29

chr5:176831826 G/G C G SNV F12 F12:exonic:NM_000505.3 1 100 7 missense NM_000505.3c.619G>C p.Ala207Pro 0.25 0.59 27 0 0.01(COSM449394)EGF-like domain,Fibronectin type I domain,Fibronectin type II domain,Human growth factor-like EGF,Kringle domain,Trypsin,Trypsin-like peptidase domainrs17876030 0.0144 YES 8.922E-1;0.0 (pos.176831826)neoplasm Coagulation factor XII (Hageman factor)Factor XII activation,blood coagulation, intrinsic pathway,calcium ion binding,extracellular exosome,extracellular region,extracellular space,fibrinolysis,innate immune response,misfolded protein binding,plasma kallikrein-kinin cascade,plasma membrane,positive regulation of blood coagulation,positive regulation of fibrinolysis,positive regulation of plasminogen activation,protein autoprocessing,protein binding,protein processing,response to misfolded protein,serine-type endopeptidase activity,zymogen activationAngioedema;Angioedemas, Hereditary;Autoimmune Diseases;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Cardiovascular Diseases;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Embolism and Thrombosis;Factor XII Deficiency;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hereditary Angioedema Type III;Hypersensitivity;Hypersensitivity, Immediate;Hypertension;Immune System Diseases;Kidney Diseases;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nephritis;Skin Diseases;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Thromboembolism;Urologic Diseases;Urticaria;Vascular DiseasesConestat alfa,Ethanolamine Oleate,Human C1-esterase inhibitor,NafamostatBenign C=0, G=27 C=0.0, G=1.0 0.00001 389.989 27 C=0/0, G=18/9



chr14:20767618 A/A G A SNV TTC5 TTC5:intronic:NM_138376.2 1 100 intronic NM_138376.2c.397-11C>Tp.? 3.16 Tetratricopeptide repeat,Tetratricopeptide repeat protein 5 OB fold domainrs2318864 0.266 YES 7.962E-1 (pos.20767618) DNA binding,DNA repair,chromatin binding,cytoplasm,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of signal transduction by p53 class mediatorG=0, A=23 G=0.0, A=1.0 0.00001 316.667 23 G=0/0, A=4/19

chr5:176836532 G/G A G SNV F12 F12:utr_5:NM_000505.3 1 100 1 utr_5 NM_000505.3c.-4T>C p.? 1.75 EGF-like domain,Fibronectin type I domain,Fibronectin type II domain,Human growth factor-like EGF,Kringle domain,Trypsin,Trypsin-like peptidase domainrs1801020 0.2374 YES 2.52E-1 (pos.176836532) Coagulation factor XII (Hageman factor)Factor XII activation,blood coagulation, intrinsic pathway,calcium ion binding,extracellular exosome,extracellular region,extracellular space,fibrinolysis,innate immune response,misfolded protein binding,plasma kallikrein-kinin cascade,plasma membrane,positive regulation of blood coagulation,positive regulation of fibrinolysis,positive regulation of plasminogen activation,protein autoprocessing,protein binding,protein processing,response to misfolded protein,serine-type endopeptidase activity,zymogen activationAngioedema;Angioedemas, Hereditary;Autoimmune Diseases;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Cardiovascular Diseases;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Embolism and Thrombosis;Factor XII Deficiency;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hereditary Angioedema Type III;Hypersensitivity;Hypersensitivity, Immediate;Hypertension;Immune System Diseases;Kidney Diseases;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nephritis;Skin Diseases;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Thromboembolism;Urologic Diseases;Urticaria;Vascular DiseasesConestat alfa,Ethanolamine Oleate,Human C1-esterase inhibitor,NafamostatBenign A=0, G=81 A=0.0, G=1.0 0.00001 1309.48 81 A=0/0, G=38/43

chr14:20824859 T/C T C SNV PARP2 PARP2:intronic:NM_005484.3 1 45.83 intronic NM_005484.3c.1368+11T>Cp.? -1.13 Poly(ADP-ribose) polymerase catalytic domain,Poly(ADP-ribose) polymerase, regulatory domain,WGR domainrs878156 0.083 YES 1.666E-1 (pos.20824859) Poly(ADP-ribose) polymerase 2DNA binding,DNA ligase (ATP) activity,DNA ligation involved in DNA repair,DNA repair,NAD+ ADP-ribosyltransferase activity,base-excision repair,cytoplasm,extrinsic apoptotic signaling pathway,lagging strand elongation,nucleolus,nucleoplasm,nucleus,peptidyl-serine ADP-ribosylation,protein ADP-ribosylase activity,protein ADP-ribosylation,protein bindingLipid Metabolism Disorders;Lipodystrophy;Metabolic Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Skin Diseases;Skin Diseases, Metabolic;Skin and Connective Tissue DiseasesNiraparib,Olaparib,Rucaparib,VeliparibT=13, C=11 T=0.5417, C=0.4583 0.00001 93.44 24 T=7/6, C=8/3

chr14:20843889 G/A G A SNV TEP1 TEP1:intronic:NM_007110.4 1 57.89 intronic NM_007110.4c.6363+25C>Tp.? -0.18 Domain of unknown function (DUF4062),NACHT domain,TEP1 N-terminal domain,TROVE domain,WD domain, G-beta repeatrs1760908 0.2165 YES 2.656E-1;0.0 (pos.20843889) Telomerase-associated protein-1ATP binding,RNA binding,RNA splicing,RNA-dependent DNA biosynthetic process,U5 snRNP,catalytic step 2 spliceosome,chromosome, telomeric region,cytoplasm,enzyme binding,intracellular ribonucleoprotein complex,nuclear matrix,p53 binding,precatalytic spliceosome,telomerase RNA binding,telomerase activity,telomerase holoenzyme complex,telomere maintenance via recombinationLung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsG=16, A=22 G=0.4211, A=0.5789 0.00001 249.15 38 G=8/8, A=11/11

chr1:197031021 T/T C T SNV F13B F13B:exonic:NM_001994.2 1 100 3 missense NM_001994.2c.344G>A p.Arg115His -0.46 0.42 29 0 Sushi repeat (SCR repeat)rs6003 0.0929 YES 9.837E-1 (pos.197031021) Coagulation factor XIII, B polypeptideblood coagulation,extracellular regionBlood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Cardiovascular Diseases;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Embolism and Thrombosis;Factor XIII Deficiency;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Thrombosis;Vascular Diseases;Venous ThrombosisBenign, risk factorC=0, T=33 C=0.0, T=1.0 0.00001 504.069 33 C=0/0, T=21/12

chr5:76129053 C/C T C SNV F2RL1 F2RL1:exonic:NM_005242.5 1 100 2 synonymous NM_005242.5c.621T>C p.(=) 0.28 0.58(COSM6351282)7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srwrs631465 0.0464 YES 5.168E-1 (pos.76129053) carcinoma Coagulation factor II, thrombin, receptor-like 1 (G protein-coupled receptor-11)G-protein alpha-subunit binding,G-protein beta-subunit binding,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Golgi apparatus,T cell activation involved in immune response,blood coagulation,cell-cell junction maintenance,chemokine (C-C motif) ligand 2 secretion,chemokine secretion,defense response to virus,early endosome,establishment of endothelial barrier,inflammatory response,innate immune response,integral component of membrane,integral component of plasma membrane,interferon-gamma secretion,interleukin-1 beta secretion,interleukin-10 secretion,leukocyte migration,leukocyte proliferation,mature conventional dendritic cell differentiation,negative regulation of JNK cascade,negative regulation of chemokine secretion,negative regulation of toll-like receptor 3 signaling pathway,negative regulation of tumor necrosis factor-mediated signaling pathway,neutrophil activation,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positive regulation of GTPase activity,positiCardiovascular Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Heart Diseases;Melanoma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Pruritus;Skin Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesT=0, C=52 T=0.0, C=1.0 0.00001 750.27 52 T=0/0, C=20/32

chr1:169511734 C/C T C SNV F5 F5:exonic:NM_000130.4 1 100 13 missense NM_000130.4c.2594A>G p.His865Arg -0.17 0.31 29 0.001 0.06(COSM3747584)Coagulation Factor V LSPD Repeat,F5/8 type C domain,Multicopper oxidasers4525 0.274 YES 2.184E-1 (pos.169511734)acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinomaCoagulation factor V (proaccelerin, labile factor)COPII vesicle coating,COPII-coated ER to Golgi transport vesicle,ER to Golgi vesicle-mediated transport,Golgi membrane,blood circulation,blood coagulation,cellular protein metabolic process,copper ion binding,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment membrane,extracellular region,extracellular space,extracellular vesicle,membrane,plasma membrane,platelet alpha granule lumen,platelet degranulation,post-translational protein modification,protein binding,response to vitamin KAbortion, Habitual;Abortion, Spontaneous;Activated Protein C Resistance;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Brain Diseases;Brain Infarction;Brain Ischemia;Budd-Chiari Syndrome;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Infarction;Cerebrovascular Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Embolism and Thrombosis;Eye Diseases;Factor V Deficiency;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypertension, Pregnancy-Induced;Intracranial Embolism and Thrombosis;Intracranial Thrombosis;Liver Cirrhosis;Liver Diseases;Myocardial Infarction;Myocardial Ischemia;Nervous System Diseases;Pregnancy Complications;Retinal Diseases;Retinal Vein Occlusion;Sagittal Sinus Thrombosis;Sinus Thrombosis, Intracranial;Stroke;Thromboembolism;Thrombophilia;Thrombosis;Vascular DisAnti-inhibitor coagulant complex,Copper,Drotrecogin alfa,Protein S human,Thrombomodulin AlfaBenign/Likely benignT=0, C=51 T=0.0, C=1.0 0.00001 754.584 51 T=0/0, C=22/29

chr1:169511755 C/C T C SNV F5 F5:exonic:NM_000130.4 1 100 13 missense NM_000130.4c.2573A>G p.Lys858Arg -0.45 0.48 26 0 0(COSM3750564)Coagulation Factor V LSPD Repeat,F5/8 type C domain,Multicopper oxidasers4524 0.2738 YES 2.189E-1 (pos.169511755)acute_myeloid_leukaemia,adenocarcinomaCoagulation factor V (proaccelerin, labile factor)COPII vesicle coating,COPII-coated ER to Golgi transport vesicle,ER to Golgi vesicle-mediated transport,Golgi membrane,blood circulation,blood coagulation,cellular protein metabolic process,copper ion binding,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment membrane,extracellular region,extracellular space,extracellular vesicle,membrane,plasma membrane,platelet alpha granule lumen,platelet degranulation,post-translational protein modification,protein binding,response to vitamin KAbortion, Habitual;Abortion, Spontaneous;Activated Protein C Resistance;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Brain Diseases;Brain Infarction;Brain Ischemia;Budd-Chiari Syndrome;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Infarction;Cerebrovascular Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Embolism and Thrombosis;Eye Diseases;Factor V Deficiency;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypertension, Pregnancy-Induced;Intracranial Embolism and Thrombosis;Intracranial Thrombosis;Liver Cirrhosis;Liver Diseases;Myocardial Infarction;Myocardial Ischemia;Nervous System Diseases;Pregnancy Complications;Retinal Diseases;Retinal Vein Occlusion;Sagittal Sinus Thrombosis;Sinus Thrombosis, Intracranial;Stroke;Thromboembolism;Thrombophilia;Thrombosis;Vascular DisAnti-inhibitor coagulant complex,Copper,Drotrecogin alfa,Protein S human,Thrombomodulin AlfaBenign/Likely benignT=0, C=51 T=0.0, C=1.0 0.00001 754.584 51 T=0/0, C=22/29

chr1:169519049 C/C T C SNV F5 F5:exonic:NM_000130.4 1 100 10 missense NM_000130.4c.1601A>G p.Gln534Arg 2.02 1 43 0 Coagulation Factor V LSPD Repeat,F5/8 type C domain,Multicopper oxidasers6025 0.0301 YES 1.0 (pos.169519049) Coagulation factor V (proaccelerin, labile factor)COPII vesicle coating,COPII-coated ER to Golgi transport vesicle,ER to Golgi vesicle-mediated transport,Golgi membrane,blood circulation,blood coagulation,cellular protein metabolic process,copper ion binding,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment membrane,extracellular region,extracellular space,extracellular vesicle,membrane,plasma membrane,platelet alpha granule lumen,platelet degranulation,post-translational protein modification,protein binding,response to vitamin KAbortion, Habitual;Abortion, Spontaneous;Activated Protein C Resistance;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Brain Diseases;Brain Infarction;Brain Ischemia;Budd-Chiari Syndrome;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Infarction;Cerebrovascular Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Embolism and Thrombosis;Eye Diseases;Factor V Deficiency;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypertension, Pregnancy-Induced;Intracranial Embolism and Thrombosis;Intracranial Thrombosis;Liver Cirrhosis;Liver Diseases;Myocardial Infarction;Myocardial Ischemia;Nervous System Diseases;Pregnancy Complications;Retinal Diseases;Retinal Vein Occlusion;Sagittal Sinus Thrombosis;Sinus Thrombosis, Intracranial;Stroke;Thromboembolism;Thrombophilia;Thrombosis;Vascular DisAnti-inhibitor coagulant complex,Copper,Drotrecogin alfa,Protein S human,Thrombomodulin Alfadrug responseT=0, C=90 T=0.0, C=1.0 0.00001 1493.11 90 T=0/0, C=49/41

chr16:74750405 A/A G A SNV FA2H FA2H:exonic:NM_024306.4 1 100 6 synonymous NM_024306.4c.879C>T p.(=) -2.62 Cytochrome b5-like Heme/Steroid binding domain,Fatty acid hydroxylase superfamilyrs2301865 0.1945 YES 6.609E-1 (pos.74750405) Fatty acid 2-hydroxylasecentral nervous system myelin maintenance,endoplasmic reticulum,endoplasmic reticulum membrane,fatty acid alpha-hydroxylase activity,fatty acid biosynthetic process,fatty acid metabolic process,heme binding,integral component of membrane,iron ion binding,lipid modification,metal ion binding,organelle membrane,oxidation-reduction process,peripheral nervous system myelin maintenance,regulation of cell proliferation,regulation of hair cycle,sebaceous gland cell differentiation,sphingolipid biosynthetic processCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Spastic Paraplegia, HereditaryBenign G=0, A=21 G=0.0, A=1.0 0.00001 296.847 21 G=0/0, A=9/12

chr1:46871986 C/C T C SNV FAAH FAAH:exonic:NM_001441.2 1 100 7 synonymous NM_001441.2c.897T>C p.(=) -0.03 0.57(COSM3746989)Amidase rs324419 0.163 YES 9.979E-1 (pos.46871986) hepatocellular_carcinoma,neoplasmFatty acid 2-hydroxylase,Fatty acid amide hydrolaseacylglycerol lipase activity,amidase activity,anandamide amidohydrolase activity,arachidonic acid metabolic process,cytoskeleton,endoplasmic reticulum membrane,fatty acid amide hydrolase activity,fatty acid catabolic process,integral component of membrane,oleamide hydrolase activity,organelle membrane,protein bindingBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Chorea;Cognition Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Dyskinesias;Epilepsy;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Huntington Disease;Mental Disorders;Movement Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Pregnancy Complications;Seizures;Substance Withdrawal Syndrome;Substance-Related Disorders1-DODECANOL,4-(3-{5-(trifluoromethyl)pyridin-2-yloxy}benzyl)piperidine-1-carboxylic acid,4-(quinolin-3-ylmethyl)piperidine-1-carboxylic acid,Acetaminophen,Methoxy arachidonyl fluorophosphonate,Propofol,ThiopentalT=0, C=48 T=0.0, C=1.0 0.00001 810.335 48 T=0/0, C=28/20

chr17:79508400 C/C T C SNV FAAP100 FAAP100:exonic:NM_025161.5 1 100 8 missense NM_025161.5c.2449A>G p.Thr817Ala 0.67 1 58 0 0.02(COSM4130819)Fanconi anemia-associatedrs14422 0.0933 YES 9.998E-1;0.0 (pos.79508400)neoplasm Chromosome 17 open reading frame 70DNA binding,DNA repair,Fanconi anaemia nuclear complex,cytosol,intermediate filament cytoskeleton,interstrand cross-link repair,nucleoplasm,protein bindingT=0, C=33 T=0.0, C=1.0 0.00001 504.596 33 T=0/0, C=22/11

chr14:21488046 C/C G C SNV NDRG2 NDRG2:intronic:NM_201539.1 1 100 intronic NM_201539.1c.612+33C>Gp.? -0.98 Ndr family rs1243448 0.1379 YES 9.978E-1 (pos.21488046) N-myc downstream-regulated gene 2Golgi apparatus,Wnt signaling pathway,cell differentiation,cytoplasm,cytosol,extracellular exosome,growth cone,integral component of membrane,molecular_function,negative regulation of ERK1 and ERK2 cascade,negative regulation of cytokine production,negative regulation of smooth muscle cell proliferation,nucleus,perinuclear region of cytoplasm,protein binding,regulation of platelet-derived growth factor production,regulation of vascular endothelial growth factor production,signal transduction,substantia nigra developmentBrain Diseases;Brain Ischemia;Cardiovascular Diseases;Cataract;Central Nervous System Diseases;Cerebrovascular Disorders;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Eye Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Ischemic Attack, Transient;Lens Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Vascular DiseasesG=0, C=29 G=0.0, C=1.0 0.00001 427.565 29 G=0/0, C=24/5

chr19:33467620 C/C T C SNV FAAP24 FAAP24:utr_3:NM_152266.4 1 100 5 utr_3 NM_152266.4c.680T>C p.? -0.79 Helix-hairpin-helix domain,Helix-hairpin-helix motifrs7247715 0.1466 YES 9.406E-1 (pos.33467620) Chromosome 19 open reading frame 40 (Fanconi anemia-associated protein, 24kDDNA binding,DNA repair,Fanconi anaemia nuclear complex,chromatin binding,interstrand cross-link repair,intracellular membrane-bounded organelle,nucleoplasm,protein bindingT=0, C=38 T=0.0, C=1.0 0.00001 603.786 38 T=0/0, C=24/14

chr16:1877698 C/G C G SNV

FAHD1,HAG

H FAHD1:exonic:NM_001018104.2, HAGH:upstream:NM_005326.4 1
57.58

1 synonymous NM_005326.4, NM_001018104.2c.-910G>C, c.468C>Gp.?, p.(=) 0.7 0.59(COSM1376209),0.59(COSM4908626),0.86(COSM4419557),0.86(COSM4419558)Fumarylacetoacetate (FAA) hydrolase familyrs3743852 0.1363 YES 1.106E-1 (pos.1877698) acute_myeloid_leukaemiaFumarylacetoacetate hydrolase domain-containing protein 1,Hydroxyacyl glutathione hydrolase; glyoxalase IIacetylpyruvate hydrolase activity,acylpyruvate hydrolase activity,cytoplasm,cytosol,extracellular exosome,fumarylpyruvate hydrolase activity,glutathione biosynthetic process,hydroxyacylglutathione hydrolase activity,metabolic process,metal ion binding,methylglyoxal catabolic process to D-lactate via S-lactoyl-glutathione,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,nucleoplasm,oxaloacetate decarboxylase activity,protein binding,pyruvate metabolic processGlutathione,S-(N-Hydroxy-N-Bromophenylcarbamoyl)GlutathioneC=14, G=19 C=0.4242, G=0.5758 0.00001 204.392 33 C=8/6, G=7/12

chr14:21556963 AT/AT A AT INDEL ARHGEF40 ARHGEF40:intronic:NM_018071.4 1 100 intronic NM_018071.4c.4519-26A>ATp.? 0.37 RhoGEF domainrs201303935,rs35186993,rs3977348150.2289 YES 5.589E-1 (pos.21556963) Rho guanyl-nucleotide exchange factor activity,cytoplasm,protein binding,regulation of Rho protein signal transduction,regulation of molecular functionA=0, AT=31 A=0.0, AT=1.0 0.00001 456.582 31 A=0/0, AT=17/14

chr14:21624197 C/C T C SNV OR5AU1 OR5AU1:upstream:NM_001004731.1 1 100 intronic NM_001004731.1c.-13A>G p.? 0.09 rs10135366 0.2451 YES 4.092E-1 (pos.21624197) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneT=0, C=39 T=0.0, C=1.0 0.00001 623.98 39 T=0/0, C=19/20

chr9:130707081 G/G A G SNV FAM102A FAM102A:exonic:NM_001035254.2 1 100 9 synonymous NM_001035254.2c.1014T>C p.(=) 4.08 0.18(COSM5618767)N-terminal C2 in EEIG1 and EHBP1 proteinsrs2274426 0.1312 YES 4.578E-1 (pos.130707081)ductal_carcinomaFamily with sequence similarity 102, member Aprotein binding A=0, G=28 A=0.0, G=1.0 0.00001 408.715 28 A=0/0, G=12/16

chr14:21821821 C/C A C SNV SUPT16H SUPT16H:intronic:NM_007192.3 1 100 intronic NM_007192.3c.2920+41T>Gp.? 0.65 FACT complex subunit (SPT16/CDC68),FACT complex subunit SPT16 N-terminal lobe domain,Histone chaperone Rttp106-like,Metallopeptidase family M24rs3736824,rs770546279 0.4301 YES 0.0 (pos.21821817),4.789E-1;0.0 (pos.21821821)Suppressor of ty 16, S. cerevisiae, homolog ofDNA repair,DNA replication,DNA replication-independent nucleosome organization,FACT complex,RNA binding,chromosome,histone binding,nucleoplasm,nucleosome binding,nucleosome disassembly,nucleus,positive regulation of DNA-templated transcription, elongation,positive regulation of transcription elongation from RNA polymerase II promoter,protein binding,regulation of signal transduction by p53 class mediator,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterA=0, C=33 A=0.0, C=1.0 0.00001 504.592 33 A=0/0, C=10/23

chr14:21828520 A/A T A SNV SUPT16H SUPT16H:intronic:NM_007192.3 1 100 intronic NM_007192.3c.2175+54A>Tp.? -0.64 FACT complex subunit (SPT16/CDC68),FACT complex subunit SPT16 N-terminal lobe domain,Histone chaperone Rttp106-like,Metallopeptidase family M24rs927412 YES Suppressor of ty 16, S. cerevisiae, homolog ofDNA repair,DNA replication,DNA replication-independent nucleosome organization,FACT complex,RNA binding,chromosome,histone binding,nucleoplasm,nucleosome binding,nucleosome disassembly,nucleus,positive regulation of DNA-templated transcription, elongation,positive regulation of transcription elongation from RNA polymerase II promoter,protein binding,regulation of signal transduction by p53 class mediator,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterT=0, A=23 T=0.0, A=1.0 0.00001 316.747 23 T=0/0, A=14/9

chr17:71205854 G/G A G SNV FAM104A FAM104A:exonic:NM_001098832.1 1 100 4 synonymous NM_001098832.1c.438T>C p.(=) 2.5 0.11(COSM3755792),0.11(COSM3755793)Family 104 rs8387 0.3574 YES 6.336E-1 (pos.71205854) adenocarcinoma,ductal_carcinoma,neoplasmprotein binding A=0, G=54 A=0.0, G=1.0 0.00001 798.148 54 A=0/0, G=19/35

chr14:21831112 A/A G A SNV SUPT16H SUPT16H:intronic:NM_007192.3 1 100 intronic NM_007192.3c.1512-6C>Tp.? -0.22 FACT complex subunit (SPT16/CDC68),FACT complex subunit SPT16 N-terminal lobe domain,Histone chaperone Rttp106-like,Metallopeptidase family M24rs10146717 0.0922 YES 8.793E-1 (pos.21831112) Suppressor of ty 16, S. cerevisiae, homolog ofDNA repair,DNA replication,DNA replication-independent nucleosome organization,FACT complex,RNA binding,chromosome,histone binding,nucleoplasm,nucleosome binding,nucleosome disassembly,nucleus,positive regulation of DNA-templated transcription, elongation,positive regulation of transcription elongation from RNA polymerase II promoter,protein binding,regulation of signal transduction by p53 class mediator,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterG=0, A=23 G=0.0, A=1.0 0.00001 315.872 23 G=0/0, A=13/10

chr14:21833147 A/A G A SNV SUPT16H SUPT16H:intronic:NM_007192.3 1 100 intronic NM_007192.3c.1121-49C>Tp.? -0.82 FACT complex subunit (SPT16/CDC68),FACT complex subunit SPT16 N-terminal lobe domain,Histone chaperone Rttp106-like,Metallopeptidase family M24rs2295866 0.0924 YES 8.794E-1 (pos.21833147) Suppressor of ty 16, S. cerevisiae, homolog ofDNA repair,DNA replication,DNA replication-independent nucleosome organization,FACT complex,RNA binding,chromosome,histone binding,nucleoplasm,nucleosome binding,nucleosome disassembly,nucleus,positive regulation of DNA-templated transcription, elongation,positive regulation of transcription elongation from RNA polymerase II promoter,protein binding,regulation of signal transduction by p53 class mediator,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterG=0, A=26 G=0.0, A=1.0 0.00001 370.488 26 G=0/0, A=11/15

chr14:21836400 C/C T C SNV SUPT16H SUPT16H:intronic:NM_007192.3 1 100 intronic NM_007192.3c.955+28A>Gp.? -0.03 FACT complex subunit (SPT16/CDC68),FACT complex subunit SPT16 N-terminal lobe domain,Histone chaperone Rttp106-like,Metallopeptidase family M24rs8008670 0.064 YES 8.796E-1;0.0 (pos.21836400) Suppressor of ty 16, S. cerevisiae, homolog ofDNA repair,DNA replication,DNA replication-independent nucleosome organization,FACT complex,RNA binding,chromosome,histone binding,nucleoplasm,nucleosome binding,nucleosome disassembly,nucleus,positive regulation of DNA-templated transcription, elongation,positive regulation of transcription elongation from RNA polymerase II promoter,protein binding,regulation of signal transduction by p53 class mediator,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterT=0, C=40 T=0.0, C=1.0 0.00001 644.128 40 T=0/0, C=32/8

chr14:21861211 A/A C A SNV

CHD8,SNOR

D9 SNORD9:upstream:NR_003029.2, CHD8:intronic:NM_001170629.1 1
100

intronic NM_001170629.1, NR_003029.2c.6468+54G>Tp.? 0.14 BRK domain,Chromo (CHRromatin Organisation MOdifier) domain,Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs7152833 YES Chromodomain helicase DNA-binding protein 8ATP binding,ATP-dependent chromatin remodeling,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA-dependent ATPase activity,MLL1 complex,armadillo repeat domain binding,beta-catenin binding,brain development,canonical Wnt signaling pathway,chromatin binding,covalent chromatin modification,digestive tract development,histone binding,hydrolase activity, acting on acid anhydrides,in utero embryonic development,methylated histone binding,negative regulation of Wnt signaling pathway,negative regulation of canonical Wnt signaling pathway,negative regulation of fibroblast apoptotic process,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,p53 binding,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase III promoter,positive regulation of transcription, DNA-templated,protein binding,protein complex,transcription, DNA-templatedAutistic Disorder;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Megalencephaly;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurodevelopmental DisordersC=0, A=143 C=0.0, A=1.0 0.00001 2408.86 143 C=0/0, A=64/79

chr14:21864124 A/A C A SNV CHD8 CHD8:intronic:NM_001170629.1 1 100 intronic NM_001170629.1c.5052-73G>Tp.? -0.31 BRK domain,Chromo (CHRromatin Organisation MOdifier) domain,Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs10134108 YES Chromodomain helicase DNA-binding protein 8ATP binding,ATP-dependent chromatin remodeling,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA-dependent ATPase activity,MLL1 complex,armadillo repeat domain binding,beta-catenin binding,brain development,canonical Wnt signaling pathway,chromatin binding,covalent chromatin modification,digestive tract development,histone binding,hydrolase activity, acting on acid anhydrides,in utero embryonic development,methylated histone binding,negative regulation of Wnt signaling pathway,negative regulation of canonical Wnt signaling pathway,negative regulation of fibroblast apoptotic process,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,p53 binding,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase III promoter,positive regulation of transcription, DNA-templated,protein binding,protein complex,transcription, DNA-templatedAutistic Disorder;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Megalencephaly;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurodevelopmental DisordersC=0, A=33 C=0.0, A=1.0 0.00001 504.491 33 C=0/0, A=16/17

chr14:21874068 C/C G C SNV CHD8 CHD8:intronic:NM_001170629.1 1 100 intronic NM_001170629.1c.2908-45C>Gp.? 0.74 BRK domain,Chromo (CHRromatin Organisation MOdifier) domain,Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs7155123 0.0913 YES 8.807E-1 (pos.21874068) Chromodomain helicase DNA-binding protein 8ATP binding,ATP-dependent chromatin remodeling,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA-dependent ATPase activity,MLL1 complex,armadillo repeat domain binding,beta-catenin binding,brain development,canonical Wnt signaling pathway,chromatin binding,covalent chromatin modification,digestive tract development,histone binding,hydrolase activity, acting on acid anhydrides,in utero embryonic development,methylated histone binding,negative regulation of Wnt signaling pathway,negative regulation of canonical Wnt signaling pathway,negative regulation of fibroblast apoptotic process,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,p53 binding,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase III promoter,positive regulation of transcription, DNA-templated,protein binding,protein complex,transcription, DNA-templatedAutistic Disorder;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Megalencephaly;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurodevelopmental DisordersG=0, C=27 G=0.0, C=1.0 0.00001 389.988 27 G=0/0, C=13/14

chr14:21930596 A/A G A SNV RAB2B RAB2B:intronic:NM_032846.3 1 100 intronic NM_032846.3c.475-19C>Tp.? 0.43 50S ribosome-binding GTPase,ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Ras family,Ras of Complex, Roc, domain of DAPkinasers10143000 0.0616 YES 8.634E-1 (pos.21930596) Ras-associated protein RAB2BGTP binding,GTPase activity,Golgi membrane,endoplasmic reticulum membrane,extracellular exosome,plasma membrane,positive regulation of exocytosis,presynapse,protein binding,protein transport,vesicle-mediated transportG=0, A=39 G=0.0, A=1.0 0.00001 623.979 39 G=0/0, A=13/26

chr14:21971729 C/G C G SNV METTL3 METTL3:intronic:NM_019852.4 1 45.83 intronic NM_019852.4c.319-9G>Cp.? 0.25 MT-A70 rs2242526 0.4334 YES 3.011E-1;0.0 (pos.21971729) Methyltransferase-like 3RNA N6-methyladenosine methyltransferase complex,RNA metabolic process,RNA methylation,RNA methyltransferase activity,S-adenosyl-L-methionine binding,adenosine to inosine editing,cellular response to DNA damage stimulus,cellular response to UV,circadian rhythm,endothelial to hematopoietic transition,forebrain radial glial cell differentiation,gliogenesis,mRNA (2'-O-methyladenosine-N6-)-methyltransferase activity,mRNA binding,mRNA catabolic process,mRNA destabilization,mRNA methylation,mRNA processing,mRNA splicing, via spliceosome,methylation,methyltransferase activity,negative regulation of Notch signaling pathway,nuclear speck,nucleoplasm,nucleus,positive regulation of cap-independent translational initiation,primary miRNA methylation,primary miRNA processing,protein binding,protein heterodimerization activity,regulation of T cell differentiation,regulation of hematopoietic stem cell differentiation,regulation of meiotic cell cycle,spermatogenesis,stem cell population maintenanceC=13, G=11 C=0.5417, G=0.4583 0.00001 93.4399 24 C=3/10, G=6/5

chr20:825678 C/C T C SNV FAM110A FAM110A:exonic:NM_001042353.2 1 100 2 synonymous NM_001042353.2c.231T>C p.(=) 0.29 0.07(COSM444268)Centrosome-associated C terminus,Centrosome-associated N terminusrs538094 0.1309 YES 8.893E-1 (pos.825678) neoplasm Family with sequence similarity 110, member Acytoplasm,microtubule organizing center,protein binding,spindle poleT=0, C=28 T=0.0, C=1.0 0.00001 408.49 28 T=0/0, C=14/14

chr2:45895 G/G A G SNV FAM110C FAM110C:exonic:NM_001077710.2 1 100 1 missense NM_001077710.2c.491T>C p.Ile164Thr -0.4 0.6 89 0 0(COSM3749666)Centrosome-associated C terminus,Centrosome-associated N terminusrs4241318 0.0032 1.0 (pos.45895) adenocarcinoma,neoplasmFamily with sequence similarity 110, member Calpha-tubulin binding,cell cortex,microtubule,microtubule organizing center,nucleus,positive regulation of cell migration,positive regulation of protein kinase B signaling,protein binding,regulation of cell projection assembly,spindle poleA=0, G=64 A=0.0, G=1.0 0.00001 916.64 64 A=0/0, G=24/40

chr4:38937372 C/C T C SNV FAM114A1 FAM114A1:exonic:NM_138389.3 1 100 13 synonymous NM_138389.3c.1497T>C p.(=) -0.87 0.09(COSM4003075)Protein of unknown function (DUF719)rs2271031 0.4043 YES 6.698E-1 (pos.38937372) acute_myeloid_leukaemia Golgi apparatus,cytosol,nucleoplasm,nucleus,protein bindingT=0, C=62 T=0.0, C=1.0 0.00001 939.471 62 T=0/0, C=36/26

chr2:225244235 C/C A C SNV FAM124B FAM124B:utr_3:NM_001122779.1 1 100 2 utr_3 NM_001122779.1c.1423T>G p.? -0.65 FAM124 familyrs16865905 YES mitochondrion,nucleoplasm,protein binding A=0, C=33 A=0.0, C=1.0 0.00001 504.59 33 A=0/0, C=11/22

chr14:23239880 A/A G A SNV OXA1L OXA1L:intronic:NM_005015.3 1 100 intronic NM_005015.3c.1014+46G>Ap.? -0.17 60Kd inner membrane proteinrs1957502 0.1536 YES 8.773E-1 (pos.23239880) Oxidase (cytochrome c) assembly 1-likeaerobic respiration,integral component of membrane,integral component of mitochondrial membrane,mitochondrial inner membrane,mitochondrial membrane,mitochondrial proton-transporting ATP synthase complex assembly,mitochondrial respiratory chain,mitochondrial respiratory chain complex I assembly,mitochondrial respiratory chain complex I biogenesis,mitochondrial ribosome binding,mitochondrion,negative regulation of ATPase activity,negative regulation of oxidoreductase activity,oxidation-reduction process,protein binding,protein complex,protein complex assembly,protein homodimerization activity,protein insertion into membrane,protein tetramerizationG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=11/14

chr19:17648350 C/C T C SNV FAM129C FAM129C:splicesite_5:NM_173544.4 1 100 6 splicesite NM_173544.4c.685+1T>Cp.? 1.56 rs8107859 0.0282 YES 7.496E-1 (pos.17648350) T=0, C=36 T=0.0, C=1.0 0.00001 563.744 36 T=0/0, C=8/28

chr14:23443962 C/C T C SNV AJUBA AJUBA:intronic:NM_032876.5 1 100 intronic NM_032876.5c.1422+86A>Gp.? 0.67 LIM domain rs941721 YES G2/M transition of mitotic cell cycle,Golgi apparatus,P-body,actin filament binding,adherens junction,alpha-catenin binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,cell-cell junction,cellular protein localization,chromatin binding,cytoskeleton organization,cytosol,focal adhesion,focal adhesion assembly,gene silencing by miRNA,glycerophospholipid biosynthetic process,lamellipodium,lamellipodium assembly,metal ion binding,microtubule organizing center,negative regulation of hippo signaling,negative regulation of kinase activity,negative regulation of transcription from RNA polymerase II promoter,nucleus,plasma membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of cellular biosynthetic process,positive regulation of gene silencing by miRNA,positive regulation of protein complex assembly,protein binding,regulation of GTPase activity,regulation of cell migration,regulation of cellular response tCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellT=0, C=57 T=0.0, C=1.0 0.00001 848.713 57 T=0/0, C=52/5

chr19:17651370 A/G A G SNV FAM129C FAM129C:exonic:NM_173544.4 1 46.88 10 synonymous NM_173544.4c.1242A>G p.(=) -4.65 0(COSM1480754),0(COSM3756466),0(COSM438911),0(COSM5828819)rs11878663 0.1137 YES 5.753E-1 (pos.17651370) adenocarcinoma A=17, G=15 A=0.5313, G=0.4688 0.00001 143.697 32 A=8/9, G=9/6

chr14:23459156 A/A G A SNV C14orf93 C14orf93:intronic:NM_001130708.2 1 100 intronic NM_001130708.2c.981-102C>Tp.? -0.02 Domain of unknown function (DUF4616)rs11624528 YES RNA binding,extracellular region,protein binding G=0, A=127 G=0.0, A=1.0 0.00001 2076.31 127 G=0/0, A=58/69

chr1:16386416 A/A G A SNV FAM131C FAM131C:exonic:NM_182623.2 1 100 5 synonymous NM_182623.2c.399C>T p.(=) -1.52 Putative cell signallingrs9442230 0.2432 YES 8.056E-1 (pos.16386416) protein binding G=0, A=101 G=0.0, A=1.0 0.00001 1579.74 101 G=0/0, A=44/57

chr8:139165068 C/T C T SNV FAM135B FAM135B:exonic:NM_015912.3 1 50 13 synonymous NM_015912.3c.1650G>A p.(=) -1.19 0.01(COSM4162685),0.01(COSM4162686)PGAP1-like protein,Protein FAM135,Putative serine esterase (DUF676)rs3763590 0.3433 YES 5.277E-1 (pos.139165068)carcinoma,neoplasm carboxylic ester hydrolase activity,cellular lipid metabolic processC=28, T=28 C=0.5, T=0.5 0.00001 272.138 56 C=9/19, T=16/12

chr4:187077206 G/G A G SNV FAM149A FAM149A:exonic:NM_001006655.3 1 100 7 missense NM_001006655.3c.436A>G p.Lys146Glu 2.57 0.09 56 0.061 0.24(COSM3760529),0.24(COSM3760530)Protein of unknown function (DUF3719)rs4862653,rs777381311 0.1214 YES 0.0;0.0 (pos.187077205),8.098E-1 (pos.187077206)adenocarcinoma A=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=8/12

chr14:23816998 C/C T C SNV SLC22A17 SLC22A17:intronic:NM_020372.3 1 100 intronic NM_020372.3c.945-58A>Gp.? -0.06 Major Facilitator Superfamily,Sugar (and other) transporterrs12896494 YES Solute carrier family 22, organic cation transporter, member 17cellular iron ion homeostasis,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,siderophore transport,signal transduction,transmembrane signaling receptor activity,transmembrane transport,transmembrane transporter activity,vacuolar membraneT=0, C=60 T=0.0, C=1.0 0.00001 903.53 60 T=0/0, C=54/6

chr4:187078785 G/G A G SNV FAM149A FAM149A:exonic:NM_001006655.3 1 100 8 missense NM_001006655.3c.641A>G p.His214Arg 0.29 1 29 0.001 0(COSM3760531),0(COSM3760532)Protein of unknown function (DUF3719)rs2276924 0.1191 YES 8.134E-1 (pos.187078785)adenocarcinoma A=0, G=27 A=0.0, G=1.0 0.00001 389.984 27 A=0/0, G=19/8

chr4:187074833 A/G A G SNV FAM149A FAM149A:exonic:NM_001006655.3 1 97.3 5 missense NM_001006655.3c.121A>G p.Lys41Glu 3.39 1 56 0 0.01(COSM3760527),0.01(COSM3760528)Protein of unknown function (DUF3719)rs4862650 0.123 YES 8.125E-1 (pos.187074833)adenocarcinoma A=1, G=36 A=0.027, G=0.973 0.00001 551.739 37 A=1/0, G=25/11

chr14:23872666 C/C T C SNV MYH6 MYH6:intronic:NM_002471.3 1 100 intronic NM_002471.3c.800-11A>Gp.? -0.16 Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs434273 0.232 YES 6.85E-1 (pos.23872666) Myosin, heavy polypeptide-6, cardiac muscle, alphaATP binding,ATP metabolic process,ATPase activity,actin filament binding,actin-dependent ATPase activity,adult heart development,atrial cardiac muscle tissue morphogenesis,calmodulin binding,cardiac muscle contraction,cardiac muscle fiber development,cytosol,in utero embryonic development,microfilament motor activity,muscle contraction,muscle filament sliding,muscle myosin complex,myofibril,myofibril assembly,myosin complex,myosin filament,myosin phosphatase activity,protein dephosphorylation,protein kinase binding,regulation of ATPase activity,regulation of blood pressure,regulation of heart contraction,regulation of heart rate,regulation of the force of heart contraction,sarcomere,sarcomere organization,striated muscle contraction,ventricular cardiac muscle tissue morphogenesis,visceral muscle developmentAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Arrhythmia, Sinus;Arrhythmias, Cardiac;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Block;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Heart Septal Defects, Atrial;Heart Valve Diseases;Sick Sinus SyndromeBenign/Likely benignT=0, C=52 T=0.0, C=1.0 0.00001 767.011 52 T=0/0, C=22/30

chr14:24031694 A/A AC A INDEL

AP1G2,LOC

102724814 LOC102724814:intronic_nc:NR_110555.1, AP1G2:intronic:NM_003917.41
100

intronic NM_003917.4, NR_110555.1c.1500+19GT>Tp.? 0.17, -0.37 Adaptin C-terminal domain,Adaptin N terminal regionrs398099231,rs587862220.1921 YES 1.139E-1 (pos.24031694) AP-1 adaptor complex,Golgi apparatus,Golgi membrane,Golgi-associated vesicle,clathrin adaptor complex,endosome membrane,intracellular protein transport,membrane,membrane coat,protein binding,protein transporter activity,transport vesicle,vesicle-mediated transport,viral processCardiovascular Diseases;Death, Sudden, Cardiac;Heart Arrest;Heart DiseasesAC=0, A=48 AC=0.0, A=1.0 0.00001 737.503 48 AC=0/0, A=23/25

chr14:24033070 T/T C T SNV

AP1G2,LOC

102724814 LOC102724814:intronic_nc:NR_110555.1, AP1G2:intronic:NM_003917.41
100

intronic NM_003917.4, NR_110555.1c.1092-5G>Ap.? -1.11 0.06(COSM3765750),0.06(COSM3765751)Adaptin C-terminal domain,Adaptin N terminal regionrs2281680 0.1905 YES 1.131E-1 (pos.24033070) carcinoma,hepatocellular_carcinomaAP-1 adaptor complex,Golgi apparatus,Golgi membrane,Golgi-associated vesicle,clathrin adaptor complex,endosome membrane,intracellular protein transport,membrane,membrane coat,protein binding,protein transporter activity,transport vesicle,vesicle-mediated transport,viral processCardiovascular Diseases;Death, Sudden, Cardiac;Heart Arrest;Heart DiseasesC=0, T=66 C=0.0, T=1.0 0.00001 1015.36 66 C=0/0, T=28/38

chr14:24525634 A/A C A SNV CARMIL3 CARMIL3:intronic:NM_138360.3 1 100 intronic NM_138360.3c.865+32C>Ap.? -2.58 CARMIL C-terminus,Leucine Rich repeatrs4982851 0.1251 YES 9.985E-1 (pos.24525634) cytoplasm,plasma membrane C=0, A=25 C=0.0, A=1.0 0.00001 356.41 25 C=0/0, A=10/15

chr14:24526478 A/G A G SNV CARMIL3 CARMIL3:intronic:NM_138360.3 1 52.38 intronic NM_138360.3c.1140+25A>Gp.? -0.07 CARMIL C-terminus,Leucine Rich repeatrs12879859 0.2785 YES 4.379E-1 (pos.24526478) cytoplasm,plasma membrane A=10, G=11 A=0.4762, G=0.5238 0.00001 95.3003 21 A=6/4, G=9/2

chr5:79815658 T/C T C SNV FAM151B FAM151B:exonic:NM_205548.2 1 53.13 4 missense NM_205548.2c.464T>C p.Ile155Thr 1.17 1 89 0 0.01(COSM5438086)Uncharacterized conserved protein (DUF2181)rs369998 0.2124 YES 6.087E-1 (pos.79815658) diffuse_large_B_cell_lymphoma,squamous_cell_carcinomalipid metabolic process,phosphoric diester hydrolase activity,protein bindingT=15, C=17 T=0.4688, C=0.5313 0.00001 173.559 32 T=10/5, C=9/8

chr14:24647957 C/T C T SNV REC8 REC8:intronic:NM_001048205.1 1 57.58 intronic NM_001048205.1c.1061-26C>Tp.? -0.4 Conserved region of Rad21 / Rec8 like protein,N terminus of Rad21 / Rec8 like proteinrs1885710 0.486 YES 9.077E-1 (pos.24647957) Rec8, S. pombe, homolog ofchromatin binding,condensed nuclear chromosome kinetochore,double-strand break repair,double-strand break repair via homologous recombination,fertilization,lateral element,male germ cell nucleus,male meiosis I,meiotic cell cycle,meiotic cohesin complex,nuclear chromosome,nuclear cohesin complex,nuclear meiotic cohesin complex,nucleus,oocyte maturation,reciprocal meiotic recombination,seminiferous tubule development,sister chromatid cohesion,spermatid development,spermatogenesis,synaptonemal complex assemblyGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=28, T=38 C=0.4242, T=0.5758 0.00001 408.256 66 C=10/18, T=29/9

chr5:63986351 G/C G C SNV FAM159B FAM159B:utr_5:NM_001164442.1 1 47.62 1 utr_5 NM_001164442.1c.-100G>C p.? 0.23 Wnt and FGF inhibitory regulatorrs10471637 YES integral component of membrane G=11, C=10 G=0.5238, C=0.4762 0.00001 82.4872 21 G=9/2, C=9/1

chr11:6239344 A/A G A SNV FAM160A2 FAM160A2:exonic:NM_032127.3 1 100 9 missense NM_032127.3c.1514C>T p.Thr505Met 1.77 0.12 81 0.051 0.28(COSM3721706)Retinoic acid induced 16-like proteinrs3750944 0.4442 YES 5.013E-1;0.0 (pos.6239344)squamous_cell_carcinoma FHF complex,cytosol,early endosome to late endosome transport,endosome organization,endosome to lysosome transport,lysosome organization,protein binding,protein transportG=0, A=110 G=0.0, A=1.0 0.00001 1737.97 110 G=0/0, A=51/59

chr11:6243804 A/G A G SNV FAM160A2 FAM160A2:exonic:NM_032127.3 1 53.13 6 synonymous NM_032127.3c.1059T>C p.(=) 2.51 Retinoic acid induced 16-like proteinrs3750945 0.1924 YES 9.651E-1 (pos.6243804) FHF complex,cytosol,early endosome to late endosome transport,endosome organization,endosome to lysosome transport,lysosome organization,protein binding,protein transportA=15, G=17 A=0.4688, G=0.5313 0.00001 173.559 32 A=12/3, G=10/7

chr14:24771067 C/T C T SNV NOP9 NOP9:intronic:NM_174913.2 1 52.38 intronic NM_174913.2c.809-104C>Tp.? -0.15 RNA binding,biological_process,cellular_componentBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesC=10, T=11 C=0.4762, T=0.5238 0.00001 95.297 21 C=7/3, T=8/3

chr14:24771080 T/C T C SNV NOP9 NOP9:intronic:NM_174913.2 1 52.38 intronic NM_174913.2c.809-91T>Cp.? -0.54 rs4374085 YES RNA binding,biological_process,cellular_componentBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesT=10, C=11 T=0.4762, C=0.5238 0.00001 95.2991 21 T=7/3, C=8/3

chr14:24771137 A/A G A SNV NOP9 NOP9:intronic:NM_174913.2 1 100 intronic NM_174913.2c.809-34G>Ap.? -0.51 rs4247000 0.0352 YES 8.565E-1;0.0 (pos.24771137) RNA binding,biological_process,cellular_componentBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=13/8

chr2:62066927 G/G A G SNV FAM161A FAM161A:exonic:NM_001201543.1 1 100 3 synonymous NM_001201543.1c.1212T>C p.(=) -0.2 Uncharacterised protein family UPF0564rs4672457 0.0281 YES 9.961E-1 (pos.62066927) Family with sequence similarity 161, member Acentrosome,ciliary basal body,cilium assembly,cytoplasm,identical protein binding,photoreceptor connecting cilium,protein binding,response to stimulus,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign A=0, G=20 A=0.0, G=1.0 0.00001 263.783 20 A=0/0, G=8/12

chr14:24793600 A/A G A SNV ADCY4 ADCY4:intronic:NM_001198592.1 1 100 intronic NM_001198592.1c.1824-3C>Tp.? 0.77 Adenylate and Guanylate cyclase catalytic domain,Adenylyl cyclase N-terminal extracellular and transmembrane region,Domain of Unknown Function (DUF1053)rs1884366 0.0012 YES 1.0 (pos.24793600) Adenylate cyclase-4ATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,cAMP biosynthetic process,cGMP biosynthetic process,cellular response to glucagon stimulus,cyclic nucleotide biosynthetic process,cytoplasm,dendrite,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,intracellular,intracellular signal transduction,membrane,metal ion binding,phosphorus-oxygen lyase activity,plasma membrane,protein binding,renal water homeostasis,signal transductionG=0, A=32 G=0.0, A=1.0 0.00001 485.136 32 G=0/0, A=15/17

chr14:24795115 T/T G T SNV ADCY4 ADCY4:intronic:NM_001198592.1 1 100 intronic NM_001198592.1c.1656-22C>Ap.? 2.22 Adenylate and Guanylate cyclase catalytic domain,Adenylyl cyclase N-terminal extracellular and transmembrane region,Domain of Unknown Function (DUF1053)rs11622527 0.422 YES 1.983E-1 (pos.24795115) Adenylate cyclase-4ATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,cAMP biosynthetic process,cGMP biosynthetic process,cellular response to glucagon stimulus,cyclic nucleotide biosynthetic process,cytoplasm,dendrite,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,intracellular,intracellular signal transduction,membrane,metal ion binding,phosphorus-oxygen lyase activity,plasma membrane,protein binding,renal water homeostasis,signal transductionG=0, T=24 G=0.0, T=1.0 0.00001 334.718 24 G=0/0, T=13/11

chr14:24802263 G/G A G SNV ADCY4 ADCY4:intronic:NM_001198592.1 1 100 intronic NM_001198592.1c.160-69T>Cp.? -0.36 Adenylate and Guanylate cyclase catalytic domain,Adenylyl cyclase N-terminal extracellular and transmembrane region,Domain of Unknown Function (DUF1053)rs8003158 Adenylate cyclase-4ATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,cAMP biosynthetic process,cGMP biosynthetic process,cellular response to glucagon stimulus,cyclic nucleotide biosynthetic process,cytoplasm,dendrite,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,intracellular,intracellular signal transduction,membrane,metal ion binding,phosphorus-oxygen lyase activity,plasma membrane,protein binding,renal water homeostasis,signal transductionA=0, G=53 A=0.0, G=1.0 0.00001 782.03 53 A=0/0, G=31/22

chr14:24806229 A/A G A SNV RIPK3 RIPK3:intronic:NM_006871.3 1 100 intronic NM_006871.3c.1275+63C>Tp.? -0.18 Protein kinase domain,Protein tyrosine kinase,RIP homotypic interaction motifrs724165 YES Receptor-interacting serine/threonine kinase 3ATP binding,I-kappaB kinase/NF-kappaB signaling,NF-kappaB-inducing kinase activity,NIK/NF-kappaB signaling,T cell differentiation in thymus,T cell homeostasis,activation of protein kinase activity,amyloid fibril formation,apoptotic signaling pathway,cellular protein modification process,cytosol,identical protein binding,lymph node development,mitochondrion,necroptotic process,plasma membrane,positive regulation of NF-kappaB transcription factor activity,positive regulation of intrinsic apoptotic signaling pathway,positive regulation of ligase activity,positive regulation of necroptotic process,positive regulation of oxidoreductase activity,positive regulation of phosphatase activity,positive regulation of protein deacetylation,positive regulation of reactive oxygen species metabolic process,protein autophosphorylation,protein binding,protein complex binding,protein heterooligomerization,protein homooligomerization,protein kinase activity,protein serine/threonine kinase activity,regulation of CD8-positive, alpCalcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Heart Diseases;Heart Valve Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesG=0, A=81 G=0.0, A=1.0 0.00001 1309.45 81 G=0/0, A=16/65

chr14:24806800 C/C G C SNV RIPK3 RIPK3:intronic:NM_006871.3 1 100 intronic NM_006871.3c.900+101C>Gp.? 1.35 Protein kinase domain,Protein tyrosine kinase,RIP homotypic interaction motifrs1950501 0.4254 YES 4.411E-1;5.933E-3;0.0 (pos.24806800) Receptor-interacting serine/threonine kinase 3ATP binding,I-kappaB kinase/NF-kappaB signaling,NF-kappaB-inducing kinase activity,NIK/NF-kappaB signaling,T cell differentiation in thymus,T cell homeostasis,activation of protein kinase activity,amyloid fibril formation,apoptotic signaling pathway,cellular protein modification process,cytosol,identical protein binding,lymph node development,mitochondrion,necroptotic process,plasma membrane,positive regulation of NF-kappaB transcription factor activity,positive regulation of intrinsic apoptotic signaling pathway,positive regulation of ligase activity,positive regulation of necroptotic process,positive regulation of oxidoreductase activity,positive regulation of phosphatase activity,positive regulation of protein deacetylation,positive regulation of reactive oxygen species metabolic process,protein autophosphorylation,protein binding,protein complex binding,protein heterooligomerization,protein homooligomerization,protein kinase activity,protein serine/threonine kinase activity,regulation of CD8-positive, alpCalcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Heart Diseases;Heart Valve Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesG=0, C=36 G=0.0, C=1.0 0.00001 563.62 36 G=0/0, C=11/25

chr2:62081012 C/C A C SNV FAM161A FAM161A:exonic:NM_001201543.1 1 100 1 synonymous NM_001201543.1c.165T>G p.(=) 0.53 Uncharacterised protein family UPF0564rs4270331 0.0276 YES 9.965E-1 (pos.62081012) Family with sequence similarity 161, member Acentrosome,ciliary basal body,cilium assembly,cytoplasm,identical protein binding,photoreceptor connecting cilium,protein binding,response to stimulus,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign A=0, C=45 A=0.0, C=1.0 0.00001 747.329 45 A=0/0, C=11/34

chr14:74404756 C/C T C SNV FAM161B FAM161B:exonic:NM_152445.2 1 100 6 missense NM_152445.2c.1649A>G p.Lys550Arg 1.11 0.42 26 0.327 0.81(COSM1745018),0.81(COSM1745019)Uncharacterised protein family UPF0564rs28927675 0.4714 YES 4.848E-1 (pos.74404756) adenocarcinoma,rhabdomyosarcoma T=0, C=33 T=0.0, C=1.0 0.00001 504.598 33 T=0/0, C=21/12

chr14:24843699 T/T C T SNV NFATC4 NFATC4:intronic:NM_001136022.2 1 100 intronic NM_001136022.2c.2062+27C>Tp.? -0.75 IPT/TIG domain,Rel homology DNA-binding domain,Rel homology dimerisation domainrs12890614 0.395 YES 1.436E-1;0.0 (pos.24843699) Nuclear factor of activated T cells, cytoplasmic, calcineurin-dependent 4DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,branching involved in blood vessel morphogenesis,calcineurin-NFAT signaling cascade,cellular respiration,cellular response to UV,cellular response to ionomycin,cellular response to lithium ion,cytosol,heart development,inflammatory response,intrinsic apoptotic signaling pathway in response to DNA damage,muscle cell development,negative regulation of Wnt signaling pathway,negative regulation of chromatin binding,negative regulation of dendrite morphogenesis,negative regulation of pri-miRNA transcription from RNA polymerase II promoter,negative regulation of protein binding,negative regulation of synapse maturation,nuclear speck,nucleus,peroxisome proliferator activated receptor binding,positive regulation of apoptotic signaling pathway,positive regulation of transcription from RNA polymerase II promoter,positive regulation of tumor necrosis factor production,protein binding,regulaC=0, T=37 C=0.0, T=1.0 0.00001 583.706 37 C=0/0, T=13/24

chr14:24900209 C/G C G SNV KHNYN KHNYN:intronic:NM_015299.2 1 50 intronic NM_015299.2c.201+72C>Gp.? 0 Zc3h12a-like Ribonuclease NYN domainrs1956905,rs550907537 YES RNA binding,biological_process,cellular_component,molecular_functionC=10, G=10 C=0.5, G=0.5 0.00001 82.8532 20 C=5/5, G=5/5

chr9:140139184 G/G A G SNV FAM166A FAM166A:exonic:NM_001001710.2 1 100 5 synonymous NM_001001710.2c.657T>C p.(=) -0.15 Protein of unknown function (DUF2475)rs4073074 0.03 YES 1.467E-1 (pos.140139184) nucleus A=0, G=40 A=0.0, G=1.0 0.00001 644.232 40 A=0/0, G=24/16

chr9:140140111 G/A G A SNV FAM166A FAM166A:exonic:NM_001001710.2 1 50 2 missense NM_001001710.2c.251C>T p.Pro84Leu 5.23 0 98 1 0.88(COSM1319628)Protein of unknown function (DUF2475)rs74872755 0.0242 YES 4.635E-4 (pos.140140111)acute_myeloid_leukaemia nucleus G=17, A=17 G=0.5, A=0.5 0.00001 172.009 34 G=6/11, A=9/8

chr9:35562549 A/A G A SNV

FAM166B,R

USC2 FAM166B:exonic:NM_001164310.2, RUSC2:downstream:NM_014806.41
100

5 synonymous NM_014806.4, NM_001164310.2c.*1170G>A, c.567C>Tp.?, p.(=) -1.42 0.03(COSM5435234)Protein of unknown function (DUF2475)rs755774 0.468 YES 3.566E-1 (pos.35562549) squamous_cell_carcinomaRUN and SH3 domain-containing 2Rab GTPase binding,biological_process,cytoplasmic vesicle,cytosol,extracellular exosome,protein bindingG=0, A=79 G=0.0, A=1.0 0.00001 1269.33 79 G=0/0, A=46/33

chr14:24910846 T/T C T SNV

KHNYN,SDR

39U1 KHNYN:downstream:NM_015299.2, SDR39U1:intronic:NM_020195.2 1
100

intronic NM_015299.2, NM_020195.2c.*4355C>T, c.328+34G>Ap.?, p.? -0.43 Domain of unknown function (DUF1731),NAD dependent epimerase/dehydratase familyrs11628143,rs775971588 0.088 YES 8.183E-1;0.0 (pos.24910846) Short-chain dehydrogenase/reductase family 39U, member 1RNA binding,biological_process,cellular_component,molecular_function,nucleus,oxidation-reduction process,oxidoreductase activityC=0, T=35 C=0.0, T=1.0 0.00001 543.871 35 C=0/0, T=19/16

chr14:24910876 A/A G A SNV

KHNYN,SDR

39U1 KHNYN:downstream:NM_015299.2, SDR39U1:intronic:NM_020195.2 1
100

intronic NM_015299.2, NM_020195.2c.*4385G>A, c.328+4C>Tp.?, p.? -0.1 Domain of unknown function (DUF1731),NAD dependent epimerase/dehydratase familyrs11158703 0.0877 YES 8.195E-1 (pos.24910876) Short-chain dehydrogenase/reductase family 39U, member 1RNA binding,biological_process,cellular_component,molecular_function,nucleus,oxidation-reduction process,oxidoreductase activityG=0, A=39 G=0.0, A=1.0 0.00001 623.979 39 G=0/0, A=19/20

chr8:11302061 G/G A G SNV FAM167A FAM167A:utr_5:NM_053279.2 1 100 2 utr_5 NM_053279.2c.-141T>C p.? -0.68 FAM167 rs7830445 YES Family with sequence similarity 167, member Aendoplasmic reticulum,protein binding A=0, G=47 A=0.0, G=1.0 0.00001 789.316 47 A=0/0, G=19/28

chr14:24911764 A/A G A SNV

LOC101927

045,SDR39

U1 SDR39U1:intronic:NM_020195.2, LOC101927045:upstream:NR_110032.11

100

intronic NM_020195.2, NR_110032.1c.17-106C>Tp.? -1.64 Domain of unknown function (DUF1731),NAD dependent epimerase/dehydratase familyrs1956903 YES 8.448E-1 (pos.24911764) Short-chain dehydrogenase/reductase family 39U, member 1nucleus,oxidation-reduction process,oxidoreductase activityG=0, A=20 G=0.0, A=1.0 0.00001 263.785 20 G=0/0, A=10/10

chr5:118970770 T/T C T SNV FAM170A FAM170A:utr_3:NM_182761.3 1 100 4 utr_3 NM_182761.3c.1031C>T p.? 0.2 0.18(COSM4419066) rs2434600,rs779144798 0.4215 YES 0.0 (pos.118970769),8.192E-2 (pos.118970770)acute_myeloid_leukaemia,adenocarcinomaDNA binding,metal ion binding,nucleus,positive regulation of transcription, DNA-templated,transcription from RNA polymerase II promoterC=0, T=102 C=0.0, T=1.0 0.00001 1588.91 102 C=0/0, T=40/62

chr14:24975509 C/C T C SNV CMA1 CMA1:intronic:NM_001836.4 1 100 intronic NM_001836.4c.346-21A>Gp.? 0.17 Trypsin rs1885108 0.2116 YES 6.474E-1;0.0 (pos.24975509) Chymase-1, mast cellangiotensin maturation,basement membrane disassembly,cellular response to glucose stimulus,endopeptidase activity,extracellular matrix,extracellular matrix disassembly,extracellular region,interleukin-1 beta biosynthetic process,midbrain development,peptide binding,positive regulation of angiogenesis,regulation of inflammatory response,secretory granule,serine-type endopeptidase activity,serine-type peptidase activityCardiomegaly;Cardiovascular Diseases;Heart Diseases;Hypertension;Hypertrophy, Left Ventricular;Lung Diseases;Pulmonary Fibrosis;Respiratory Tract Diseases;Vascular Diseases(1S)-1-(5-CHLORO-1-BENZOTHIEN-3-YL)-2-(2-NAPHTHYLAMINO)-2-OXOETHYLPHOSPHONIC ACID,2-(N-Morpholino)-Ethanesulfonic Acid,2-3-({Methyl1-(2-Naphthoyl)Piperidin-4-YlAmino}Carbonyl)-2-Naphthyl-1-(1-Naphthyl)-2-Oxoethylphosphonic Acid,Benzylsulfinic AcidT=0, C=42 T=0.0, C=1.0 0.00001 682.304 42 T=0/0, C=15/27

chr14:25044089 C/T C T SNV CTSG CTSG:intronic:NM_001911.2 1 45.45 intronic NM_001911.2c.204-73G>Ap.? 0.55 Trypsin,Trypsin-like peptidase domainrs2070697 YES Cathepsin G angiotensin maturation,antibacterial humoral response,antimicrobial humoral response,azurophil granule lumen,cell surface,cellular protein metabolic process,cellular response to lipopolysaccharide,cytoplasmic stress granule,defense response to Gram-negative bacterium,defense response to fungus,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular region,extracellular space,heparin binding,immune response,negative regulation of growth of symbiont in host,neutrophil degranulation,neutrophil mediated killing of gram-positive bacterium,nucleus,peptidase activity,plasma membrane,positive regulation of immune response,protein binding,protein phosphorylation,proteolysis,secretory granule,serine-type endopeptidase activity,serine-type peptidase activity2-3-({Methyl1-(2-Naphthoyl)Piperidin-4-YlAmino}Carbonyl)-2-Naphthyl-1-(1-Naphthyl)-2-Oxoethylphosphonic Acid,Bis-Napthyl Beta-Ketophosphonic AcidC=12, T=10 C=0.5455, T=0.4545 0.00001 81.7606 22 C=7/5, T=8/2

chr5:10227548 A/A C A SNV FAM173B FAM173B:utr_3:NM_199133.3 1 100 5 utr_3 NM_199133.3c.707G>T p.? -0.87 rs2136197 0.0344 YES 8.81E-1 (pos.10227548) integral component of membrane C=0, A=48 C=0.0, A=1.0 0.00001 797.775 48 C=0/0, A=31/17

chr14:30098349 C/C T C SNV PRKD1 PRKD1:intronic:NM_002742.2 1 100 intronic NM_002742.2c.1673-50A>Gp.? -0.56 Kinase-like,PH domain,Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase domain,Protein tyrosine kinasers1191601 0.4094 YES 6.894E-1;0.0 (pos.30098349) Protein kinase D1ATP binding,Golgi apparatus,Golgi organization,Golgi vesicle transport,Ras protein signal transduction,angiogenesis,apoptotic process,autophagosome membrane,cell cortex,cell proliferation,cell-cell junction,cellular response to amino acid starvation,cellular response to hydroperoxide,cellular response to oxidative stress,cellular response to vascular endothelial growth factor stimulus,cytosol,defense response to Gram-negative bacterium,identical protein binding,inflammatory response,innate immune response,integral component of plasma membrane,integrin-mediated signaling pathway,intracellular,intracellular signal transduction,kinase activity,metal ion binding,negative regulation of cell death,negative regulation of endocytosis,nucleus,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,plasma membrane,positive regulation of CREB transcription factor activity,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of NF-kappaB transcription factor activity,positive regulatiAdenocarcinoma;Carcinoma;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Rectal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Stomatognathic DiseasesT=0, C=23 T=0.0, C=1.0 0.00001 316.746 23 T=0/0, C=14/9

chr14:35515606 T/T TGG T INDEL FAM177A1 FAM177A1:utr_5:NM_173607.4 2 100 1 utr_5 NM_173607.4c.-64TGG>T p.? -0.42, 0.0, 0.0 rs4007475 TGG=0, T=26TGG=0.0, T=1.0 0.00001 370.95 26 TGG=0/0, T=16/10

chr1:222923351 G/G A G SNV FAM177B FAM177B:exonic:NM_207468.2 1 100 6 missense NM_207468.2c.428A>G p.Gln143Arg -2.11 1 43 0 0(COSM146785)FAM177 familyrs6683071 0.1898 YES 7.926E-1 (pos.222923351)adenocarcinoma A=0, G=24 A=0.0, G=1.0 0.00001 334.787 24 A=0/0, G=10/14

chr2:97637905 C/C T C SNV FAM178B FAM178B:exonic:NM_001122646.2 1 100 3 missense NM_001122646.2c.297A>G p.Ile99Met 0.57 1 10 0 0.01(COSM4590266)Family of unknown function, FAM178rs6715329 YES 4.299E-1 (pos.97637905) carcinoma,squamous_cell_carcinoma T=0, C=39 T=0.0, C=1.0 0.00001 623.959 39 T=0/0, C=29/10

chr4:17634213 G/G A G SNV FAM184B FAM184B:exonic:NM_015688.1 1 100 18 missense NM_015688.1c.3125T>C p.Val1042Ala -0.09 1 64 0 0.04(COSM4591787)Family with sequence similarity 184, A and Brs6825562,rs945086910 1.0 (pos.17634213) squamous_cell_carcinoma Mental Disorders;Substance-Related DisordersA=0, G=93 A=0.0, G=1.0 0.00001 1547.53 93 A=0/0, G=63/30

chr4:17660082 T/T C T SNV FAM184B FAM184B:exonic:NM_015688.1 1 100 10 missense NM_015688.1c.1928G>A p.Arg643His -0.42 0.02 29 0.001 Family with sequence similarity 184, A and Brs1860596 0.3916 YES 8.657E-1 (pos.17660082) Mental Disorders;Substance-Related DisordersC=0, T=46 C=0.0, T=1.0 0.00001 768.306 46 C=0/0, T=16/30

chr14:32563640 G/G A G SNV ARHGAP5 ARHGAP5:intronic:NM_001030055.1 1 100 intronic NM_001030055.1c.3717+48A>Gp.? -0.86 FF domain,Ras family,RhoGAP domain,p190-A and -B Rho GAPs FF domainrs771566041,rs8004384 0.0385 YES 0.0 (pos.32563637),9.999E-1 (pos.32563640)RHO GTPase-activating protein 5GTP binding,GTPase activator activity,GTPase activity,Rho protein signal transduction,SH2 domain binding,cell adhesion,cytoplasm,cytosol,endoplasmic reticulum,mammary gland development,membrane,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,signal transductionA=0, G=31 A=0.0, G=1.0 0.00001 465.819 31 A=0/0, G=17/14

chr4:17694943 G/G A G SNV FAM184B FAM184B:exonic:NM_015688.1 1 100 6 synonymous NM_015688.1c.1470T>C p.(=) -0.38 0.09(COSM4595187),0.21(COSM5641936)Family with sequence similarity 184, A and Brs3733579 YES 8.939E-1 (pos.17694943) squamous_cell_carcinoma Mental Disorders;Substance-Related DisordersA=0, G=20 A=0.0, G=1.0 0.00001 263.739 20 A=0/0, G=8/12

chr14:33046471 T/G T G SNV AKAP6 AKAP6:intronic:NM_004274.4 1 52.27 intronic NM_004274.4c.2469+23T>Gp.? 0.24 rs768787 0.3429 YES 8.651E-1 (pos.33046471) T-tubule,action potential,adenylate cyclase binding,cAMP-mediated signaling,calcium channel complex,caveola,cellular response to cAMP,cellular response to cytokine stimulus,cytoplasm,intercalated disc,intracellular signal transduction,ion channel binding,junctional sarcoplasmic reticulum membrane,negative regulation of cAMP biosynthetic process,nuclear envelope,nuclear membrane,perinuclear region of cytoplasm,positive regulation of calcineurin-NFAT signaling cascade,positive regulation of cell growth,positive regulation of cell growth involved in cardiac muscle cell development,positive regulation of delayed rectifier potassium channel activity,positive regulation of phosphoprotein phosphatase activity,positive regulation of potassium ion transmembrane transport,positive regulation of release of sequestered calcium ion into cytosol,positive regulation of ryanodine-sensitive calcium-release channel activity,protein binding,protein complex scaffold activity,protein kinase A binding,protein kinase A regulatory sT=21, G=23 T=0.4773, G=0.5227 0.00001 260.15 44 T=15/6, G=19/4

chr14:33165182 T/T C T SNV AKAP6 AKAP6:intronic:NM_004274.4 1 100 intronic NM_004274.4c.2880-14C>Tp.? 1.29 rs3742929 0.4801 YES 8.549E-1 (pos.33165182) T-tubule,action potential,adenylate cyclase binding,cAMP-mediated signaling,calcium channel complex,caveola,cellular response to cAMP,cellular response to cytokine stimulus,cytoplasm,intercalated disc,intracellular signal transduction,ion channel binding,junctional sarcoplasmic reticulum membrane,negative regulation of cAMP biosynthetic process,nuclear envelope,nuclear membrane,perinuclear region of cytoplasm,positive regulation of calcineurin-NFAT signaling cascade,positive regulation of cell growth,positive regulation of cell growth involved in cardiac muscle cell development,positive regulation of delayed rectifier potassium channel activity,positive regulation of phosphoprotein phosphatase activity,positive regulation of potassium ion transmembrane transport,positive regulation of release of sequestered calcium ion into cytosol,positive regulation of ryanodine-sensitive calcium-release channel activity,protein binding,protein complex scaffold activity,protein kinase A binding,protein kinase A regulatory sC=0, T=52 C=0.0, T=1.0 0.00001 766.996 52 C=0/0, T=34/18

chr14:35477785 A/A G A SNV SRP54 SRP54:intronic:NM_003136.3 1 100 intronic NM_003136.3c.361-48G>Ap.? -0.55 CobW/HypB/UreG, nucleotide-binding domain,SRP54-type protein, GTPase domain,SRP54-type protein, helical bundle domain,Signal peptide binding domainrs1712351 0.1224 YES 7.896E-1 (pos.35477785) Signal recognition particle, 54kD7S RNA binding,GDP binding,GTP binding,GTPase activity,RNA binding,SRP-dependent cotranslational protein targeting to membrane,SRP-dependent cotranslational protein targeting to membrane, signal sequence recognition,SRP-dependent cotranslational protein targeting to membrane, translocation,cytoplasm,cytosol,drug binding,endoplasmic reticulum signal peptide binding,nuclear speck,nucleolus,nucleus,protein binding,protein targeting to ER,response to drug,ribonucleoprotein complex binding,signal recognition particle,signal recognition particle, endoplasmic reticulum targetingG=0, A=25 G=0.0, A=1.0 0.00001 353.016 25 G=0/0, A=8/17

chr12:50744119 A/A G A SNV FAM186A FAM186A:exonic:NM_001145475.2 1 100 4 missense NM_001145475.2c.6496C>T p.His2166Tyr -0.05 0.11 83 0 0.15(COSM4147145) rs7296291 0.3504 YES 7.588E-1 (pos.50744119) neoplasm G=0, A=51 G=0.0, A=1.0 0.00001 754.584 51 G=0/0, A=33/18

chr14:35576458 C/C A C SNV

LOC101927

178,PPP2R3

C PPP2R3C:intronic:NM_017917.3, LOC101927178:intronic_nc:NR_110415.11

100

intronic NR_110415.1, NM_017917.3c.573+52T>Gp.? 0.7 EF hand rs10132769 0.4837 YES B cell homeostasis,Golgi apparatus,T cell homeostasis,activation of protein kinase activity,centrosome,cortical cytoskeleton organization,cytosol,metal ion binding,microtubule cytoskeleton organization,nucleus,positive regulation of B cell differentiation,protein binding,regulation of antimicrobial humoral response,regulation of mitochondrial depolarization,spindle,spleen developmentA=0, C=24 A=0.0, C=1.0 0.00001 334.792 24 A=0/0, C=15/9

chr12:50744171 C/C T C SNV FAM186A FAM186A:exonic:NM_001145475.2 1 100 4 synonymous NM_001145475.2c.6444A>G p.(=) -0.32 0.02(COSM147504) rs7312252 0.3504 YES 7.597E-1 (pos.50744171) adenocarcinoma,neoplasm T=0, C=129 T=0.0, C=1.0 0.00001 2114.32 129 T=0/0, C=70/59

chr12:50749221 C/C G C SNV FAM186A FAM186A:exonic:NM_001145475.2 1 100 4 missense NM_001145475.2c.1394C>G p.Ala465Gly -1.24 60 0 rs4435082 0 YES 1.0 (pos.50749221) G=0, C=92 G=0.0, C=1.0 0.00001 1533.56 92 G=0/0, C=45/47

chr14:36781037 T/T C T SNV MBIP MBIP:intronic:NM_016586.2 1 100 intronic NM_016586.2c.638-106G>Ap.? -0.34 rs7154340 YES MAP3K12-binding inhibitory proteinAda2/Gcn5/Ada3 transcription activator complex,cytosol,histone H3 acetylation,identical protein binding,inactivation of MAPK activity involved in osmosensory signaling pathway,molybdopterin cofactor biosynthetic process,molybdopterin synthase activity,nucleolus,nucleus,protein binding,protein kinase inhibitor activityC=0, T=117 C=0.0, T=1.0 0.00001 1874.21 117 C=0/0, T=53/64

chr14:38016099 C/T C T SNV MIPOL1 MIPOL1:intronic:NM_138731.6 1 95.83 intronic NM_138731.6c.1263-11C>Tp.? 1.53 rs991786 0.1164 YES 4.707E-4 (pos.38016099) MIPOL1 geneidentical protein binding,nucleus,protein bindingAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectromelia;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Polydactyly;Upper Extremity Deformities, CongenitalC=1, T=23 C=0.0417, T=0.9583 0.00001 306.624 24 C=1/0, T=15/8

chr19:35719257 A/A G A SNV FAM187B FAM187B:exonic:NM_152481.1 1 100 1 synonymous NM_152481.1c.327C>T p.(=) 0.47 0.54(COSM1392803) rs11673347 0.4029 YES 3.27E-2 (pos.35719257) adenocarcinoma integral component of membrane G=0, A=25 G=0.0, A=1.0 0.00001 353.016 25 G=0/0, A=10/15

chr14:39514274 T/G T G SNV SEC23A SEC23A:intronic:NM_006364.3 1 50 intronic NM_006364.3c.1899+93A>Cp.? 0.9 Gelsolin repeat,Sec23/Sec24 beta-sandwich domain,Sec23/Sec24 helical domain,Sec23/Sec24 trunk domain,Sec23/Sec24 zinc fingerrs77051476 YES Sec23, S. cerevisiae, homolog of, ACOPII vesicle coat,COPII vesicle coating,ER to Golgi transport vesicle membrane,ER to Golgi vesicle-mediated transport,Golgi membrane,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide antigen via MHC class I,cargo loading into COPII-coated vesicle,cytosol,endoplasmic reticulum exit site,endoplasmic reticulum membrane,extrinsic component of membrane,intracellular protein transport,perinuclear region of cytoplasm,protein binding,zinc ion bindingArthritis;Autoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Joint Diseases;Kidney Diseases;Male Urogenital Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nephritis;Osteoarthritis;Rheumatic Diseases;Urologic DiseasesT=12, G=13 T=0.48, G=0.52 0.00001 130.755 26 T=11/1, G=10/3

chr14:39748480 A/A G A SNV MIA2 MIA2:intronic:NM_001329214.2 1 100 intronic NM_001329214.2c.2020-61G>Ap.? 1.41 rs7158558 0.0639 YES ER to Golgi vesicle-mediated transport,cargo loading into vesicle,endoplasmic reticulum exit site,endoplasmic reticulum membrane,integral component of membrane,lipoprotein transport,lipoprotein transporter activity,protein bindingG=0, A=29 G=0.0, A=1.0 0.00001 431.978 29 G=0/0, A=19/10

chr14:39762347 C/C T C SNV MIA2 MIA2:intronic:NM_001329214.2 1 100 intronic NM_001329214.2c.2209-128T>Cp.? 0.71 rs2025029 YES ER to Golgi vesicle-mediated transport,cargo loading into vesicle,endoplasmic reticulum exit site,endoplasmic reticulum membrane,integral component of membrane,lipoprotein transport,lipoprotein transporter activity,protein bindingT=0, C=82 T=0.0, C=1.0 0.00001 1329.63 82 T=0/0, C=56/26

chr14:39784042 G/G A G SNV MIA2 MIA2:intronic:NM_001329214.2 1 100 intronic NM_001329214.2c.3180+39A>Gp.? -0.79 rs2415540,rs57139462,rs748511479,rs749529685,rs750023969,rs755460953,rs759757895,rs764971525,rs770080030,rs771080787,rs774560829,rs776483062,rs778019890,rs796101595,rs944819183YES 0.0 (pos.39784028),0.0 (pos.39784034),0.0 (pos.39784036),0.0 (pos.39784041),0.0;0.0 (pos.39784024),1.257E-4;0.0 (pos.39784026),1.303E-4;1.303E-4 (pos.39784038),5.072E-3;3.013E-2;0.0;0.0;0.0 (pos.39784040),6.504E-1;1.88E-4;0.0 (pos.39784042)ER to Golgi vesicle-mediated transport,cargo loading into vesicle,endoplasmic reticulum exit site,endoplasmic reticulum membrane,integral component of membrane,lipoprotein transport,lipoprotein transporter activity,protein bindingA=0, G=22 A=0.0, G=1.0 0.00001 297.961 22 A=0/0, G=5/17

chr15:29415698 G/G A G SNV FAM189A1 FAM189A1:exonic:NM_015307.1 1 100 11 synonymous NM_015307.1c.1464T>C p.(=) 2.57 0.07(COSM4148595)CD20-like familyrs3751563 YES 9.151E-1 (pos.29415698) neoplasm,squamous_cell_carcinomaintegral component of membrane A=0, G=20 A=0.0, G=1.0 0.00001 263.606 20 A=0/0, G=10/10

chr15:29418520 T/T C T SNV FAM189A1 FAM189A1:exonic:NM_015307.1 1 100 9 missense NM_015307.1c.1178G>A p.Arg393His 0.11 0.03 29 0.005 0.01(COSM3765799)CD20-like familyrs2256273 0.2184 YES 5.348E-1 (pos.29418520) carcinoma,hepatocellular_carcinoma,neoplasmintegral component of membrane C=0, T=49 C=0.0, T=1.0 0.00001 831.575 49 C=0/0, T=29/20

chr14:50241258 C/C A C SNV KLHDC2 KLHDC2:intronic:NM_014315.2 1 100 intronic NM_014315.2c.234-21A>Cp.? 0.67 Galactose oxidase, central domain,Kelch motifrs4499141 7.00E-04 YES 1.0;0.0 (pos.50241258) KELCH domain-containing protein 2nuclear body,nuclear membrane,nucleus A=0, C=91 A=0.0, C=1.0 0.00001 1513.72 91 A=0/0, C=47/44

chr15:29418573 GC/GC AT GC MNV FAM189A1 FAM189A1:exonic:NM_015307.1 2 100 9 missense NM_015307.1c.1124_1125delATinsGCp.His375Arg -0.34, -2.51 1 29 0 0(COSM3754259)CD20-like familyrs2256277,rs2672680,rs34232112YES 5.304E-1 (pos.29418573),5.304E-1 (pos.29418574)adenocarcinoma,neoplasm,squamous_cell_carcinomaintegral component of membrane AT=0, GC=43AT=0.0, GC=1.0 0.00001 710.218 43 AT=0/0, GC=23/20

chr14:50307238 C/T C T SNV NEMF NEMF:intronic:NM_004713.5 1 50 intronic NM_004713.5c.506+198G>Ap.? -0.36 Domain of unknown function (DUF3441),Domain of unknown function (DUF814),Fibronectin-binding protein A N-terminus (FbpA)rs116145698 Nuclear export mediator factornuclear export,nucleus C=44, T=44 C=0.5, T=0.5 0.00001 478.658 88 C=22/22, T=20/24

chr1:155220114 A/G A G SNV FAM189B FAM189B:exonic:NM_006589.2 1 47.62 9 missense NM_006589.2c.1463T>C p.Leu488Pro 2.6 0 98 0.995 0.76(COSM5351903)CD20-like familyrs142630415 0.0028 YES 0.0 (pos.155220114) Wilms_tumour WW domain binding,biological_process,integral component of membrane,protein bindingA=11, G=10 A=0.5238, G=0.4762 0.00001 82.2771 21 A=3/8, G=5/5

chr14:51058234 T/T G T SNV ATL1 ATL1:intronic:NM_001127713.1 1 100 intronic NM_001127713.1c.418-19G>Tp.? 0.93 Guanylate-binding protein, N-terminal domainrs2934684 0.2722 YES 8.205E-1 (pos.51058234) Atlastin GTPase 1GTP binding,GTPase activity,Golgi apparatus,Golgi cis cisterna,Golgi membrane,axon,axonogenesis,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum organization,endoplasmic reticulum tubular network,endoplasmic reticulum tubular network membrane,endoplasmic reticulum tubular network membrane organization,identical protein binding,integral component of membrane,protein binding,protein homooligomerizationCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Autonomic Neuropathies;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Spastic Paraplegia, HereditaryG=0, T=47 G=0.0, T=1.0 0.00001 789.328 47 G=0/0, T=22/25

chr14:51192659 G/A G A SNV NIN NIN:intronic:NM_020921.3 1 58.33 intronic NM_020921.3c.6192+12C>Tp.? -1.3 rs1983764 0.355 YES 3.161E-1 (pos.51192659) Ninein GTP binding,calcium ion binding,centriolar subdistal appendage,centriole,centriole-centriole cohesion,centrosome,centrosome localization,centrosome-templated microtubule nucleation,ciliary transition fiber,microtubule anchoring at centrosome,microtubule minus-end,mitotic spindle,mitotic spindle pole,nucleolus,nucleus,pericentriolar material,protein binding,protein localization,spindle poleAutoimmune Diseases;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Immune System Diseases;Kidney Diseases;Lupus Erythematosus, Systemic;Lupus Nephritis;Male Urogenital Diseases;Nephritis;Skin and Connective Tissue Diseases;Urologic DiseasesG=10, A=14 G=0.4167, A=0.5833 0.00001 135.341 24 G=7/3, A=5/9

chr5:176963455 G/A G A SNV FAM193B FAM193B:exonic:NM_001190946.2 1 45.45 4 missense NM_001190946.2c.980C>T p.Ser327Leu 6.89 0.05 145 0.308 FAM193 family C-terminal Family with sequence similarity 193, member B G=30, A=25 G=0.5455, A=0.4545 0.00001 229.499 55 G=17/13, A=2/23

chr3:43074430 G/G A G SNV FAM198A FAM198A:exonic:NM_001129908.2 1 100 2 synonymous NM_001129908.2c.675A>G p.(=) 0.08 FAM198 proteinrs2948619 0.4469 YES 7.664E-1 (pos.43074430) extracellular region,intracellular membrane-bounded organelleA=0, G=51 A=0.0, G=1.0 0.00001 754.584 51 A=0/0, G=25/26

chr14:51228682 A/A G A SNV NIN NIN:intronic:NM_020921.3 1 100 intronic NM_020921.3c.1775-53C>Tp.? -0.32 rs6572694 YES Ninein GTP binding,calcium ion binding,centriolar subdistal appendage,centriole,centriole-centriole cohesion,centrosome,centrosome localization,centrosome-templated microtubule nucleation,ciliary transition fiber,microtubule anchoring at centrosome,microtubule minus-end,mitotic spindle,mitotic spindle pole,nucleolus,nucleus,pericentriolar material,protein binding,protein localization,spindle poleAutoimmune Diseases;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Immune System Diseases;Kidney Diseases;Lupus Erythematosus, Systemic;Lupus Nephritis;Male Urogenital Diseases;Nephritis;Skin and Connective Tissue Diseases;Urologic DiseasesG=0, A=21 G=0.0, A=1.0 0.00001 281.23 21 G=0/0, A=8/13

chr14:51353493 C/C T C SNV ABHD12B ABHD12B:intronic:NM_001206673.1 1 100 intronic NM_001206673.1c.700+91T>Cp.? 0.01 Alpha/beta hydrolase family,Prolyl oligopeptidase family,Serine aminopeptidase, S33,alpha/beta hydrolase foldrs7158183 YES hydrolase activity T=0, C=330 T=0.0, C=1.0 0.00001 5577.86 330 T=0/0, C=155/175

chr14:51355517 A/A C A SNV ABHD12B ABHD12B:intronic:NM_001206673.1 1 100 intronic NM_001206673.1c.701-25C>Ap.? -0.67 Alpha/beta hydrolase family,Prolyl oligopeptidase family,Serine aminopeptidase, S33,alpha/beta hydrolase foldrs10144606,rs7763389490.3078 YES 4.34E-1 (pos.51355517),8.323E-4;1.189E-4;0.0 (pos.51355513)hydrolase activity C=0, A=97 C=0.0, A=1.0 0.00001 1643.16 97 C=0/0, A=52/45

chr9:34726524 A/A G A SNV FAM205A FAM205A:exonic:NM_001141917.1 1 100 4 missense NM_001141917.1c.713C>T p.Thr238Met -0.13 1 81 0 0(COSM4406876),0(COSM4406877)Domain of unknown function (DUF4599),FAM75 familyrs1810820,rs908361899 0.1744 YES 7.258E-2 (pos.34726524) hepatocellular_carcinoma integral component of membrane,nucleus G=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=6/15

chr14:51492135 CCACACAGGTGTTTT/CCACACAGGTGTTTTC CCACACAGGTGTTTT INDEL TRIM9 TRIM9:intronic:NM_015163.5 14 100 intronic NM_015163.5c.823-57G>AAAACACCTGTGTGGp.? 0.21 B-box zinc finger,Fibronectin type III domain,RING-type zinc-finger,SPRY domain,Zinc finger, C3HC4 type (RING finger)rs11268748,rs202209972,rs58368926YES Tripartite motif-containing protein 9SNARE binding,cell junction,cytoplasm,cytoskeleton,cytosol,dendrite,negative regulation of SNARE complex assembly,negative regulation of calcium ion-dependent exocytosis,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein domain specific binding,protein homodimerization activity,protein ubiquitination,synaptic vesicle,synaptic vesicle exocytosis,ubiquitin-protein transferase activity,zinc ion bindingMental Disorders;Psychotic Disorders;Schizophrenia Spectrum and Other Psychotic DisordersC=0, CCACACAGGTGTTTT=22C=0.0, CCACACAGGTGTTTT=1.00.00001 297.943 22 C=0/0, CCACACAGGTGTTTT=8/14

chr14:52194407 G/A G A SNV FRMD6 FRMD6:intronic:NM_001267046.1 1 51.85 intronic NM_001267046.1c.1585-56G>Ap.? 1.87 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM central domainrs4433726 YES FERM domain-containing protein 6actomyosin structure organization,apical constriction,apical junction complex,cellular protein localization,cytoplasm,cytoskeleton,plasma membrane,protein binding,regulation of actin filament-based process,structural constituent of cytoskeletonG=13, A=14 G=0.4815, A=0.5185 0.00001 132.562 27 G=9/4, A=4/10

chr9:34729452 G/G A G SNV FAM205A FAM205A:utr_5:NM_001141917.1 1 100 1 utr_5 NM_001141917.1c.-28T>C p.? -0.13 Domain of unknown function (DUF4599),FAM75 familyrs10115191 0.3422 YES 7.201E-1 (pos.34729452) integral component of membrane,nucleus A=0, G=40 A=0.0, G=1.0 0.00001 644.281 40 A=0/0, G=22/18

chr14:52496091 C/C A C SNV NID2 NID2:intronic:NM_007361.3 1 100 intronic NM_007361.3c.2401+174T>Gp.? -0.42 Calcium-binding EGF domain,Complement Clr-like EGF-like,EGF domain,G2F domain,Human growth factor-like EGF,Low-density lipoprotein receptor repeat class B,Nidogen-like,Thyroglobulin type-1 repeatrs1497087 YES Nidogen 2 basement membrane,basement membrane organization,calcium ion binding,cell adhesion,cell-matrix adhesion,collagen binding,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,plasma membrane,protein bindingA=0, C=28 A=0.0, C=1.0 0.00001 408.13 28 A=0/0, C=14/14

chr10:5781969 T/T A T SNV FAM208B FAM208B:exonic:NM_017782.4 1 100 13 synonymous NM_017782.4c.1836A>T p.(=) -1.07 Protein of unknown function (DUF3699),Protein of unknown function (DUF3715)rs2797486 0.1678 YES 8.117E-1 (pos.5781969) protein binding A=0, T=50 A=0.0, T=1.0 0.00001 845.942 50 A=0/0, T=30/20

chr20:55108617 A/A C A SNV FAM209B FAM209B:exonic:NM_001013646.3 1 100 1 missense NM_001013646.3c.220C>A p.Gln74Lys 2.04 1 53 0 FAM209 familyrs3209183 0.3903 YES 5.532E-1 (pos.55108617) integral component of membrane,nucleus C=0, A=64 C=0.0, A=1.0 0.00001 977.635 64 C=0/0, A=41/23

chr14:52535387 C/C A C SNV NID2 NID2:intronic:NM_007361.3 1 100 intronic NM_007361.3c.228+98T>Gp.? -1.97 Calcium-binding EGF domain,Complement Clr-like EGF-like,EGF domain,G2F domain,Human growth factor-like EGF,Low-density lipoprotein receptor repeat class B,Nidogen-like,Thyroglobulin type-1 repeatrs984051 YES Nidogen 2 basement membrane,basement membrane organization,calcium ion binding,cell adhesion,cell-matrix adhesion,collagen binding,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,plasma membrane,protein bindingA=0, C=65 A=0.0, C=1.0 0.00001 983.355 65 A=0/0, C=51/14

chr17:66533655 G/G A G SNV FAM20A FAM20A:exonic:NM_017565.3 1 100 11 missense NM_017565.3c.1589T>C p.Leu530Ser 0.36 1 145 0 Golgi casein kinase, C-terminal, Fam20rs2907373 0.3379 YES 9.048E-1 (pos.66533655) Family with sequence similarity 20, member AGolgi apparatus,biomineral tissue development,calcium ion homeostasis,cell,enamel mineralization,endoplasmic reticulum,extracellular exosome,extracellular space,positive regulation of protein phosphorylation,positive regulation of protein serine/threonine kinase activity,protein binding,protein serine/threonine kinase activator activity,protein serine/threonine kinase activity,tooth eruptionAmelogenesis Imperfecta;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Calcinosis;Calcium Metabolism Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Dental Enamel Hypoplasia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Immune System Diseases;Joint Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nephrocalcinosis;Nutritional and Metabolic Diseases;Rheumatic Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth Diseases;Urologic DiseasesBenign A=0, G=50 A=0.0, G=1.0 0.00001 852.746 50 A=0/0, G=32/18

chr7:299850 G/T G T SNV FAM20C FAM20C:exonic:NM_020223.3 1 50 10 synonymous NM_020223.3c.1659G>T p.(=) 0.06 Golgi casein kinase, C-terminal, Fam20rs36170987 0.4437 YES 4.787E-1 (pos.299850) Family with sequence similarity 20, member CATP binding,ATP metabolic process,Golgi apparatus,biomineral tissue development,calcium ion binding,cellular protein metabolic process,dentinogenesis,enamel mineralization,endoplasmic reticulum lumen,extracellular exosome,extracellular space,manganese ion binding,odontoblast differentiation,osteoclast maturation,positive regulation of bone mineralization,positive regulation of osteoblast differentiation,post-translational protein modification,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of fibroblast growth factor receptor signaling pathway,regulation of phosphorus metabolic processAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Exophthalmos;Eye Diseases;Female Urogenital Diseases and Pregnancy Complications;Jaw Abnormalities;Jaw Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Maxillofacial Abnormalities;Microcephaly;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Orbital Diseases;Osteochondrodysplasias;Osteosclerosis;Perinatal Death;Pregnancy Complications;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign G=20, T=20 G=0.5, T=0.5 0.00001 214.332 40 G=8/12, T=14/6

chr7:299881 A/G A G SNV FAM20C FAM20C:exonic:NM_020223.3 1 50 10 missense NM_020223.3c.1690A>G p.Asn564Asp 3.87 0.93 23 0 0.05(COSM6246594)Golgi casein kinase, C-terminal, Fam20rs36139924 0.4428 YES 4.743E-1;0.0 (pos.299881)neoplasm Family with sequence similarity 20, member CATP binding,ATP metabolic process,Golgi apparatus,biomineral tissue development,calcium ion binding,cellular protein metabolic process,dentinogenesis,enamel mineralization,endoplasmic reticulum lumen,extracellular exosome,extracellular space,manganese ion binding,odontoblast differentiation,osteoclast maturation,positive regulation of bone mineralization,positive regulation of osteoblast differentiation,post-translational protein modification,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of fibroblast growth factor receptor signaling pathway,regulation of phosphorus metabolic processAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Exophthalmos;Eye Diseases;Female Urogenital Diseases and Pregnancy Complications;Jaw Abnormalities;Jaw Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Maxillofacial Abnormalities;Microcephaly;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Orbital Diseases;Osteochondrodysplasias;Osteosclerosis;Perinatal Death;Pregnancy Complications;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign A=20, G=20 A=0.5, G=0.5 0.00001 214.097 40 A=8/12, G=14/6



chr14:53133036 C/C T C SNV ERO1A ERO1A:intronic:NM_014584.2 1 100 intronic NM_014584.2c.629+57A>Gp.? 0.77 Endoplasmic Reticulum Oxidoreductin 1 (ERO1)rs12885338 YES 4-hydroxyproline metabolic process,animal organ senescence,brown fat cell differentiation,cell redox homeostasis,cellular protein modification process,cellular response to hypoxia,cellular response to oxidative stress,chaperone mediated protein folding requiring cofactor,dendrite,disulfide oxidoreductase activity,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum membrane,endoplasmic reticulum unfolded protein response,extracellular matrix organization,intracellular membrane-bounded organelle,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,membrane,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on a sulfur group of donors, disulfide as acceptor,protein binding,protein disulfide isomerase activity,protein disulfide oxidoreductase activity,protein folding,protein folding in endoplasmic reticulum,protein maturation by protein folding,release of sequestered calcium ion into cytosol,response to endoplasmic reticulum stress,T=0, C=30 T=0.0, C=1.0 0.00001 446.558 30 T=0/0, C=14/16

chr1:112269872 A/A G A SNV FAM212B FAM212B:exonic:NM_019099.4 1 100 2 synonymous NM_019099.4c.612C>T p.(=) 0.42 FAM212 familyrs197434 0.1813 YES 8.253E-1;0.0 (pos.112269872) negative regulation of protein serine/threonine kinase activity,nucleus,protein kinase binding,protein serine/threonine kinase inhibitor activityG=0, A=51 G=0.0, A=1.0 0.00001 754.583 51 G=0/0, A=26/25

chr14:53326454 A/A C A SNV FERMT2 FERMT2:intronic:NM_001134999.1 1 100 intronic NM_001134999.1c.1749-22G>Tp.? -1.6 FERM central domain,PH domainrs3818453 0.095 YES 7.456E-1 (pos.53326454) Fermitin family, Drosophila, homolog of, 2I band,Wnt signaling pathway,cell cortex,cell junction assembly,cell surface,cell-matrix adhesion,cytoplasm,cytoskeleton,cytosol,extrinsic component of cytoplasmic side of plasma membrane,filamentous actin,focal adhesion,focal adhesion assembly,integrin activation,integrin-mediated signaling pathway,lamellipodium membrane,nucleoplasm,nucleus,phosphatidylinositol-3,4,5-trisphosphate binding,protein binding,protein localization to membrane,regulation of cell shape,stress fiber,substrate adhesion-dependent cell spreading,transforming growth factor beta receptor signaling pathwayAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Prostatic Diseases;Prostatic Neoplasms;Tauopathies;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, A=23 C=0.0, A=1.0 0.00001 316.747 23 C=0/0, A=8/15

chr14:53342148 C/T C T SNV FERMT2 FERMT2:intronic:NM_001134999.1 1 51.85 intronic NM_001134999.1c.964-73G>Ap.? 0.15 FERM central domain,PH domainrs113177107 Fermitin family, Drosophila, homolog of, 2I band,Wnt signaling pathway,cell cortex,cell junction assembly,cell surface,cell-matrix adhesion,cytoplasm,cytoskeleton,cytosol,extrinsic component of cytoplasmic side of plasma membrane,filamentous actin,focal adhesion,focal adhesion assembly,integrin activation,integrin-mediated signaling pathway,lamellipodium membrane,nucleoplasm,nucleus,phosphatidylinositol-3,4,5-trisphosphate binding,protein binding,protein localization to membrane,regulation of cell shape,stress fiber,substrate adhesion-dependent cell spreading,transforming growth factor beta receptor signaling pathwayAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Prostatic Diseases;Prostatic Neoplasms;Tauopathies;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=26, T=28 C=0.4815, T=0.5185 0.00001 277.174 54 C=14/12, T=18/10

chr15:52901638 C/C T C SNV FAM214A FAM214A:exonic:NM_019600.3 1 100 6 synonymous NM_019600.3c.1473A>G p.(=) -2.33 0.08(COSM147915)Chromosome segregation during meiosis,Domain of unknown function (DUF4210)rs3751614 0.2688 YES 1.067E-1 (pos.52901638) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinomaprotein binding T=0, C=51 T=0.0, C=1.0 0.00001 754.53 51 T=0/0, C=19/32

chr14:53522324 TA/TA T TA INDEL DDHD1 DDHD1:intronic:NM_001160148.1 1 100 intronic NM_001160148.1c.2245+54A>TAp.? 0.75 DDHD domainrs112807709,rs397690043,rs5808701YES DDHD domain-containing protein 1cytoplasm,cytosol,lipid catabolic process,metal ion binding,phosphatidic acid biosynthetic process,phospholipase activity,positive regulation of mitochondrial fissionNervous System Diseases;Neurologic Manifestations;Paralysis;ParaplegiaT=0, TA=57 T=0.0, TA=1.0 0.00001 806.083 57 T=0/0, TA=8/49

chr14:53525392 T/T C T SNV DDHD1 DDHD1:intronic:NM_001160148.1 1 100 intronic NM_001160148.1c.1843-48G>Ap.? 1.95 DDHD domainrs915436 0 1.0 (pos.53525392) DDHD domain-containing protein 1cytoplasm,cytosol,lipid catabolic process,metal ion binding,phosphatidic acid biosynthetic process,phospholipase activity,positive regulation of mitochondrial fissionNervous System Diseases;Neurologic Manifestations;Paralysis;ParaplegiaC=0, T=40 C=0.0, T=1.0 0.00001 644.285 40 C=0/0, T=8/32

chr6:4069166 T/T C T SNV FAM217A FAM217A:exonic:NM_173563.2 1 100 7 missense NM_173563.2c.1291G>A p.Val431Ile 0.21 0 29 0.319 0.11(COSM4004038)FAM217 familyrs595413,rs771697102 0.262 YES 0.0 (pos.4069165),6.245E-1 (pos.4069166)acute_myeloid_leukaemia C=0, T=45 C=0.0, T=1.0 0.00001 747.381 45 C=0/0, T=26/19

chr2:24387178 GC/GC G GC INDEL FAM228B FAM228B:exonic:NM_001145710.1 1 100 9 unknown NM_001145710.1 1.3 rs113322110,rs3978229390.0278 YES 9.359E-1 (pos.24387178) G=0, GC=30 G=0.0, GC=1.0 0.00001 425.579 30 G=0/0, GC=13/17

chr12:13221606 C/C T C SNV FAM234B FAM234B:exonic:NM_020853.1 1 100 9 synonymous NM_020853.1c.1329T>C p.(=) 1.47 rs1386005 7.00E-04 1.0 (pos.13221606) integral component of membrane T=0, C=23 T=0.0, C=1.0 0.00001 307.672 23 T=0/0, C=10/13

chr3:46658737 G/G A G SNV FAM240A FAM240A:exonic:NM_001195442.1 1 98.84 2 missense NM_001195442.1c.98A>G p.His33Arg 1.47 0.47 29 0 rs9832679 YES 1.0 (pos.46658737) A=2, G=170 A=0.0116, G=0.9884 0.00001 2734.29 172 A=2/0, G=147/23

chr14:55530120 T/C T C SNV MAPK1IP1L MAPK1IP1L:intronic:NM_144578.3 1 50 intronic NM_144578.3c.726+77T>Cp.? -0.01 MAPK-interacting and spindle-stabilising protein-likers3742564 YES protein binding T=24, C=24 T=0.5, C=0.5 0.00001 273.703 48 T=13/11, C=18/6

chr14:55902542 A/A G A SNV TBPL2 TBPL2:intronic:NM_199047.2 1 100 intronic NM_199047.2c.696+23C>Tp.? 0.22 Transcription factor TFIID (or TATA-binding protein, TBP)rs7149317 0.3321 YES 7.196E-1 (pos.55902542) DNA binding,DNA binding transcription factor activity,DNA-templated transcription, initiation,cytoplasm,multicellular organism development,negative regulation of transcription, DNA-templated,nucleusG=0, A=44 G=0.0, A=1.0 0.00001 713.076 44 G=0/0, A=24/20

chr14:56126456 A/A C A SNV KTN1 KTN1:intronic:NM_001079521.1 1 100 intronic NM_001079521.1c.2999+35C>Ap.? 0.27 rs7160678 1.00E-04 1.0 (pos.56126456) Kinectin RNA binding,cadherin binding,cellular protein metabolic process,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,integral component of plasma membrane,kinesin binding,membrane,microtubule-based movement,post-translational protein modification,protein binding,protein transportC=0, A=67 C=0.0, A=1.0 0.00001 1034.34 67 C=0/0, A=21/46

chr14:56142480 G/G A G SNV KTN1 KTN1:intronic:NM_001079521.1 1 100 intronic NM_001079521.1c.3772-73A>Gp.? 1.52 rs3736877 YES Kinectin RNA binding,cadherin binding,cellular protein metabolic process,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,integral component of plasma membrane,kinesin binding,membrane,microtubule-based movement,post-translational protein modification,protein binding,protein transportA=0, G=20 A=0.0, G=1.0 0.00001 263.737 20 A=0/0, G=8/12

chr10:71392557 T/T C T SNV FAM241B FAM241B:exonic:NM_145306.2 1 100 4 synonymous NM_145306.2c.108C>T p.(=) 0 0.51(COSM3751914),0.51(COSM3751915)Domain of unknown function (DUF4605)rs12020 0.3338 YES 8.933E-1 (pos.71392557) adenocarcinoma,neoplasm integral component of membrane,protein binding C=0, T=34 C=0.0, T=1.0 0.00001 524.186 34 C=0/0, T=23/11

chr14:57092037 TG/TG T TG INDEL TMEM260 TMEM260:intronic:NM_017799.3 1 100 intronic NM_017799.3c.1399-63T>TGp.? 0.32 Dolichyl-phosphate-mannose-protein mannosyltransferase,Protein of unknown function (DUF2723)rs750735531 Transmembrane protein 260integral component of membrane T=0, TG=45 T=0.0, TG=1.0 0.00001 652.743 45 T=0/0, TG=16/29

chr14:57101682 G/G A G SNV TMEM260 TMEM260:intronic:NM_017799.3 1 100 intronic NM_017799.3c.1778+12A>Gp.? -0.26 Dolichyl-phosphate-mannose-protein mannosyltransferase,Protein of unknown function (DUF2723)rs913742 0.2285 YES 7.647E-1 (pos.57101682) Transmembrane protein 260integral component of membrane A=0, G=65 A=0.0, G=1.0 0.00001 996.464 65 A=0/0, G=37/28

chr10:71392692 C/C T C SNV FAM241B FAM241B:exonic:NM_145306.2 1 100 4 synonymous NM_145306.2c.243T>C p.(=) -3.99 0.01(COSM3751916)Domain of unknown function (DUF4605)rs1052152 0.3331 YES 8.943E-1 (pos.71392692) adenocarcinoma,neoplasm integral component of membrane,protein binding T=0, C=78 T=0.0, C=1.0 0.00001 1249.36 78 T=0/0, C=33/45

chr10:124610027 A/A G A SNV

FAM24B,FA

M24B-

CUZD1 FAM24B:exonic:NM_001204364.1, FAM24B-CUZD1:intronic_nc:NR_037915.11

100

3 missense NR_037915.1, NM_001204364.1c.5C>T p.Pro2Leu 1.24 1 98 0 0(COSM3751584)CUB domain,FAM24 family,Zona pellucida-like domainrs1891110 0.4451 YES 5.103E-1 (pos.124610027)adenocarcinoma,carcinoma,neoplasmextracellular region G=0, A=38 G=0.0, A=1.0 0.00001 603.764 38 G=0/0, A=20/18

chr10:120896027 A/A G A SNV

FAM45A,FA

M45BP FAM45A:exonic:NM_207009.3, FAM45BP:exonic_nc:NR_027141.2 1
100

9 synonymous NM_207009.3, NR_027141.2c.942G>A p.(=) -1.73 0.01(COSM4595086)Stabilization of polarity axis,Transport protein Avl9rs11198799 YES 9.59E-1 (pos.120896027) squamous_cell_carcinoma G=0, A=39 G=0.0, A=1.0 0.00001 623.98 39 G=0/0, A=24/15

chr14:57957664 A/A T A SNV CCDC198 CCDC198:intronic:NM_018168.3 1 100 intronic NM_018168.3c.306+43A>Tp.? 1.82 Domain of unknown function (DUF4619)rs1203338 0.0013 YES 9.999E-1 (pos.57957664) protein binding T=0, A=93 T=0.0, A=1.0 0.00001 1555.33 93 T=0/0, A=38/55

chr6:82461520 A/G A G SNV FAM46A FAM46A:exonic:NM_017633.2 1 50 2 synonymous NM_017633.2c.339T>C p.(=) 0.71 0.1(COSM3762195),0.1(COSM3762196)Nucleotidyltransferasers3186631 0.0733 YES 1.078E-1 (pos.82461520) adenocarcinoma,neoplasm RNA binding,nucleotidyltransferase activity,protein binding,regulation of blood coagulation,regulation of gene expressionA=21, G=21 A=0.5, G=0.5 0.00001 228.844 42 A=16/5, G=11/10

chr14:58869510 C/C T C SNV TOMM20L TOMM20L:intronic:NM_207377.2 1 100 intronic NM_207377.2c.262+31T>Cp.? -0.46 MAS20 protein import receptorrs7153357 1.00E-04 9.998E-1 (pos.58869510) P-P-bond-hydrolysis-driven protein transmembrane transporter activity,integral component of membrane,integral component of mitochondrial outer membrane,mitochondrial outer membrane translocase complex,mitochondrial outer membrane translocase complex assembly,mitochondrion targeting sequence binding,protein channel activity,protein import into mitochondrial matrix,protein targeting,tRNA import into mitochondrionT=0, C=70 T=0.0, C=1.0 0.00001 1092.09 70 T=0/0, C=26/44

chr14:58923395 A/A G A SNV KIAA0586 KIAA0586:intronic:NM_001244189.1 1 100 intronic NM_001244189.1c.1413-25G>Ap.? 3.17 Hedgehog signalling targetrs1743721 7.00E-04 YES 9.875E-1 (pos.58923395) KIAA0586 genecentriole,centrosome,ciliary basal body,cilium assembly,photoreceptor inner segment,regulation of establishment of protein localization,smoothened signaling pathwayCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;PolydactylyG=0, A=50 G=0.0, A=1.0 0.00001 852.648 50 G=0/0, A=35/15

chr14:58927984 A/A G A SNV KIAA0586 KIAA0586:intronic:NM_001244189.1 1 100 intronic NM_001244189.1c.2218+106G>Ap.? -0.14 Hedgehog signalling targetrs1743719 YES KIAA0586 genecentriole,centrosome,ciliary basal body,cilium assembly,photoreceptor inner segment,regulation of establishment of protein localization,smoothened signaling pathwayCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;PolydactylyG=0, A=84 G=0.0, A=1.0 0.00001 1369.27 84 G=0/0, A=47/37

chr14:58934371 A/A G A SNV KIAA0586 KIAA0586:intronic:NM_001244189.1 1 100 intronic NM_001244189.1c.2414-82G>Ap.? 0.36 Hedgehog signalling targetrs1632390 YES KIAA0586 genecentriole,centrosome,ciliary basal body,cilium assembly,photoreceptor inner segment,regulation of establishment of protein localization,smoothened signaling pathwayCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;PolydactylyG=0, A=65 G=0.0, A=1.0 0.00001 996.443 65 G=0/0, A=24/41

chr14:59946094 G/C G C SNV L3HYPDH L3HYPDH:intronic:NM_144581.1 1 57.14 intronic NM_144581.1c.509-25C>Gp.? -1.44 Proline racemasers1752435,rs771295282 0.0545 YES 0.0;0.0 (pos.59946091),1.972E-2 (pos.59946094)L-3-hydroxyproline dehydratase, transhydro-lyase activity,metabolic process,proline racemase activity,trans-L-3-hydroxyproline dehydratase activityL-Proline G=15, C=20 G=0.4286, C=0.5714 0.00001 218.716 35 G=9/6, C=7/13

chr14:60074264 G/A G A SNV RTN1 RTN1:intronic:NM_021136.2 1 45.45 intronic NM_021136.2c.1766-54C>Tp.? -0.4 Reticulon rs8009556 YES Reticulon 1 (neuroendocrine-specific protein)endoplasmic reticulum,endoplasmic reticulum membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,neuron differentiation,protein bindingCardiovascular Diseases;Heart Diseases;Myocardial Ischemia;Vascular DiseasesG=42, A=35 G=0.5455, A=0.4545 0.00001 348.038 77 G=26/16, A=25/10

chr4:1656801 C/C A C SNV FAM53A FAM53A:exonic:NM_001174070.2 1 100 4 synonymous NM_001174070.2c.786T>G p.(=) -3.9 Family of FAM53rs62287700,rs7576857270.3399 YES 7.194E-2;0.0 (pos.1656801) Family with sequence similarity 53, member Anucleus A=0, C=49 A=0.0, C=1.0 0.00001 831.633 49 A=0/0, C=27/22

chr14:60921673 C/C T C SNV C14orf39 C14orf39:intronic:NM_174978.2 1 100 intronic NM_174978.2c.1503+46A>Gp.? -1.31 Six6 opposite strand transcript 1 familyrs1262175 0 9.968E-1 (pos.60921673) Chromosome 14 open reading frame 39cellular_component,central element,meiotic DNA double-strand break processing involved in reciprocal meiotic recombination,molecular_function,multicellular organism development,oogenesis,regulation of DNA binding transcription factor activity,spermatogenesis,synapsisEye Diseases;Refractive Errors T=0, C=51 T=0.0, C=1.0 0.00001 754.471 51 T=0/0, C=10/41

chr4:1657281 A/A G A SNV FAM53A FAM53A:exonic:NM_001174070.2 1 100 4 synonymous NM_001174070.2c.306C>T p.(=) -0.47 0.03(COSM5438355)Family of FAM53rs79735962 0.3114 YES 9.416E-2 (pos.1657281) squamous_cell_carcinomaFamily with sequence similarity 53, member Anucleus G=0, A=61 G=0.0, A=1.0 0.00001 921.854 61 G=0/0, A=28/33

chr14:61497147 T/T A T SNV SLC38A6 SLC38A6:intronic:NM_001172702.1 1 100 intronic NM_001172702.1c.404-16A>Tp.? -0.14 Transmembrane amino acid transporter proteinrs1465146,rs7575366181.00E-04 0.0 (pos.61497145),1.0 (pos.61497147) Solute carrier family 38 (amino acid transporter), member 6amino acid transmembrane transport,amino acid transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,plasma membrane,sodium ion transportA=0, T=26 A=0.0, T=1.0 0.00001 371.42 26 A=0/0, T=15/11

chr14:61497285 C/C T C SNV SLC38A6 SLC38A6:intronic:NM_001172702.1 1 100 intronic NM_001172702.1c.482+44T>Cp.? -0.5 Transmembrane amino acid transporter proteinrs1465145 1.00E-04 1.0 (pos.61497285) Solute carrier family 38 (amino acid transporter), member 6amino acid transmembrane transport,amino acid transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,plasma membrane,sodium ion transportT=0, C=25 T=0.0, C=1.0 0.00001 353.016 25 T=0/0, C=14/11

chr5:137682714 G/G T G SNV FAM53C FAM53C:utr_3:NM_001350195.1 1 100 5 utr_3 NM_001350195.1c.1215T>G p.? 2.24 Family of FAM53rs2269953 YES Family with sequence similarity 53, member C T=0, G=135 T=0.0, G=1.0 0.00001 2228.09 135 T=0/0, G=53/82

chr5:156589399 T/T G T SNV FAM71B FAM71B:utr_3:NM_130899.2 1 100 2 utr_3 NM_130899.2c.1877C>A p.? 0.04 Protein of unknown function (DUF3699)rs2278385 YES nucleus G=0, T=20 G=0.0, T=1.0 0.00001 263.786 20 G=0/0, T=12/8

chr14:62208005 C/C T C SNV

HIF1A,LOC1

05370526 LOC105370526:intronic_nc:NR_144368.1, HIF1A:intronic:NM_001530.31
100

intronic NM_001530.3, NR_144368.1c.2093+99T>Cp.? -0.74 HIF-1 alpha C terminal transactivation domain,Hypoxia-inducible factor-1,PAS domain,PAS foldrs4902080 YES Hypoxia-inducible factor 1, alpha subunitB-1 B cell homeostasis,DNA binding transcription factor activity,E-box binding,Hsp90 protein binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,RNA polymerase II transcription factor complex,angiogenesis,axon cytoplasm,axonal transport of mitochondrion,cardiac ventricle morphogenesis,cartilage development,cellular iron ion homeostasis,cellular response to hypoxia,cellular response to interleukin-1,cerebral cortex development,collagen metabolic process,connective tissue replacement involved in inflammatory response wound healing,cytoplasm,cytosol,digestive tract morphogenesis,dopaminergic neuron differentiation,elastin metabolic process,embryonic hemopoiesis,embryonic placenta development,enzyme binding,epithelial cell differentiation involved in mammary gland alveolus development,epithelial to mesenchymal transition,glucose homeostasis,heart looping,hemoglobin biosynthetic process,histone acetyltransferase binding,histone deacetylase binding,hypoxia-inducible factor-1alpha Adenocarcinoma;Anaplasia;Astrocytoma;Bile Duct Diseases;Biliary Tract Diseases;Bone Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Carbohydrate Metabolism, Inborn Errors;Carcinoma;Carcinoma, Ductal;Carcinoma, Hepatocellular;Carcinoma, Intraductal, Noninfiltrating;Carcinoma, Squamous Cell;Cardiomegaly;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Cholangitis;Cholangitis, Sclerosing;Cholestasis;Cholestasis, Intrahepatic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Glioblastoma2-Methoxyestradiol,Carvedilol,N-(1-CHLORO-4-HYDROXYISOQUINOLIN-3-YL)CARBONYLGLYCINET=0, C=29 T=0.0, C=1.0 0.00001 427.576 29 T=0/0, C=5/24

chr19:55870289 T/T C T SNV FAM71E2 FAM71E2:exonic:NM_001145402.1 1 100 9 synonymous NM_001145402.1c.1947G>A p.(=) 0.12 0.03(COSM4132597),0.03(COSM4132598)Protein of unknown function (DUF3699)rs12974907 0.1348 YES 9.019E-1 (pos.55870289) neoplasm nucleus C=0, T=40 C=0.0, T=1.0 0.00001 644.054 40 C=0/0, T=21/19

chr14:64457079 A/A G A SNV SYNE2 SYNE2:intronic:NM_182914.2 1 100 intronic NM_182914.2c.2314-50G>Ap.? 0.44 CAMSAP CH domain,Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs1255907 0.4461 YES 5.332E-1 (pos.64457079) Spectrin repeat-containing nuclear envelope protein 2 (nesprin 2)LINC complex,Z disc,actin binding,actin filament binding,aggresome,centrosome localization,cytoplasm,cytoskeletal anchoring at nuclear membrane,establishment or maintenance of cell polarity,extracellular exosome,fibroblast migration,filopodium membrane,focal adhesion,integral component of membrane,intermediate filament cytoskeleton,lamellipodium membrane,mitochondrion,nuclear envelope,nuclear envelope organization,nuclear lumen,nuclear membrane,nuclear migration,nuclear migration along microfilament,nuclear outer membrane,nucleokinesis involved in cell motility in cerebral cortex radial glia guided migration,nucleoplasm,nucleus,positive regulation of cell migration,protein binding,protein localization to nucleus,regulation of cilium assembly,sarcoplasmic reticulum,sarcoplasmic reticulum membraneAdenocarcinoma;Arrhythmias, Cardiac;Atrial Fibrillation;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, A=41 G=0.0, A=1.0 0.00001 655.06 41 G=0/0, A=15/26

chr14:64457638 G/G T G SNV SYNE2 SYNE2:intronic:NM_182914.2 1 100 intronic NM_182914.2c.2473-22T>Gp.? 1.25 CAMSAP CH domain,Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs1255908 0.2989 YES 3.645E-1 (pos.64457638) Spectrin repeat-containing nuclear envelope protein 2 (nesprin 2)LINC complex,Z disc,actin binding,actin filament binding,aggresome,centrosome localization,cytoplasm,cytoskeletal anchoring at nuclear membrane,establishment or maintenance of cell polarity,extracellular exosome,fibroblast migration,filopodium membrane,focal adhesion,integral component of membrane,intermediate filament cytoskeleton,lamellipodium membrane,mitochondrion,nuclear envelope,nuclear envelope organization,nuclear lumen,nuclear membrane,nuclear migration,nuclear migration along microfilament,nuclear outer membrane,nucleokinesis involved in cell motility in cerebral cortex radial glia guided migration,nucleoplasm,nucleus,positive regulation of cell migration,protein binding,protein localization to nucleus,regulation of cilium assembly,sarcoplasmic reticulum,sarcoplasmic reticulum membraneAdenocarcinoma;Arrhythmias, Cardiac;Atrial Fibrillation;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, G=26 T=0.0, G=1.0 0.00001 371.361 26 T=0/0, G=16/10

chr14:64462007 C/C A C SNV SYNE2 SYNE2:intronic:NM_182914.2 1 100 intronic NM_182914.2c.2940+87A>Cp.? -0.26 CAMSAP CH domain,Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs1255912 YES Spectrin repeat-containing nuclear envelope protein 2 (nesprin 2)LINC complex,Z disc,actin binding,actin filament binding,aggresome,centrosome localization,cytoplasm,cytoskeletal anchoring at nuclear membrane,establishment or maintenance of cell polarity,extracellular exosome,fibroblast migration,filopodium membrane,focal adhesion,integral component of membrane,intermediate filament cytoskeleton,lamellipodium membrane,mitochondrion,nuclear envelope,nuclear envelope organization,nuclear lumen,nuclear membrane,nuclear migration,nuclear migration along microfilament,nuclear outer membrane,nucleokinesis involved in cell motility in cerebral cortex radial glia guided migration,nucleoplasm,nucleus,positive regulation of cell migration,protein binding,protein localization to nucleus,regulation of cilium assembly,sarcoplasmic reticulum,sarcoplasmic reticulum membraneAdenocarcinoma;Arrhythmias, Cardiac;Atrial Fibrillation;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, C=35 A=0.0, C=1.0 0.00001 543.87 35 A=0/0, C=15/20

chr14:64462071 T/T G T SNV SYNE2 SYNE2:intronic:NM_182914.2 1 100 intronic NM_182914.2c.2940+151G>Tp.? 0.04 CAMSAP CH domain,Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs1255913 YES Spectrin repeat-containing nuclear envelope protein 2 (nesprin 2)LINC complex,Z disc,actin binding,actin filament binding,aggresome,centrosome localization,cytoplasm,cytoskeletal anchoring at nuclear membrane,establishment or maintenance of cell polarity,extracellular exosome,fibroblast migration,filopodium membrane,focal adhesion,integral component of membrane,intermediate filament cytoskeleton,lamellipodium membrane,mitochondrion,nuclear envelope,nuclear envelope organization,nuclear lumen,nuclear membrane,nuclear migration,nuclear migration along microfilament,nuclear outer membrane,nucleokinesis involved in cell motility in cerebral cortex radial glia guided migration,nucleoplasm,nucleus,positive regulation of cell migration,protein binding,protein localization to nucleus,regulation of cilium assembly,sarcoplasmic reticulum,sarcoplasmic reticulum membraneAdenocarcinoma;Arrhythmias, Cardiac;Atrial Fibrillation;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, T=30 G=0.0, T=1.0 0.00001 446.638 30 G=0/0, T=10/20

chr19:55870351 C/C T C SNV FAM71E2 FAM71E2:exonic:NM_001145402.1 1 100 9 missense NM_001145402.1c.1885A>G p.Lys629Glu 0 1 56 0 0.02(COSM4132599),0.02(COSM4132600)Protein of unknown function (DUF3699)rs12976922 0.1348 YES 9.013E-1 (pos.55870351) neoplasm nucleus T=0, C=37 T=0.0, C=1.0 0.00001 583.706 37 T=0/0, C=18/19

chr19:55870600 G/G C G SNV FAM71E2 FAM71E2:exonic:NM_001145402.1 1 100 9 missense NM_001145402.1c.1636G>C p.Glu546Gln 2.51 0.96 29 0 Protein of unknown function (DUF3699)rs12460416 0.0075 YES 9.156E-1 (pos.55870600) nucleus C=0, G=26 C=0.0, G=1.0 0.00001 371.404 26 C=0/0, G=14/12

chr19:55872397 G/G A G SNV FAM71E2 FAM71E2:exonic:NM_001145402.1 1 100 6 synonymous NM_001145402.1c.729T>C p.(=) -1.42 0.01(COSM4132605)Protein of unknown function (DUF3699)rs2124918 0.006 YES 9.078E-1 (pos.55872397) neoplasm nucleus A=0, G=47 A=0.0, G=1.0 0.00001 789.328 47 A=0/0, G=17/30

chr7:128315791 G/G C G SNV FAM71F2 FAM71F2:exonic:NM_001012454.5 1 100 2 synonymous NM_001012454.5c.243C>G p.(=) 0.66 0.06(COSM5766513)Protein of unknown function (DUF3699)rs61738927 0.2981 YES 5.436E-1 (pos.128315791)adenocarcinoma,carcinomanucleus C=0, G=25 C=0.0, G=1.0 0.00001 353.018 25 C=0/0, G=16/9

chr14:64537295 G/G T G SNV SYNE2 SYNE2:intronic:NM_182914.2 1 100 intronic NM_182914.2c.10432-68T>Gp.? -0.08 CAMSAP CH domain,Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs1255965 YES Spectrin repeat-containing nuclear envelope protein 2 (nesprin 2)LINC complex,Z disc,actin binding,actin filament binding,aggresome,centrosome localization,cytoplasm,cytoskeletal anchoring at nuclear membrane,establishment or maintenance of cell polarity,extracellular exosome,fibroblast migration,filopodium membrane,focal adhesion,integral component of membrane,intermediate filament cytoskeleton,lamellipodium membrane,mitochondrion,nuclear envelope,nuclear envelope organization,nuclear lumen,nuclear membrane,nuclear migration,nuclear migration along microfilament,nuclear outer membrane,nucleokinesis involved in cell motility in cerebral cortex radial glia guided migration,nucleoplasm,nucleus,positive regulation of cell migration,protein binding,protein localization to nucleus,regulation of cilium assembly,sarcoplasmic reticulum,sarcoplasmic reticulum membraneAdenocarcinoma;Arrhythmias, Cardiac;Atrial Fibrillation;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, G=43 T=0.0, G=1.0 0.00001 710.796 43 T=0/0, G=25/18

chr14:64537657 A/A G A SNV SYNE2 SYNE2:intronic:NM_182914.2 1 100 intronic NM_182914.2c.10697+29G>Ap.? 1.2 CAMSAP CH domain,Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs1255964 0.0668 YES 8.492E-1;0.0 (pos.64537657) Spectrin repeat-containing nuclear envelope protein 2 (nesprin 2)LINC complex,Z disc,actin binding,actin filament binding,aggresome,centrosome localization,cytoplasm,cytoskeletal anchoring at nuclear membrane,establishment or maintenance of cell polarity,extracellular exosome,fibroblast migration,filopodium membrane,focal adhesion,integral component of membrane,intermediate filament cytoskeleton,lamellipodium membrane,mitochondrion,nuclear envelope,nuclear envelope organization,nuclear lumen,nuclear membrane,nuclear migration,nuclear migration along microfilament,nuclear outer membrane,nucleokinesis involved in cell motility in cerebral cortex radial glia guided migration,nucleoplasm,nucleus,positive regulation of cell migration,protein binding,protein localization to nucleus,regulation of cilium assembly,sarcoplasmic reticulum,sarcoplasmic reticulum membraneAdenocarcinoma;Arrhythmias, Cardiac;Atrial Fibrillation;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, A=99 G=0.0, A=1.0 0.00001 1681.13 99 G=0/0, A=22/77

chr7:128317658 T/T C T SNV FAM71F2 FAM71F2:exonic:NM_001012454.5 1 100 3 missense NM_001012454.5c.406C>T p.Arg136Trp 0.27 0.01 101 0.999 0.07(COSM4004288)Protein of unknown function (DUF3699)rs6467210 0.2958 YES 5.6E-1 (pos.128317658) acute_myeloid_leukaemia,carcinomanucleus C=0, T=87 C=0.0, T=1.0 0.00001 1431.39 87 C=0/0, T=45/42

chr9:134136677 G/G A G SNV FAM78A FAM78A:exonic:NM_033387.3 1 100 2 synonymous NM_033387.3c.384T>C p.(=) -0.42 0.07(COSM5426344),0.07(COSM5426345),0.07(COSM5426346)rs352951 0.0027 YES 9.621E-1 (pos.134136677)acute_myeloid_leukaemia A=0, G=40 A=0.0, G=1.0 0.00001 644.286 40 A=0/0, G=10/30

chr14:65234585 G/A G A SNV SPTB SPTB:intronic:NM_001024858.2 1 50 intronic NM_001024858.2c.6023-8C>Tp.? 0.11 CAMSAP CH domain,Calponin homology (CH) domain,PH domain,Pleckstrin homology domain,Spectrin repeatrs56181906 0.1064 YES 7.729E-3 (pos.65234585) Spectrin, beta, erythrocyticER to Golgi vesicle-mediated transport,Golgi apparatus,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin binding,actin cytoskeleton,actin filament binding,actin filament capping,ankyrin binding,axon guidance,cell surface,cytoskeleton organization,cytosol,intrinsic component of the cytoplasmic side of the plasma membrane,protein binding,protein complex,regulation of molecular function,spectrin,spectrin-associated cytoskeleton,structural constituent of cytoskeletonAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Anemia, Neonatal;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Elliptocytosis, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Infant, Newborn, Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Spherocytosis, HereditaryBenign/Likely benignG=25, A=25 G=0.5, A=0.5 0.00001 288.698 50 G=18/7, A=16/9

chr5:94749723 A/A G A SNV FAM81B FAM81B:exonic:NM_152548.2 1 100 4 synonymous NM_152548.2c.366G>A p.(=) 0.1 rs7726891 0.2892 YES 1.255E-1 (pos.94749723) nucleus,protein binding G=0, A=28 G=0.0, A=1.0 0.00001 408.718 28 G=0/0, A=13/15

chr5:94772540 C/T C T SNV FAM81B FAM81B:exonic:NM_152548.2 1 97.01 7 missense NM_152548.2c.823C>T p.Pro275Ser 1.33 1 74 0 0.01(COSM4591005) rs6878669 1.0;0.0 (pos.94772540) squamous_cell_carcinoma nucleus,protein binding C=2, T=65 C=0.0299, T=0.9701 0.00001 959.956 67 C=0/2, T=34/31

chr14:66028505 C/C T C SNV FUT8 FUT8:intronic:NM_178156.2 1 100 intronic NM_178156.2c.203+21T>Cp.? 0.19 Variant SH3 domainrs3825639 0.3189 YES 8.979E-1 (pos.66028505) Fucosyltransferase 8GDP-L-fucose metabolic process,Golgi apparatus,Golgi cisterna membrane,Golgi membrane,L-fucose catabolic process,N-glycan fucosylation,N-glycan processing,SH3 domain binding,cell migration,cytosol,extracellular exosome,glycoprotein 6-alpha-L-fucosyltransferase activity,in utero embryonic development,integral component of membrane,integrin-mediated signaling pathway,membrane,oligosaccharide biosynthetic process,protein N-linked glycosylation,protein N-linked glycosylation via asparagine,protein glycosylation in Golgi,receptor metabolic process,regulation of cellular response to oxidative stress,regulation of gene expression,respiratory gaseous exchange,transferase activity, transferring glycosyl groups,transforming growth factor beta receptor signaling pathwayT=0, C=130 T=0.0, C=1.0 0.00001 2135.6 130 T=0/0, C=60/70

chr14:68038697 G/G C G SNV PLEKHH1 PLEKHH1:intronic:NM_020715.2 1 100 intronic NM_020715.2c.1585+78C>Gp.? -0.01 FERM central domain,MyTH4 domain,PH domainrs2236234 YES cytoskeleton C=0, G=35 C=0.0, G=1.0 0.00001 543.903 35 C=0/0, G=17/18

chr8:124206324 A/A G A SNV FAM83A FAM83A:exonic:NM_032899.6 1 100 4 missense NM_032899.6c.709G>A p.Ala237Thr 1.32 1 58 0.048 0.16(COSM3763032),0.16(COSM3763033),0.16(COSM3763034)Protein of unknown function (DUF1669)rs7813708 0.2083 YES 2.385E-1;0.0 (pos.124206324)acute_myeloid_leukaemia,adenocarcinomacell proliferation,cytoplasm,epidermal growth factor receptor signaling pathway,phosphatidylinositol 3-kinase regulatory subunit binding,protein binding,protein kinase bindingG=0, A=36 G=0.0, A=1.0 0.00001 563.742 36 G=0/0, A=18/18

chr20:37555116 C/C G C SNV FAM83D FAM83D:exonic:NM_030919.2 1 100 1 missense NM_030919.2c.31G>C p.Val11Leu 0.28 1 32 0 0.18(COSM443806)PLD-like domain,Protein of unknown function (DUF1669)rs3752290 0.2973 YES 4.101E-1 (pos.37555116) adenocarcinoma,neoplasm,neuroblastoma,transitional_cell_carcinomacell division,cell migration,cell proliferation,cytoplasm,epithelial to mesenchymal transition,kinesin binding,metaphase plate congression,microtubule binding,mitotic spindle pole,positive regulation of cell cycle G1/S phase transition,protein binding,protein kinase binding,protein localization to mitotic spindle,regulation of ERK1 and ERK2 cascade,regulation of TOR signaling,regulation of protein catabolic processG=0, C=44 G=0.0, C=1.0 0.00001 726.551 44 G=0/0, C=30/14

chr14:68232767 C/C T C SNV ZFYVE26 ZFYVE26:intronic:NM_015346.3 1 100 intronic NM_015346.3c.6011+177A>Gp.? -1.91 FYVE zinc fingerrs8006137 YES Zinc finger FYVE domain-containing protein 26centrosome,cytokinesis,double-strand break repair via homologous recombination,lysosomal membrane,metal ion binding,midbody,phosphatidylinositol-3-phosphate binding,protein bindingAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Proteostasis Deficiencies;Retinal Degeneration;Retinal Diseases;Spastic Paraplegia, Hereditary;Spinal Cord Diseases;TDP-43 ProteinopathiesT=0, C=32 T=0.0, C=1.0 0.00001 485.136 32 T=0/0, C=12/20

chr14:68232797 C/G C G SNV ZFYVE26 ZFYVE26:intronic:NM_015346.3 1 50 intronic NM_015346.3c.6011+147G>Cp.? -0.41 FYVE zinc fingerrs17782871 YES Zinc finger FYVE domain-containing protein 26centrosome,cytokinesis,double-strand break repair via homologous recombination,lysosomal membrane,metal ion binding,midbody,phosphatidylinositol-3-phosphate binding,protein bindingAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Proteostasis Deficiencies;Retinal Degeneration;Retinal Diseases;Spastic Paraplegia, Hereditary;Spinal Cord Diseases;TDP-43 ProteinopathiesC=17, G=17 C=0.5, G=0.5 0.00001 172.008 34 C=5/12, G=7/10

chr14:69695792 A/A G A SNV EXD2 EXD2:intronic:NM_001193361.1 1 100 intronic NM_001193361.1c.590+3G>Ap.? 0.28 3'-5' exonucleasers3742899 0.3884 YES 9.347E-1 (pos.69695792) Exonuclease 3'-to-5' domain-containing protein 23'-5' exonuclease activity,DNA double-strand break processing,cytoplasm,double-strand break repair,double-strand break repair via homologous recombination,exodeoxyribonuclease I activity,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleus,protein binding,single-stranded DNA 3'-5' exodeoxyribonuclease activityG=0, A=48 G=0.0, A=1.0 0.00001 810.392 48 G=0/0, A=21/27

chr14:69992873 G/G A G SNV PLEKHD1 PLEKHD1:intronic:NM_001161498.1 1 100 intronic NM_001161498.1c.923+34A>Gp.? -0.1 PH domain rs8004574 0.0446 YES 9.932E-1 (pos.69992873) A=0, G=34 A=0.0, G=1.0 0.00001 527.968 34 A=0/0, G=14/20

chr14:69994473 G/G C G SNV PLEKHD1 PLEKHD1:intronic:NM_001161498.1 1 100 intronic NM_001161498.1c.1202-27C>Gp.? -0.5 PH domain rs1885400 1.0;0.0 (pos.69994473) C=0, G=30 C=0.0, G=1.0 0.00001 446.639 30 C=0/0, G=14/16

chr20:37570725 T/T C T SNV FAM83D FAM83D:exonic:NM_030919.2 1 100 2 synonymous NM_030919.2c.607C>T p.(=) -0.82 0.17(COSM4134532),0.36(COSM4417492)PLD-like domain,Protein of unknown function (DUF1669)rs3752293 0.3216 YES 4.333E-1 (pos.37570725) acute_myeloid_leukaemia,neoplasmcell division,cell migration,cell proliferation,cytoplasm,epithelial to mesenchymal transition,kinesin binding,metaphase plate congression,microtubule binding,mitotic spindle pole,positive regulation of cell cycle G1/S phase transition,protein binding,protein kinase binding,protein localization to mitotic spindle,regulation of ERK1 and ERK2 cascade,regulation of TOR signaling,regulation of protein catabolic processC=0, T=48 C=0.0, T=1.0 0.00001 810.281 48 C=0/0, T=34/14

chr19:49116555 G/G A G SNV FAM83E FAM83E:exonic:NM_017708.3 1 100 1 synonymous NM_017708.3c.75T>C p.(=) 1.5 0.02(COSM439910)Protein of unknown function (DUF1669)rs368654 0.2759 YES 9.977E-1 (pos.49116555) adenocarcinoma,neoplasm protein kinase binding A=0, G=32 A=0.0, G=1.0 0.00001 485.072 32 A=0/0, G=14/18

chr12:8374770 A/A G A SNV FAM90A1 FAM90A1:exonic:NM_018088.3 1 100 7 missense NM_018088.3c.1043C>T p.Thr348Ile -0.68 0.81 89 0 Zinc knuckle rs9668474 2.00E-04 1.0 (pos.8374770) Family with sequence similarity 90, member A1protein binding G=0, A=37 G=0.0, A=1.0 0.00001 583.706 37 G=0/0, A=15/22

chr14:72944943 G/G T G SNV RGS6 RGS6:intronic:NM_001204424.1 1 100 intronic NM_001204424.1c.793-33T>Gp.? 1.74 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),GGL domain,Regulator of G protein signaling domainrs2239277 0.3288 YES 6.809E-1 (pos.72944943) Regulator of G protein signaling 6G-protein coupled receptor signaling pathway,GTPase activator activity,cytosol,extrinsic component of membrane,heterotrimeric G-protein complex,intracellular signal transduction,negative regulation of signal transduction,nucleus,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of G-protein coupled receptor protein signaling pathway,signal transducer activityMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersT=0, G=22 T=0.0, G=1.0 0.00001 298.567 22 T=0/0, G=10/12

chr15:31229420 T/C T C SNV FAN1 FAN1:exonic:NM_014967.4 1 45.45 14 synonymous NM_014967.4c.3015T>C p.(=) -0.82 VRR-NUC domainrs2955795 0.4403 YES 8.515E-1 (pos.31229420) FANCD2/FANCI-associated nuclease 15'-3' exonuclease activity,5'-flap endonuclease activity,DNA binding,DNA repair,cytosol,double-strand break repair via homologous recombination,flap-structured DNA binding,intercellular bridge,interstrand cross-link repair,magnesium ion binding,nuclease activity,nucleic acid phosphodiester bond hydrolysis,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair, DNA incision,nucleus,phosphodiesterase I activity,protein binding,ubiquitin-dependent protein bindingFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nephritis, Interstitial;Urologic DiseasesBenign T=12, C=10 T=0.5455, C=0.4545 0.00001 81.7558 22 T=2/10, C=7/3

chr14:73198506 C/C T C SNV DPF3 DPF3:intronic:NM_012074.4 1 100 intronic NM_012074.4c.429+9A>Gp.? -0.42 N-terminal domain of DPF2/REQ.rs6574094 0.045 YES 9.997E-1 (pos.73198506) D4, zinc and double PHD fingers, family 3biological_process,covalent chromatin modification,nBAF complex,nervous system development,nucleic acid binding,nucleoplasm,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesT=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=12/15

chr15:89838236 A/A G A SNV FANCI FANCI:exonic:NM_001113378.1 1 100 24 synonymous NM_001113378.1c.2547G>A p.(=) 1.47 FANCI helical domain 1,FANCI helical domain 2,FANCI solenoid 1,FANCI solenoid 1 cap,FANCI solenoid 2,FANCI solenoid 3,FANCI solenoid 4rs7183618 0.0535 YES 1.0 (pos.89838236) FANCI gene DNA binding,DNA polymerase binding,DNA repair,cytosol,interstrand cross-link repair,membrane,mitotic G2 DNA damage checkpoint,nucleoplasm,positive regulation of protein ubiquitination,protein bindingAnemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Autoimmune Diseases;Bone Marrow Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Fanconi Anemia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Nephritis;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Urologic DiseasesBenign G=0, A=46 G=0.0, A=1.0 0.00001 768.129 46 G=0/0, A=30/16

chr15:89836228 G/C G C SNV FANCI FANCI:exonic:NM_001113378.1 1 47.62 22 missense NM_001113378.1c.2225G>C p.Cys742Ser 4.93 0.74 112 0.007 0.96(COSM1179763),0.96(COSM1179764)FANCI helical domain 1,FANCI helical domain 2,FANCI solenoid 1,FANCI solenoid 1 cap,FANCI solenoid 2,FANCI solenoid 3,FANCI solenoid 4rs2283432 0.3895 YES 3.258E-1;0.0;0.0 (pos.89836228)acute_myeloid_leukaemia,adenocarcinoma,adenoma,carcinoma,haemangioblastoma,hepatocellular_carcinoma,neoplasmFANCI gene DNA binding,DNA polymerase binding,DNA repair,cytosol,interstrand cross-link repair,membrane,mitotic G2 DNA damage checkpoint,nucleoplasm,positive regulation of protein ubiquitination,protein bindingAnemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Autoimmune Diseases;Bone Marrow Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Fanconi Anemia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Nephritis;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Urologic DiseasesBenign G=44, C=40 G=0.5238, C=0.4762 0.00001 418.342 84 G=33/11, C=26/14

chr2:242312572 G/A G A SNV FARP2 FARP2:exonic:NM_014808.3 1 51.85 2 missense NM_014808.3c.50G>A p.Arg17His 7.65 0 29 1 0.92(COSM3758132)FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domain,PH domain,RhoGEF domainrs61739702 0.0252 YES 2.314E-4 (pos.242312572)adenocarcinoma,neoplasmFERM, ARHGEF, and pleckstrin domain-containing protein 2Rac guanyl-nucleotide exchange factor activity,Rac protein signal transduction,Rho guanyl-nucleotide exchange factor activity,actin cytoskeleton reorganization,cell adhesion,cytoplasm,cytoskeletal protein binding,cytoskeleton,cytosol,hair cycle process,neuron remodeling,osteoclast differentiation,podosome assembly,regulation of Rho protein signal transduction,regulation of integrin activation,regulation of molecular function,semaphorin-plexin signaling pathwayAutistic Disorder;Child Development Disorders, Pervasive;Genital Diseases, Male;Genital Neoplasms, Male;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neurodevelopmental Disorders;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=13, A=14 G=0.4815, A=0.5185 0.00001 132.665 27 G=5/8, A=10/4

chr14:73406668 C/T C T SNV DCAF4 DCAF4:intronic:NM_001163509.1 1 45.45 intronic NM_001163509.1c.159+58C>Tp.? -0.34 WD domain, G-beta repeatrs887936 YES DDB1- and CUL4-associated factor 4Cul4-RING E3 ubiquitin ligase complex,RNA binding,RNA splicing,U5 snRNP,catalytic step 2 spliceosome,nucleoplasm,post-translational protein modification,precatalytic spliceosome,protein ubiquitinationC=12, T=10 C=0.5455, T=0.4545 0.00001 81.7611 22 C=1/11, T=4/6

chr5:7866967 C/C G C SNV FASTKD3 FASTKD3:exonic:NM_024091.3 1 100 2 synonymous NM_024091.3c.1230C>G p.(=) -0.12 FAST kinase-like protein, subdomain 1,FAST kinase-like protein, subdomain 2,RAP domainrs162030 0.1755 YES 7.023E-1;1.156E-4 (pos.7866967) Fast kinase domains 3RNA binding,cellular respiration,mitochondrion,nucleus,protein binding,protein kinase activity,protein phosphorylationG=0, C=30 G=0.0, C=1.0 0.00001 446.638 30 G=0/0, C=25/5

chr14:73733410 G/G A G SNV PAPLN PAPLN:intronic:NM_173462.3 1 100 intronic NM_173462.3c.3311-21A>Gp.? 0.07 ADAM-TS Spacer 1,Immunoglobulin I-set domain,Immunoglobulin domain,Kunitz/Bovine pancreatic trypsin inhibitor domain,Linking region between Kunitz_BPTI and I-set on papilin,PLAC (protease and lacunin) domain,Thrombospondin type 1 domainrs909216 0.1728 YES 7.073E-1 (pos.73733410) Papilin, proteoglycan-like sulfated glycoproteinextracellular region,metalloendopeptidase activity,negative regulation of endopeptidase activity,proteolysis,serine-type endopeptidase inhibitor activity,zinc ion bindingA=0, G=92 A=0.0, G=1.0 0.00001 1534.54 92 A=0/0, G=40/52

chr4:187519206 G/G C G SNV FAT1 FAT1:exonic:NM_005245.3 1 100 23 missense NM_005245.3c.12177G>Cp.Lys4059Asn 0.3 1 94 0 Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs1280097 0.0064 1.0 (pos.187519206) FAT tumor suppressor, Drosophila, homolog of, 1actin filament organization,anatomical structure morphogenesis,calcium ion binding,cell adhesion,cell migration,cell-cell adhesion,cell-cell junction,cell-cell signaling,establishment or maintenance of cell polarity,extracellular exosome,filopodium,focal adhesion,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,lamellipodium,membrane,nucleus,perinuclear region of cytoplasm,plasma membrane,protein bindingAdenocarcinoma;Astrocytoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Squamous Cell;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioblastoma;Glioma;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Squamous Cell;Neuroectodermal Tumors;Rectal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesC=0, G=60 C=0.0, G=1.0 0.00001 900.128 60 C=0/0, G=26/34

chr4:187534363 A/A G A SNV FAT1 FAT1:exonic:NM_005245.3 1 100 13 synonymous NM_005245.3c.9363C>T p.(=) -0.7 Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs2249916 0.4204 YES 6.866E-1 (pos.187534363) FAT tumor suppressor, Drosophila, homolog of, 1actin filament organization,anatomical structure morphogenesis,calcium ion binding,cell adhesion,cell migration,cell-cell adhesion,cell-cell junction,cell-cell signaling,establishment or maintenance of cell polarity,extracellular exosome,filopodium,focal adhesion,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,lamellipodium,membrane,nucleus,perinuclear region of cytoplasm,plasma membrane,protein bindingAdenocarcinoma;Astrocytoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Squamous Cell;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioblastoma;Glioma;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Squamous Cell;Neuroectodermal Tumors;Rectal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesG=0, A=27 G=0.0, A=1.0 0.00001 389.983 27 G=0/0, A=15/12

chr4:187534375 G/G A G SNV FAT1 FAT1:exonic:NM_005245.3 1 100 13 synonymous NM_005245.3c.9351T>C p.(=) -0.12 0.11(COSM4003024),0.11(COSM4003025)Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs2249917 0.4481 YES 2.862E-1 (pos.187534375)acute_myeloid_leukaemiaFAT tumor suppressor, Drosophila, homolog of, 1actin filament organization,anatomical structure morphogenesis,calcium ion binding,cell adhesion,cell migration,cell-cell adhesion,cell-cell junction,cell-cell signaling,establishment or maintenance of cell polarity,extracellular exosome,filopodium,focal adhesion,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,lamellipodium,membrane,nucleus,perinuclear region of cytoplasm,plasma membrane,protein bindingAdenocarcinoma;Astrocytoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Squamous Cell;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioblastoma;Glioma;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Squamous Cell;Neuroectodermal Tumors;Rectal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesA=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=15/12

chr4:187557893 C/C T C SNV FAT1 FAT1:exonic:NM_005245.3 1 100 5 missense NM_005245.3c.3818A>G p.His1273Arg 5.94 1 29 0 Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs328418 0.4478 YES 6.868E-1 (pos.187557893) FAT tumor suppressor, Drosophila, homolog of, 1actin filament organization,anatomical structure morphogenesis,calcium ion binding,cell adhesion,cell migration,cell-cell adhesion,cell-cell junction,cell-cell signaling,establishment or maintenance of cell polarity,extracellular exosome,filopodium,focal adhesion,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,lamellipodium,membrane,nucleus,perinuclear region of cytoplasm,plasma membrane,protein bindingAdenocarcinoma;Astrocytoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Squamous Cell;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioblastoma;Glioma;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Squamous Cell;Neuroectodermal Tumors;Rectal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesT=0, C=100 T=0.0, C=1.0 0.00001 1702.2 100 T=0/0, C=41/59

chr14:74428286 G/G A G SNV COQ6 COQ6:intronic:NM_182476.2 1 100 intronic NM_182476.2c.1210+13A>Gp.? -0.03 FAD binding domainrs7141392 0.1301 YES 9.398E-1;0.0 (pos.74428286) Coq6, S. cerevisiae, homolog ofFAD binding,Golgi apparatus,cell projection,mitochondrial inner membrane,mitochondrion,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,ubiquinone biosynthetic processCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neoplastic Syndromes, Hereditary;Nerve Sheath Neoplasms;Nervous System Diseases;Neurilemmoma;Neurocutaneous Syndromes;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurofibroma;Neurofibromatoses;Neuroma;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue DiseasesBenign A=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=11/10

chr4:187628398 G/G C G SNV FAT1 FAT1:exonic:NM_005245.3 1 100 2 missense NM_005245.3c.2584G>C p.Val862Leu 1.61 1 32 0 0.14(COSM4003036),0.14(COSM4003037)Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs1877731 0.2043 YES 4.98E-1;0.0 (pos.187628398)acute_myeloid_leukaemia,carcinomaFAT tumor suppressor, Drosophila, homolog of, 1actin filament organization,anatomical structure morphogenesis,calcium ion binding,cell adhesion,cell migration,cell-cell adhesion,cell-cell junction,cell-cell signaling,establishment or maintenance of cell polarity,extracellular exosome,filopodium,focal adhesion,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,lamellipodium,membrane,nucleus,perinuclear region of cytoplasm,plasma membrane,protein bindingAdenocarcinoma;Astrocytoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Squamous Cell;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioblastoma;Glioma;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Squamous Cell;Neuroectodermal Tumors;Rectal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesC=0, G=27 C=0.0, G=1.0 0.00001 389.988 27 C=0/0, G=11/16

chr4:187629140 C/C G C SNV FAT1 FAT1:exonic:NM_005245.3 1 100 2 missense NM_005245.3c.1842C>G p.Phe614Leu 1.45 1 22 0 0.48(COSM4003038),0.48(COSM4003039)Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs367863 0.2047 YES 4.986E-1 (pos.187629140)acute_myeloid_leukaemia,carcinomaFAT tumor suppressor, Drosophila, homolog of, 1actin filament organization,anatomical structure morphogenesis,calcium ion binding,cell adhesion,cell migration,cell-cell adhesion,cell-cell junction,cell-cell signaling,establishment or maintenance of cell polarity,extracellular exosome,filopodium,focal adhesion,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,lamellipodium,membrane,nucleus,perinuclear region of cytoplasm,plasma membrane,protein bindingAdenocarcinoma;Astrocytoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Squamous Cell;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioblastoma;Glioma;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Squamous Cell;Neuroectodermal Tumors;Rectal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesG=0, C=79 G=0.0, C=1.0 0.00001 1269.12 79 G=0/0, C=46/33

chr4:187630590 G/A G A SNV FAT1 FAT1:exonic:NM_005245.3 1 58.33 2 missense NM_005245.3c.392C>T p.Ala131Val 6.18 0.03 64 0.904 0.94(COSM4003046),0.94(COSM4003047),0.96(COSM4416272),0.96(COSM4416273)Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs3733415 0.1388 YES 2.676E-1 (pos.187630590)acute_myeloid_leukaemia,carcinoma,diffuse_large_B_cell_lymphomaFAT tumor suppressor, Drosophila, homolog of, 1actin filament organization,anatomical structure morphogenesis,calcium ion binding,cell adhesion,cell migration,cell-cell adhesion,cell-cell junction,cell-cell signaling,establishment or maintenance of cell polarity,extracellular exosome,filopodium,focal adhesion,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,lamellipodium,membrane,nucleus,perinuclear region of cytoplasm,plasma membrane,protein bindingAdenocarcinoma;Astrocytoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Squamous Cell;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioblastoma;Glioma;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Squamous Cell;Neuroectodermal Tumors;Rectal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesG=15, A=21 G=0.4167, A=0.5833 0.00001 234.328 36 G=7/8, A=8/13

chr14:74564468 G/T G T SNV LIN52 LIN52:intronic:NM_001024674.2 1 50 intronic NM_001024674.2c.145-29G>Tp.? -0.94 Retinal tissue proteinrs2098032 0.1877 YES 2.464E-1 (pos.74564468) DRM complex,cell cycle,nucleoplasm,regulation of cell cycle,transcription, DNA-templatedG=13, T=13 G=0.5, T=0.5 0.00001 119.163 26 G=5/8, T=9/4

chr14:74665543 A/A G A SNV LIN52 LIN52:intronic:NM_001024674.2 1 100 intronic NM_001024674.2c.296-82G>Ap.? -0.35 Retinal tissue proteinrs10145171 YES DRM complex,cell cycle,nucleoplasm,regulation of cell cycle,transcription, DNA-templatedG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=18/6

chr14:74976986 G/G A G SNV LTBP2 LTBP2:intronic:NM_000428.2 1 100 intronic NM_000428.2c.3029-70T>Cp.? -0.83 Calcium-binding EGF domain,Complement Clr-like EGF-like,EGF-like domain,Human growth factor-like EGF,TB domainrs7160756 YES Latent transforming growth factor beta binding protein-2,Latent transforming growth factor beta binding protein-3calcium ion binding,extracellular exosome,extracellular matrix,extracellular region,extracellular space,growth factor binding,heparin binding,intracellular,protein binding,protein secretion,protein targeting,proteinaceous extracellular matrix,supramolecular fiber organization,transforming growth factor beta receptor signaling pathwayAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Corneal Diseases;Dwarfism;Ectopia Lentis;Exfoliation Syndrome;Eye Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Glaucoma;Glaucoma, Open-Angle;Heart Defects, Congenital;Heart Diseases;Hydrophthalmos;Infant, Newborn, Diseases;Iris Diseases;Lens Diseases;Lens Subluxation;Marfan Syndrome;Musculoskeletal Diseases;Ocular Hypertension;Skin and Connective Tissue Diseases;Uveal Diseases;Weill-Marchesani SyndromeA=0, G=48 A=0.0, G=1.0 0.00001 810.435 48 A=0/0, G=42/6

chr14:75200697 A/A G A SNV FCF1 FCF1:intronic:NM_015962.4 1 100 intronic NM_015962.4c.454-82G>Ap.? -0.76 Fcf1 rs3825708 YES RNA binding,endonucleolytic cleavage in 5'-ETS of tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),endonucleolytic cleavage in ITS1 to separate SSU-rRNA from 5.8S rRNA and LSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),nucleolus,nucleoplasm,rRNA processing,small-subunit processomeG=0, A=80 G=0.0, A=1.0 0.00001 1289.37 80 G=0/0, A=54/26

chr5:150886725 A/A G A SNV FAT2 FAT2:exonic:NM_001447.2 1 100 22 synonymous NM_001447.2c.12507C>Tp.(=) -0.9 Cadherin domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs7723266 0.1929 YES 9.772E-1 (pos.150886725) Fat tumor suppressor, Drosophila, homolog of, 2calcium ion binding,cell-cell adherens junction,epithelial cell migration,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,nucleus,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellG=0, A=61 G=0.0, A=1.0 0.00001 921.843 61 G=0/0, A=36/25

chr5:150891733 G/G A G SNV FAT2 FAT2:exonic:NM_001447.2 1 100 20 synonymous NM_001447.2c.11898T>Cp.(=) -3.16 Cadherin domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs2304028 0.2815 YES 9.716E-1 (pos.150891733) Fat tumor suppressor, Drosophila, homolog of, 2calcium ion binding,cell-cell adherens junction,epithelial cell migration,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,nucleus,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellA=0, G=36 A=0.0, G=1.0 0.00001 563.731 36 A=0/0, G=21/15

chr5:150925144 G/G A G SNV FAT2 FAT2:exonic:NM_001447.2 1 100 9 synonymous NM_001447.2c.5544T>C p.(=) 0.12 Cadherin domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs3797875,rs386693640 0.1835 YES 7.342E-1 (pos.150925144) Fat tumor suppressor, Drosophila, homolog of, 2calcium ion binding,cell-cell adherens junction,epithelial cell migration,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,nucleus,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=7/14

chr5:150942919 G/G A G SNV FAT2 FAT2:exonic:NM_001447.2 1 100 2 missense NM_001447.2c.3541T>C p.Tyr1181His 2.75 0.17 83 0 Cadherin domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs6872614 0.0053 1.0 (pos.150942919) Fat tumor suppressor, Drosophila, homolog of, 2calcium ion binding,cell-cell adherens junction,epithelial cell migration,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,nucleus,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellA=0, G=31 A=0.0, G=1.0 0.00001 465.819 31 A=0/0, G=16/15

chr14:75505008 C/C G C SNV MLH3 MLH3:intronic:NM_001040108.1 1 100 intronic NM_001040108.1c.3643+35C>Gp.? 1.18 DNA mismatch repair protein, C-terminal domain,Histidine kinase-, DNA gyrase B-, and HSP90-like ATPase,MutL C terminal dimerisation domainrs3742780 0.486 YES 8.28E-1 (pos.75505008) Mismatch repair gene MLH3ATP binding,ATPase activity,centromeric DNA binding,chiasma,chromatin binding,female meiosis I,male germ cell nucleus,male meiotic nuclear division,mismatch repair,mismatch repair complex,mismatched DNA binding,nucleus,protein binding,protein localization,reciprocal meiotic recombination,satellite DNA binding,single-stranded DNA binding,synaptonemal complex,synaptonemal complex assemblyColonic Diseases;Colorectal Neoplasms;Colorectal Neoplasms, Hereditary Nonpolyposis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Endometrial Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Neoplastic Syndromes, Hereditary;Nutritional and Metabolic Diseases;Rectal Diseases;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsG=0, C=59 G=0.0, C=1.0 0.00001 885.362 59 G=0/0, C=26/33

chr14:75505016 G/G A G SNV MLH3 MLH3:intronic:NM_001040108.1 1 100 intronic NM_001040108.1c.3643+27T>Cp.? -1.66 DNA mismatch repair protein, C-terminal domain,Histidine kinase-, DNA gyrase B-, and HSP90-like ATPase,MutL C terminal dimerisation domainrs175075 0 1.0 (pos.75505016) Mismatch repair gene MLH3ATP binding,ATPase activity,centromeric DNA binding,chiasma,chromatin binding,female meiosis I,male germ cell nucleus,male meiotic nuclear division,mismatch repair,mismatch repair complex,mismatched DNA binding,nucleus,protein binding,protein localization,reciprocal meiotic recombination,satellite DNA binding,single-stranded DNA binding,synaptonemal complex,synaptonemal complex assemblyColonic Diseases;Colorectal Neoplasms;Colorectal Neoplasms, Hereditary Nonpolyposis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Endometrial Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Neoplastic Syndromes, Hereditary;Nutritional and Metabolic Diseases;Rectal Diseases;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsA=0, G=60 A=0.0, G=1.0 0.00001 903.531 60 A=0/0, G=26/34

chr5:150945483 T/T C T SNV FAT2 FAT2:exonic:NM_001447.2 1 100 1 missense NM_001447.2c.3010G>A p.Gly1004Ser 0.36 0.25 56 0.001 0.1(COSM3761051)Cadherin domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs3734055 0.4772 YES 3.452E-1 (pos.150945483)adenocarcinomaFat tumor suppressor, Drosophila, homolog of, 2calcium ion binding,cell-cell adherens junction,epithelial cell migration,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,nucleus,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellC=0, T=38 C=0.0, T=1.0 0.00001 603.786 38 C=0/0, T=23/15

chr5:150946132 A/A G A SNV FAT2 FAT2:exonic:NM_001447.2 1 100 1 synonymous NM_001447.2c.2361C>T p.(=) 1.41 0.74(COSM4003411)Cadherin domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs3734059 0.4771 YES 3.457E-1 (pos.150946132)acute_myeloid_leukaemia,adenocarcinomaFat tumor suppressor, Drosophila, homolog of, 2calcium ion binding,cell-cell adherens junction,epithelial cell migration,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,nucleus,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellG=0, A=64 G=0.0, A=1.0 0.00001 977.633 64 G=0/0, A=45/19

chr14:75601737 G/G A G SNV TMED10 TMED10:intronic:NM_006827.5 1 100 intronic NM_006827.5c.539-28T>Cp.? 0.14 emp24/gp25L/p24 family/GOLDrs12435391 0.4851 YES 8.287E-1;4.634E-4;0.0 (pos.75601737) Transmembrane p24 trafficking protein 10COPI coating of Golgi vesicle,COPI-coated vesicle,COPI-coated vesicle budding,COPII vesicle coating,ER to Golgi transport vesicle membrane,ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi organization,cargo loading into vesicle,cis-Golgi network,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,endoplasmic reticulum-Golgi intermediate compartment membrane,extracellular exosome,gamma-secretase complex,integral component of membrane,intracellular protein transport,kidney development,melanosome,plasma membrane,protein binding,protein complex binding,protein oligomerization,regulated exocytosis,regulation of amyloid-beta formation,response to alkaloid,retrograde vesicle-mediated transport, Golgi to ER,secretory granule membrane,syntaxin binding,trans-Golgi network transport vesicle,transport,transport vesicle,vesicle targeting, to, from or within Golgi,zymogen granule membraneA=0, G=41 A=0.0, G=1.0 0.00001 664.65 41 A=0/0, G=12/29

chr5:150946436 G/G A G SNV FAT2 FAT2:exonic:NM_001447.2 1 100 1 missense NM_001447.2c.2057T>C p.Phe686Ser 4.41 1 155 0 0.04(COSM3761055)Cadherin domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs9324700 0.4764 YES 3.46E-1 (pos.150946436) acute_myeloid_leukaemia,adenocarcinomaFat tumor suppressor, Drosophila, homolog of, 2calcium ion binding,cell-cell adherens junction,epithelial cell migration,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,nucleus,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellA=0, G=54 A=0.0, G=1.0 0.00001 798.148 54 A=0/0, G=18/36

chr5:150946964 TA/TA T TA INDEL FAT2 FAT2:exonic:NM_001447.2 1 100 1 frameshiftInsertion NM_001447.2c.1528_1529insTp.Tyr510fs 1.75 Cadherin domain,EGF-like domain,Human growth factor-like EGF,Laminin G domain Fat tumor suppressor, Drosophila, homolog of, 2calcium ion binding,cell-cell adherens junction,epithelial cell migration,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,nucleus,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellT=0, TA=31 T=0.0, TA=1.0 0.00001 419.485 31 T=0/0, TA=16/15

chr5:150901261 T/T C T SNV

FAT2,MIR64

99 FAT2:exonic:NM_001447.2, MIR6499:downstream:NR_106752.1 1
100

18 missense NM_001447.2, NR_106752.1c.10893G>Ap.Met3631Ile 0.36 0.69 10 0.002 Cadherin domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs6650971 0.2841 YES 9.722E-1 (pos.150901261) Fat tumor suppressor, Drosophila, homolog of, 2calcium ion binding,cell-cell adherens junction,epithelial cell migration,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,nucleus,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=12/10

chr5:150901300 A/A G A SNV

FAT2,MIR64

99 FAT2:exonic:NM_001447.2, MIR6499:downstream:NR_106752.1 1
100

18 synonymous NM_001447.2, NR_106752.1c.10854C>Tp.(=) -0.69 Cadherin domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs3734046 0.2841 YES 9.718E-1 (pos.150901300) Fat tumor suppressor, Drosophila, homolog of, 2calcium ion binding,cell-cell adherens junction,epithelial cell migration,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,nucleus,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=11/10

chr5:150901111 A/G A G SNV

FAT2,MIR64

99 FAT2:exonic:NM_001447.2, MIR6499:downstream:NR_106752.1 1
96.67

18 synonymous NM_001447.2, NR_106752.1c.11043T>Cp.(=) -1.79 Cadherin domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs3822699 0.2824 YES 9.718E-1 (pos.150901111) Fat tumor suppressor, Drosophila, homolog of, 2calcium ion binding,cell-cell adherens junction,epithelial cell migration,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,nucleus,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellA=1, G=29 A=0.0333, G=0.9667 0.00001 416.515 30 A=0/1, G=18/11

chr14:76072028 C/C T C SNV FLVCR2 FLVCR2:intronic:NM_017791.2 1 100 intronic NM_017791.2c.670-16394T>Cp.? 0.06 Major Facilitator Superfamilyrs4903337 YES Feline leukemia virus subgroup C receptor 2heme binding,heme transport,heme transporter activity,integral component of membrane,plasma membrane,transmembrane transportCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Hydranencephaly;Nervous System Diseases;Nervous System MalformationsT=0, C=120 T=0.0, C=1.0 0.00001 1933.62 120 T=0/0, C=82/38

chr11:92088177 T/T C T SNV FAT3 FAT3:exonic:NM_001008781.2 1 100 1 synonymous NM_001008781.2c.2899C>T p.(=) -0.49 0.04(COSM1357726),0.04(COSM1357727),0.04(COSM3752806)Cadherin domain,Calcium-binding EGF domain,Human growth factor-like EGF,Laminin G domainrs7479732 0.2154 YES 1.656E-1 (pos.92088177) adenocarcinomaFAT tumor suppressor, Drosophila, homolog of, 3calcium ion binding,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,multicellular organism development,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellC=0, T=108 C=0.0, T=1.0 0.00001 1700.02 108 C=0/0, T=46/62

chr11:92532677 C/C T C SNV FAT3 FAT3:exonic:NM_001008781.2 1 100 9 synonymous NM_001008781.2c.6498T>C p.(=) -1.78 0.06(COSM3721776),0.06(COSM3721777)Cadherin domain,Calcium-binding EGF domain,Human growth factor-like EGF,Laminin G domainrs12362722 0.1585 YES 7.477E-1 (pos.92532677) squamous_cell_carcinomaFAT tumor suppressor, Drosophila, homolog of, 3calcium ion binding,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,multicellular organism development,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellT=0, C=23 T=0.0, C=1.0 0.00001 316.716 23 T=0/0, C=13/10

chr11:92534442 G/G A G SNV FAT3 FAT3:exonic:NM_001008781.2 1 100 9 missense NM_001008781.2c.8263A>G p.Ile2755Val 2.02 1 29 0 Cadherin domain,Calcium-binding EGF domain,Human growth factor-like EGF,Laminin G domainrs3847531 0.1451 YES 9.416E-1 (pos.92534442) FAT tumor suppressor, Drosophila, homolog of, 3calcium ion binding,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,multicellular organism development,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellA=0, G=67 A=0.0, G=1.0 0.00001 1034.43 67 A=0/0, G=41/26

chr4:126329789 C/C T C SNV FAT4 FAT4:exonic:NM_024582.4 1 100 4 synonymous NM_024582.4c.5760T>C p.(=) -0.77 0.15(COSM1131272),0.15(COSM1131273)Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs958415 9.00E-04 9.999E-1 (pos.126329789)adenocarcinomaFAT tumor suppressor, Drosophila, homolog of, 4Notch signaling pathway,apical part of cell,branching involved in ureteric bud morphogenesis,calcium ion binding,cerebral cortex development,condensed mesenchymal cell proliferation,digestive tract development,extracellular exosome,fibroblast growth factor receptor signaling pathway,heart morphogenesis,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,hippo signaling,homophilic cell adhesion via plasma membrane adhesion molecules,inner ear receptor stereocilium organization,integral component of membrane,intracellular,neurogenesis,ossification involved in bone maturation,plasma membrane,plasma membrane organization,protein binding,regulation of metanephric nephron tubule epithelial cell differentiationAbnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Squamous Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Foot Deformities;Foot Deformities, Congenital;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Hand Deformities;Hand Deformities, Congenital;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Intellectual Disability;Joint Diseases;Joint Instability;Kidney Diseases;Kidney Diseases, Cystic;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lymphangiectasis;Lymphangiectasis, Intestinal;Lymphatic Abnormalities;Lymphatic Diseases;Lymphedema;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Melanoma;Mental Disorders;Musculoskeletal Abnormalities;MuscBenign T=0, C=284 T=0.0, C=1.0 0.00001 4769.6 284 T=0/0, C=111/173

chr4:126369872 C/C G C SNV FAT4 FAT4:exonic:NM_024582.4 1 100 9 synonymous NM_024582.4c.7701G>C p.(=) 0.13 Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs988863 0 1.0;0.0 (pos.126369872) FAT tumor suppressor, Drosophila, homolog of, 4Notch signaling pathway,apical part of cell,branching involved in ureteric bud morphogenesis,calcium ion binding,cerebral cortex development,condensed mesenchymal cell proliferation,digestive tract development,extracellular exosome,fibroblast growth factor receptor signaling pathway,heart morphogenesis,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,hippo signaling,homophilic cell adhesion via plasma membrane adhesion molecules,inner ear receptor stereocilium organization,integral component of membrane,intracellular,neurogenesis,ossification involved in bone maturation,plasma membrane,plasma membrane organization,protein binding,regulation of metanephric nephron tubule epithelial cell differentiationAbnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Squamous Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Foot Deformities;Foot Deformities, Congenital;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Hand Deformities;Hand Deformities, Congenital;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Intellectual Disability;Joint Diseases;Joint Instability;Kidney Diseases;Kidney Diseases, Cystic;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lymphangiectasis;Lymphangiectasis, Intestinal;Lymphatic Abnormalities;Lymphatic Diseases;Lymphedema;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Melanoma;Mental Disorders;Musculoskeletal Abnormalities;MuscBenign G=0, C=52 G=0.0, C=1.0 0.00001 767.014 52 G=0/0, C=33/19

chr4:126373789 A/A G A SNV FAT4 FAT4:exonic:NM_024582.4 1 100 9 missense NM_024582.4c.11618G>Ap.Ser3873Asn 7.21 1 46 0 Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs12650153 0 1.0 (pos.126373789) FAT tumor suppressor, Drosophila, homolog of, 4Notch signaling pathway,apical part of cell,branching involved in ureteric bud morphogenesis,calcium ion binding,cerebral cortex development,condensed mesenchymal cell proliferation,digestive tract development,extracellular exosome,fibroblast growth factor receptor signaling pathway,heart morphogenesis,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,hippo signaling,homophilic cell adhesion via plasma membrane adhesion molecules,inner ear receptor stereocilium organization,integral component of membrane,intracellular,neurogenesis,ossification involved in bone maturation,plasma membrane,plasma membrane organization,protein binding,regulation of metanephric nephron tubule epithelial cell differentiationAbnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Squamous Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Foot Deformities;Foot Deformities, Congenital;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Hand Deformities;Hand Deformities, Congenital;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Intellectual Disability;Joint Diseases;Joint Instability;Kidney Diseases;Kidney Diseases, Cystic;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lymphangiectasis;Lymphangiectasis, Intestinal;Lymphatic Abnormalities;Lymphatic Diseases;Lymphedema;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Melanoma;Mental Disorders;Musculoskeletal Abnormalities;MuscBenign G=0, A=38 G=0.0, A=1.0 0.00001 603.771 38 G=0/0, A=14/24

chr14:77934758 A/G A G SNV AHSA1 AHSA1:intronic:NM_012111.2 1 50 intronic NM_012111.2c.793-42A>Gp.? -2.28 Activator of Hsp90 ATPase homolog 1-like protein,Activator of Hsp90 ATPase, N-terminalrs4903584 0.4778 YES 9.288E-1 (pos.77934758) Activator of heat-shock 90kD protein ATPase 1ATPase activator activity,cadherin binding,chaperone binding,cytosol,endoplasmic reticulum,extracellular exosome,positive regulation of ATPase activity,protein binding,response to stressA=30, G=30 A=0.5, G=0.5 0.00001 293.739 60 A=15/15, G=17/13

chr6:99771540 C/C T C SNV FAXC FAXC:exonic:NM_032511.3 1 100 4 synonymous NM_032511.3c.603A>G p.(=) -1.75 Glutathione S-transferase N-terminal domain,Glutathione S-transferase, C-terminal domain,Outer mitochondrial membrane transport complex proteinrs221527 0.1564 YES 9.994E-1 (pos.99771540) integral component of membrane T=0, C=44 T=0.0, C=1.0 0.00001 726.564 44 T=0/0, C=21/23

chr22:45923827 G/G A G SNV FBLN1 FBLN1:exonic:NM_006486.2 1 100 4 missense NM_006486.2c.422A>G p.Gln141Arg 5.51 1 43 0 Calcium-binding EGF domain,Complement Clr-like EGF-like,Human growth factor-like EGFrs136730 0.0016 1.0 (pos.45923827) Fibulin 1 basement membrane,blood coagulation, fibrin clot formation,calcium ion binding,elastic fiber,embryo implantation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,fibrinogen binding,fibrinogen complex,fibronectin binding,identical protein binding,integrin binding,integrin-mediated signaling pathway,negative regulation of ERK1 and ERK2 cascade,negative regulation of cell adhesion,negative regulation of cell motility,negative regulation of protein phosphorylation,negative regulation of stem cell proliferation,negative regulation of substrate adhesion-dependent cell spreading,negative regulation of transformation of host cell by virus,negative regulation of transforming growth factor-beta secretion,peptidase activator activity,positive regulation of fibroblast proliferation,positive regulation of gene expression,positive regulation of peptidase activity,positive regulation of substrate-dependent cell mCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Foot Deformities;Foot Deformities, Congenital;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Hand Deformities;Hand Deformities, Congenital;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Male Urogenital Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Polydactyly;Prostatic Diseases;Prostatic Neoplasms;Upper Extremity Deformities, Congenital;Urogenital NeoplasmsA=0, G=34 A=0.0, G=1.0 0.00001 524.176 34 A=0/0, G=23/11

chr14:78325675 C/T C T SNV ADCK1 ADCK1:intronic:NM_020421.3 1 53.13 intronic NM_020421.3c.423+53C>Tp.? -0.23 ABC1 family rs28498552 YES ATP binding,extracellular region,protein phosphorylation,protein serine/threonine kinase activityC=15, T=17 C=0.4688, T=0.5313 0.00001 173.972 32 C=14/1, T=5/12

chr14:81297385 A/A G A SNV CEP128 CEP128:intronic:NM_152446.3 1 100 intronic NM_152446.3c.1209+102C>Tp.? -0.17 rs7156572 YES 7.864E-1 (pos.81297385) centriolar subdistal appendage,centriole,protein localization,spindle poleG=0, A=31 G=0.0, A=1.0 0.00001 465.814 31 G=0/0, A=13/18

chr15:48807637 T/T C T SNV FBN1 FBN1:exonic:NM_000138.4 1 100 12 missense NM_000138.4c.1415G>A p.Cys472Tyr 5.96 1 194 0 0.12(COSM4591140)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,EGF-like domain,Human growth factor-like EGF,TB domainrs113936729,rs4775765 YES 1.0 (pos.48807637) squamous_cell_carcinomaFibrillin-1 basement membrane,calcium ion binding,camera-type eye development,cell adhesion mediated by integrin,cellular protein metabolic process,cellular response to insulin-like growth factor stimulus,cellular response to transforming growth factor beta stimulus,embryonic eye morphogenesis,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix constituent conferring elasticity,extracellular matrix disassembly,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,heart development,heparin binding,hormone activity,identical protein binding,integrin binding,metanephros development,microfibril,negative regulation of osteoclast development,negative regulation of osteoclast differentiation,post-embryonic eye morphogenesis,post-translational protein modification,protein binding,protein complex binding,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulus,regulation of receptor activityACMG Recommendations...;Abnormalities, Multiple;Aneurysm;Aneurysm, Ruptured;Aortic Aneurysm;Aortic Aneurysm, Thoracic;Aortic Diseases;Aortic Rupture;Arachnodactyly;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Craniofacial Abnormalities;Craniosynostoses;Dwarfism;Dysostoses;Ectopia Lentis;Endometriosis;Eye Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glucose Metabolism Disorders;Heart Defects, Congenital;Heart Diseases;Heart Valve Diseases;Heart Valve Prolapse;Hyperglycemia;Hyperinsulinism;Joint Diseases;Lens Diseases;Lens Subluxation;Limb Deformities, Congenital;Marfan Syndrome;Metabolic Diseases;Mitral Valve Prolapse;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal DiseasesBenign C=0, T=24 C=0.0, T=1.0 0.00001 334.784 24 C=0/0, T=9/15

chr14:81574959 G/G A G SNV TSHR TSHR:intronic:NM_000369.2 1 100 intronic NM_000369.2c.692+163A>Gp.? 0.45 7 transmembrane receptor (rhodopsin family),Leucine rich repeats (6 copies)rs3783942 0.3434 YES 3.397E-1 (pos.81574959) Thyroid-stimulating hormone receptorB cell differentiation,G-protein coupled peptide receptor activity,G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,activation of adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adult locomotory behavior,basolateral plasma membrane,cell surface,cell surface receptor signaling pathway,cell-cell signaling,cellular response to glycoprotein,cellular response to thyrotropin-releasing hormone,cochlea morphogenesis,dopaminergic neuron differentiation,hormone-mediated signaling pathway,inner ear receptor stereocilium organization,integral component of membrane,integral component of plasma membrane,intracellular,nervous system development,plasma membrane,positive regulation of adenylate cyclase activity,positive regulation of cAMP biosynthetic process,positive regulation of cell proliferation,positive regulation of multicellular organism growth,protein binding,protein complex binAdenoma;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Autoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Congenital Abnormalities;Congenital Hypothyroidism;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Dwarfism;Endocrine Disorder;Endocrine Gland Neoplasms;Endocrine System Diseases;Exophthalmos;Eye Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Goiter;Goiter, Nodular;Graves Disease;Head and Neck Neoplasms;Hyperthyroidism;Hypothyroidism;Immune System Diseases;Lung Diseases;Lung Neoplasms;Lymphatic Metastasis;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Orbital Diseases;Pregnancy Complications;Primary Congenital Hypothyroidism;Recommended Newborn Screening Panels;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Thyroid Diseases;Thyroid Dysgenesis;Thyroid NeoplasmsThyrotropin Alfa A=0, G=104 A=0.0, G=1.0 0.00001 1626.74 104 A=0/0, G=51/53

chr14:81575005 A/A C A SNV TSHR TSHR:intronic:NM_000369.2 1 100 intronic NM_000369.2c.692+209C>Ap.? -0.99 7 transmembrane receptor (rhodopsin family),Leucine rich repeats (6 copies)rs3783941 0.3434 YES 3.403E-1;0.0 (pos.81575005) Thyroid-stimulating hormone receptorB cell differentiation,G-protein coupled peptide receptor activity,G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,activation of adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adult locomotory behavior,basolateral plasma membrane,cell surface,cell surface receptor signaling pathway,cell-cell signaling,cellular response to glycoprotein,cellular response to thyrotropin-releasing hormone,cochlea morphogenesis,dopaminergic neuron differentiation,hormone-mediated signaling pathway,inner ear receptor stereocilium organization,integral component of membrane,integral component of plasma membrane,intracellular,nervous system development,plasma membrane,positive regulation of adenylate cyclase activity,positive regulation of cAMP biosynthetic process,positive regulation of cell proliferation,positive regulation of multicellular organism growth,protein binding,protein complex binAdenoma;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Autoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Congenital Abnormalities;Congenital Hypothyroidism;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Dwarfism;Endocrine Disorder;Endocrine Gland Neoplasms;Endocrine System Diseases;Exophthalmos;Eye Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Goiter;Goiter, Nodular;Graves Disease;Head and Neck Neoplasms;Hyperthyroidism;Hypothyroidism;Immune System Diseases;Lung Diseases;Lung Neoplasms;Lymphatic Metastasis;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Orbital Diseases;Pregnancy Complications;Primary Congenital Hypothyroidism;Recommended Newborn Screening Panels;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Thyroid Diseases;Thyroid Dysgenesis;Thyroid NeoplasmsThyrotropin Alfanot provided C=0, A=100 C=0.0, A=1.0 0.00001 1702.26 100 C=0/0, A=45/55

chr19:8145921 T/T C T SNV FBN3 FBN3:exonic:NM_032447.4 1 100 59 synonymous NM_032447.4c.7419G>A p.(=) -1.62 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,Human growth factor-like EGF,TB domainrs2303168 0.4613 YES 3.722E-1;0.0 (pos.8145921) anatomical structure morphogenesis,calcium ion binding,extracellular matrix,extracellular matrix structural constituent,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulusCalcium Citrate,Calcium PhosphateC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=17/12

chr19:8152725 G/G A G SNV FBN3 FBN3:exonic:NM_032447.4 1 100 53 synonymous NM_032447.4c.6603T>C p.(=) 0.25 0.03(COSM4415014)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,Human growth factor-like EGF,TB domainrs12460643 0.2657 YES 5.064E-1 (pos.8152725) acute_myeloid_leukaemia anatomical structure morphogenesis,calcium ion binding,extracellular matrix,extracellular matrix structural constituent,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulusCalcium Citrate,Calcium PhosphateA=0, G=49 A=0.0, G=1.0 0.00001 831.602 49 A=0/0, G=39/10

chr19:8176569 A/A G A SNV FBN3 FBN3:exonic:NM_032447.4 1 100 32 synonymous NM_032447.4c.4047C>T p.(=) 1.98 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,Human growth factor-like EGF,TB domainrs35306870 0.2416 YES 4.433E-1 (pos.8176569) anatomical structure morphogenesis,calcium ion binding,extracellular matrix,extracellular matrix structural constituent,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulusCalcium Citrate,Calcium PhosphateG=0, A=24 G=0.0, A=1.0 0.00001 334.726 24 G=0/0, A=5/19

chr14:88406404 C/C T C SNV GALC GALC:intronic:NM_000153.3 1 100 intronic NM_000153.3c.1835-79A>Gp.? -1.29 Glycosyl hydrolase family 59,Glycosyl hydrolase family 59 central domainrs417276 YES Galactosylceramidaseextracellular exosome,galactosylceramidase activity,galactosylceramide catabolic process,glycosphingolipid metabolic process,lysosomal lumen,lysosome,mitochondrionBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Diseases;Genetic Diseases, Inborn;Hereditary Central Nervous System Demyelinating Diseases;Leukodystrophy, Globoid Cell;Leukoencephalopathies;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;SphingolipidosesT=0, C=46 T=0.0, C=1.0 0.00001 768.21 46 T=0/0, C=22/24

chr19:8136991 T/C T C SNV FBN3 FBN3:exonic:NM_032447.4 1 55.38 63 missense NM_032447.4c.8029A>G p.Lys2677Glu 7.8 0 56 0.991 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,Human growth factor-like EGF,TB domainrs148428757 0 0.0 (pos.8136991) anatomical structure morphogenesis,calcium ion binding,extracellular matrix,extracellular matrix structural constituent,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulusCalcium Citrate,Calcium PhosphateT=29, C=36 T=0.4462, C=0.5538 0.00001 377.619 65 T=14/15, C=18/18

chr14:88407917 G/A G A SNV GALC GALC:intronic:NM_000153.3 1 57.58 intronic NM_000153.3c.1671-15C>Tp.? -1.99 Glycosyl hydrolase family 59,Glycosyl hydrolase family 59 central domainrs12432149,rs7805148450.4822 YES 0.0 (pos.88407915),7.554E-1 (pos.88407917)Galactosylceramidaseextracellular exosome,galactosylceramidase activity,galactosylceramide catabolic process,glycosphingolipid metabolic process,lysosomal lumen,lysosome,mitochondrionBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Diseases;Genetic Diseases, Inborn;Hereditary Central Nervous System Demyelinating Diseases;Leukodystrophy, Globoid Cell;Leukoencephalopathies;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;SphingolipidosesBenign G=14, A=19 G=0.4242, A=0.5758 0.00001 204.394 33 G=6/8, A=6/13

chr14:88459795 C/T C T SNV GALC GALC:upstream:NM_000153.3 1 56 intronic NM_000153.3c.-287G>A p.? -0.42 0.03(COSM4597249) rs73312836 YES 7.971E-2 (pos.88459795) squamous_cell_carcinomaGalactosylceramidaseextracellular exosome,galactosylceramidase activity,galactosylceramide catabolic process,glycosphingolipid metabolic process,lysosomal lumen,lysosome,mitochondrionBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Diseases;Genetic Diseases, Inborn;Hereditary Central Nervous System Demyelinating Diseases;Leukodystrophy, Globoid Cell;Leukoencephalopathies;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;SphingolipidosesC=11, T=14 C=0.44, T=0.56 0.00001 134.35 25 C=5/6, T=3/11

chr19:8175770 T/A T A SNV FBN3 FBN3:exonic:NM_032447.4 1 52.27 34 missense NM_032447.4c.4292A>T p.Asn1431Ile 2.89 0 149 0.026 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,Human growth factor-like EGF,TB domainrs17160194 3.00E-04 0.0 (pos.8175770) anatomical structure morphogenesis,calcium ion binding,extracellular matrix,extracellular matrix structural constituent,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulusCalcium Citrate,Calcium PhosphateT=21, A=23 T=0.4773, A=0.5227 0.00001 260.185 44 T=6/15, A=17/6

chr7:5540769 A/C A C SNV FBXL18 FBXL18:exonic:NM_024963.5 1 100 3 synonymous NM_024963.5c.1131T>G p.(=) -1.93 0.01(COSM3762776),0.01(COSM3762777)F-box domain,F-box-likers6953642 0.0958 YES 9.222E-1 (pos.5540769) adenocarcinoma,neoplasmF-box and leucine-rich repeat protein 18 A=0, C=46 A=0.0, C=1.0 0.00001 744.039 46 A=0/0, C=25/21

chr14:88792816 G/G T G SNV KCNK10 1 100 intronic 0.21 rs3742690,rs746789633 0.0263 YES 0.0;0.0 (pos.88792809),7.431E-1 (pos.88792816)Potassium channel, subfamily K, member 10Nervous System Diseases T=0, G=52 T=0.0, G=1.0 0.00001 767.015 52 T=0/0, G=29/23

chr9:37537555 GA/GA G GA INDEL FBXO10 FBXO10:exonic:NM_012166.2 1 100 3 frameshiftInsertion NM_012166.2c.970_971insTp.Ser324fs 2.62 F-box domain,F-box-like,Periplasmic copper-binding protein (NosD),Right handed beta helix region F-box only protein 10apoptotic process,cytoplasm,cytosol,post-translational protein modification,protein binding,protein polyubiquitination,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of apoptotic process,ubiquitin ligase complex,ubiquitin-protein transferase activityG=0, GA=41 G=0.0, GA=1.0 0.00001 403.747 41 G=0/0, GA=20/21

chr14:88895669 G/G T G SNV SPATA7 SPATA7:intronic:NM_018418.4 1 100 intronic NM_018418.4c.913-23T>Gp.? -0.23 Spermatogenesis-associated protein 7, or HSD3rs386579 0 1.0 (pos.88895669) Spermatogenesis-associated protein 7axoneme,ciliary basal body,cytosol,microtubule cytoskeleton,mitochondrion,nucleoplasm,photoreceptor cell maintenance,photoreceptor connecting cilium,protein binding,protein localization to photoreceptor connecting cilium,protein localization to photoreceptor outer segment,response to stimulus,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Leber Congenital Amaurosis;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaT=0, G=81 T=0.0, G=1.0 0.00001 1309.46 81 T=0/0, G=56/25

chr14:89192854 A/T A T SNV EML5 EML5:intronic:NM_183387.2 1 57.14 intronic NM_183387.2c.1187+31T>Ap.? 0.03 Anaphase-promoting complex subunit 4 WD40 domain,HELP motif,WD domain, G-beta repeatrs186666841 0.0103 YES 2.234E-4 (pos.89192854) biological_process,catalytic activity,cytoplasm,extracellular exosome,microtubule,microtubule binding,microtubule cytoskeleton,molecular_functionA=33, T=44 A=0.4286, T=0.5714 0.00001 490.74 77 A=20/13, T=22/22



chr14:90456188 T/T G T SNV TDP1 TDP1:intronic:NM_001008744.1 1 100 intronic NM_001008744.1c.1366+79G>Tp.? -0.34 Tyrosyl-DNA phosphodiesterasers2401863,rs386779856 YES Tyrosyl-DNA phosphodiesterase 13'-tyrosyl-DNA phosphodiesterase activity,DNA repair,cytoplasm,double-strand break repair,double-stranded DNA binding,exonuclease activity,intracellular membrane-bounded organelle,nucleic acid phosphodiester bond hydrolysis,nucleus,phosphoric diester hydrolase activity,plasma membrane,protein binding,single strand break repair,single-stranded DNA bindingBrain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Neurodegenerative Diseases;Spinal Cord Diseases;Spinocerebellar DegenerationsG=0, T=24 G=0.0, T=1.0 0.00001 334.768 24 G=0/0, T=15/9

chr14:90723059 T/C T C SNV PSMC1 PSMC1:intronic:NM_002802.2 1 52.38 intronic NM_002802.2c.3+115T>Cp.? 0.37 AAA domain (Cdc48 subfamily),ATPase family associated with various cellular activities (AAA),Holliday junction DNA helicase ruvB N-terminusrs2277514 YES Proteasome 26S subunit, ATPase, 1ATP binding,ATPase activity,Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,RNA binding,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,TBP-class protein binding,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,cytosolic proteasome complex,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of neuron death,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nuclear proteasome complex,nucleoplasm,nucleus,positive regulation of RNA polymerase II transcriptional preinitiation complex assembly,positive regulation of canonical Wnt signaling pathway,positive regulation of proteasomal protein catabolic process,positive regulation of ubiquitin-protT=10, C=11 T=0.4762, C=0.5238 0.00001 95.3003 21 T=1/9, C=3/8

chr14:90729984 C/T C T SNV PSMC1 PSMC1:intronic:NM_002802.2 1 50 intronic NM_002802.2c.280-22C>Tp.? -0.71 AAA domain (Cdc48 subfamily),ATPase family associated with various cellular activities (AAA),Holliday junction DNA helicase ruvB N-terminusrs751611393,rs8015510 0.4052 YES 0.0 (pos.90729983),4.756E-1 (pos.90729984)Proteasome 26S subunit, ATPase, 1ATP binding,ATPase activity,Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,RNA binding,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,TBP-class protein binding,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,cytosolic proteasome complex,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of neuron death,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nuclear proteasome complex,nucleoplasm,nucleus,positive regulation of RNA polymerase II transcriptional preinitiation complex assembly,positive regulation of canonical Wnt signaling pathway,positive regulation of proteasomal protein catabolic process,positive regulation of ubiquitin-protC=26, T=26 C=0.5, T=0.5 0.00001 232.175 52 C=15/11, T=25/1

chr14:91948643 A/A G A SNV PPP4R3A PPP4R3A:intronic:NM_001284280.1 1 100 intronic NM_001284280.1c.298-106C>Tp.? -0.65 Component of IIS longevity pathway SMK-1rs6575195 YES Protein phosphatase 4, regulatory subunit 3, alphacytoplasm,microtubule organizing center,nucleoplasm G=0, A=26 G=0.0, A=1.0 0.00001 371.416 26 G=0/0, A=14/12

chr1:11710561 G/G T G SNV FBXO2 FBXO2:exonic:NM_012168.5 1 100 2 missense NM_012168.5c.353A>C p.Lys118Thr 2.09 0.01 78 0.998 0.3(COSM3750264)F-box associated region,F-box domain,F-box-likers9614 0.1923 YES 5.018E-1 (pos.11710561) adenocarcinomaF-box only protein 2SCF ubiquitin ligase complex,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,amyloid-beta binding,carbohydrate binding,cellular protein modification process,cytoplasm,cytosol,dendritic spine,endoplasmic reticulum,extracellular exosome,glycoprotein catabolic process,negative regulation of cell proliferation,organelle membrane,post-translational protein modification,protein binding,protein polyubiquitination,protein ubiquitination,proteolysis,regulation of protein ubiquitination,ubiquitin-dependent ERAD pathway,ubiquitin-protein transferase activityT=0, G=21 T=0.0, G=1.0 0.00001 281.081 21 T=0/0, G=3/18

chr14:92185731 G/A G A SNV CATSPERB CATSPERB:intronic:NM_024764.3 1 95.65 intronic NM_024764.3c.370+31C>Tp.? -0.14 Cation channel sperm-associated protein subunit beta protein familyrs17783516 0.321 YES 4.637E-1 (pos.92185731) Cation channel, sperm-associated, betaCatSper complex,cilium,multicellular organism development,plasma membrane,response to progesterone,sperm capacitation,sperm-egg recognitionG=1, A=22 G=0.0435, A=0.9565 0.00001 288.971 23 G=1/0, A=11/11

chr14:92265160 A/A G A SNV TC2N TC2N:intronic:NM_152332.5 1 100 intronic NM_152332.5c.637+173C>Tp.? -0.1 C2 domain rs10873413 YES calcium ion binding,calcium ion-regulated exocytosis of neurotransmitter,calcium-dependent phospholipid binding,cellular_component,clathrin binding,molecular_function,nucleus,plasma membrane,regulation of blood coagulation,regulation of calcium ion-dependent exocytosis,regulation of gene expression,syntaxin binding,vesicle fusionG=0, A=35 G=0.0, A=1.0 0.00001 543.899 35 G=0/0, A=27/8

chr17:6690164 A/G A G SNV FBXO39 FBXO39:exonic:NM_153230.2 1 51.85 3 missense NM_153230.2c.1089A>G p.Ile363Met -0.13 0.09 10 0.001 0.13(COSM3736172)F-box domain,F-box-like,Leucine Rich repeatrs7213731 0.1984 YES 8.091E-4 (pos.6690164) adenocarcinoma,malignant_melanomaF-box protein 39SCF ubiquitin ligase complex,SCF-dependent proteasomal ubiquitin-dependent protein catabolic processA=13, G=14 A=0.4815, G=0.5185 0.00001 132.662 27 A=11/2, G=9/5

chr17:18653070 G/A G A SNV FBXW10 FBXW10:exonic:NM_001267585.1 1 95.83 3 missense NM_001267585.1c.706G>A p.Glu236Lys 0.49 0 56 0.111 0.1(COSM4000045),0.1(COSM4000046)WD domain, G-beta repeatrs9895749 0.402 YES 2.639E-1 (pos.18653070) acute_myeloid_leukaemiaF-box and WD40 domain protein 10cytosol,post-translational protein modification,protein polyubiquitination,ubiquitin-protein transferase activityG=1, A=23 G=0.0417, A=0.9583 0.00001 298.177 24 G=1/0, A=7/16

chr14:92547425 C/G C G SNV ATXN3 ATXN3:intronic:NM_004993.5 1 47.62 intronic NM_004993.5c.776-20G>Cp.? -1.13 Josephin,Ubiquitin interaction motif,Unstructured region C-term to UIM in Ataxin3rs761553 0.2429 YES 4.476E-1 (pos.92547425) Ataxin-3 (josephin)ATPase binding,Lys48-specific deubiquitinase activity,Lys63-specific deubiquitinase activity,actin cytoskeleton organization,cellular response to heat,cellular response to misfolded protein,chemical synaptic transmission,cytoplasm,cytosol,endoplasmic reticulum membrane,identical protein binding,intermediate filament cytoskeleton organization,microtubule cytoskeleton organization,mitochondrial matrix,mitochondrial membrane,monoubiquitinated protein deubiquitination,nervous system development,nuclear inclusion body,nuclear matrix,nucleolus,nucleoplasm,nucleotide-excision repair,nucleus,plasma membrane,positive regulation of ERAD pathway,proteasome-mediated ubiquitin-dependent protein catabolic process,protein K48-linked deubiquitination,protein K63-linked deubiquitination,protein binding,protein deubiquitination,protein localization to cytosolic proteasome complex involved in ERAD pathway,protein quality control for misfolded or incompletely synthesized proteins,regulation of cell-substrate adhesion,regulation Ataxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Machado-Joseph Disease;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar DegenerationsC=11, G=10 C=0.5238, G=0.4762 0.00001 82.2897 21 C=1/10, G=6/4

chr9:139835740 A/T A T SNV FBXW5 FBXW5:exonic:NM_018998.3 1 45.45 8 missense NM_018998.3c.1420T>A p.Phe474Ile 8.38 0 21 0.726 F-box domain,F-box-like,WD domain, G-beta repeatrs143554180,rs7769634359.00E-04 0.0 (pos.139835740),0.0;0.0 (pos.139835737)F-box and WD40 domain protein 5Cul4-RING E3 ubiquitin ligase complex,SCF ubiquitin ligase complex,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,cytoplasm,cytosol,post-translational protein modification,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein kinase binding,protein polyubiquitination,protein ubiquitination,regulation of centrosome duplication,regulation of mitotic nuclear division,ubiquitin-protein transferase activityA=36, T=30 A=0.5455, T=0.4545 0.00001 285.786 66 A=13/23, T=21/9

chr12:117465857 C/C T C SNV FBXW8 FBXW8:exonic:NM_153348.2 1 100 11 synonymous NM_153348.2c.1677T>C p.(=) -2.33 F-box domain,F-box-likers4529958 0.1583 YES 9.957E-1 (pos.117465857) F-box and WD40 domain protein 83M complex,Cul7-RING ubiquitin ligase complex,Golgi apparatus,Golgi organization,SCF ubiquitin ligase complex,cell proliferation,cytosol,labyrinthine layer blood vessel development,perinuclear region of cytoplasm,positive regulation of dendrite morphogenesis,post-translational protein modification,protein binding,protein polyubiquitination,protein ubiquitination,spongiotrophoblast layer development,ubiquitin-protein transferase activityFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=13/13

chr14:92588219 A/A G A SNV

CPSF2,NDUF

B1 CPSF2:upstream:NM_017437.2, NDUFB1:upstream:NM_004545.3 1
100

intronic NM_004545.3, NM_017437.2c.-98C>T, c.-9110G>Ap.?, p.? 0.74 rs7148709 YES NADH-ubiquinone oxidoreductase 1 beta subcomplex, 1NADH dehydrogenase (ubiquinone) activity,RNA binding,extracellular exosome,integral component of membrane,mRNA 3'-end processing,mRNA 3'-end processing by stem-loop binding and cleavage,mRNA cleavage,mRNA cleavage and polyadenylation specificity factor complex,mRNA export from nucleus,mRNA polyadenylation,mRNA splicing, via spliceosome,membrane,mitochondrial electron transport, NADH to ubiquinone,mitochondrial inner membrane,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,mitochondrion,nuclear speck,nucleoplasm,protein binding,termination of RNA polymerase II transcriptionNADH G=0, A=33 G=0.0, A=1.0 0.00001 504.598 33 G=0/0, A=7/26

chr19:40408821 C/T C T SNV FCGBP FCGBP:exonic:NM_003890.2 1 50 8 missense NM_003890.2c.4018G>A p.Val1340Met -0.88 0.03 21 0.824 0.06(COSM116255),0.09(COSM1393716)C8 domain,IgGFc binding protein,TILa domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs11083543 0.3461 YES 2.467E-1 (pos.40408821) adenocarcinoma,carcinoma,ductal_carcinoma,neoplasm,serous_carcinomaFc fragment of IgG-binding proteinextracellular exosome,protein bindingDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsC=16, T=16 C=0.5, T=0.5 0.00001 158.383 32 C=6/10, T=8/8

chr1:161561151 A/A G A SNV FCGR2C FCGR2C:exonic_nc:NR_047648.1 1 100 4 exonic_nc NR_047648.1 -0.66 rs74341264 0.0629 YES 4.215E-1 (pos.161561151) Fc fragment of IgG, low affinity IIc, receptor forAutoimmune Diseases;Blood Coagulation Disorders;Blood Platelet Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Immune System Diseases;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Purpura;Purpura, Thrombocytopenic;Purpura, Thrombocytopenic, Idiopathic;Thrombocytopenia;Thrombotic MicroangiopathiesAbciximab,Adalimumab,Alefacept,Alemtuzumab,Basiliximab,Bevacizumab,Cetuximab,Daclizumab,Efalizumab,Etanercept,Gemtuzumab ozogamicin,Ibritumomab tiuxetan,Immune Globulin Human,Muromonab,Natalizumab,Palivizumab,Rituximab,Tositumomab,TrastuzumabG=0, A=47 G=0.0, A=1.0 0.00001 789.311 47 G=0/0, A=25/22

chr19:17892591 G/G A G SNV FCHO1 FCHO1:exonic:NM_001161357.1 1 100 23 synonymous NM_001161357.1c.1899A>G p.(=) -10.14 0(COSM4131435)Fes/CIP4, and EFC/F-BAR homology domain,Muniscin C-terminal mu homology domainrs2042298 0.0555 YES 8.12E-1 (pos.17892591) neoplasm FCH domain-only protein 1AP-2 adaptor complex binding,clathrin coat assembly,clathrin-coated pit,clathrin-coated vesicle,clathrin-dependent endocytosis,cytosol,membrane organization,nucleoplasm,plasma membrane,protein bindingA=0, G=47 A=0.0, G=1.0 0.00001 789.288 47 A=0/0, G=33/14

chr14:93170901 C/C A C SNV LGMN LGMN:intronic:NM_005606.6 1 100 intronic NM_005606.6c.1259+84T>Gp.? -0.38 Peptidase C13 familyrs2402189 YES Legumain (protease, cysteine, 1)antigen processing and presentation of exogenous peptide antigen via MHC class II,apical part of cell,cysteine-type endopeptidase activity,endolysosome lumen,extracellular exosome,late endosome,lysosomal lumen,lysosome,negative regulation of ERBB signaling pathway,negative regulation of multicellular organism growth,negative regulation of neuron apoptotic process,peptidase activity,proteolysis,proteolysis involved in cellular protein catabolic process,receptor catabolic process,renal system process,response to acidic pH,toll-like receptor signaling pathway,vacuolar protein processing,vitamin D metabolic processA=0, C=29 A=0.0, C=1.0 0.00001 431.406 29 A=0/0, C=14/15

chr1:157768000 G/C G C SNV FCRL1 FCRL1:exonic:NM_052938.4 1 52.27 8 synonymous NM_052938.4c.1065C>G p.(=) -0.78 0.06(COSM4823673),0.06(COSM4823674)Immunoglobulin I-set domain,Immunoglobulin domainrs3811024 0.244 YES 1.689E-1 (pos.157768000)squamous_cell_carcinomaFc receptor-like protein 1integral component of membrane,plasma membrane G=21, C=23 G=0.4773, C=0.5227 0.00001 260.157 44 G=6/15, C=11/12

chr1:157670290 G/G C G SNV FCRL3 FCRL3:utr_5:NM_052939.3 1 100 2 utr_5 NM_052939.3c.-11G>C p.? -0.45 Immunoglobulin domainrs945635 0.4384 YES 4.024E-1;0.0 (pos.157670290) integral component of membrane,kinase binding,negative regulation of B cell receptor signaling pathway,negative regulation of immunoglobulin production,phosphatase binding,plasma membrane,positive regulation of B cell proliferation,positive regulation of MAPK cascade,regulation of B cell activation,regulation of B cell differentiation,regulation of calcium ion import,regulation of toll-like receptor 9 signaling pathwayAutoimmune Diseases;Endocrine System Diseases;Exophthalmos;Eye Diseases;Goiter;Graves Disease;Hyperthyroidism;Immune System Diseases;Orbital Diseases;Thyroid Diseases;Thyroiditis;Thyroiditis, AutoimmuneC=0, G=35 C=0.0, G=1.0 0.00001 542.96 35 C=0/0, G=19/16

chr14:94419888 G/G A G SNV ASB2 ASB2:intronic:NM_001202429.1 1 100 intronic NM_001202429.1c.479-35T>Cp.? -0.82 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),SOCS boxrs4243701 0.1097 YES 9.994E-1 (pos.94419888) Ankyrin repeat-containing SOCS box protein 2Cul5-RING ubiquitin ligase complex,cytosol,intracellular signal transduction,myoblast differentiation,post-translational protein modification,protein binding,protein polyubiquitination,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,signal transduction,skeletal muscle cell differentiation,ubiquitin ligase complex,ubiquitin protein ligase activityA=0, G=41 A=0.0, G=1.0 0.00001 664.669 41 A=0/0, G=10/31

chr14:94568776 C/T C T SNV IFI27L1 IFI27L1:intronic:NM_145249.2 1 45.83 intronic NM_145249.2c.224-47C>Tp.? -1.69 Interferon-induced 6-16 familyrs2295217 0.2305 YES 5.069E-1 (pos.94568776) integral component of membrane C=13, T=11 C=0.5417, T=0.4583 0.00001 93.4409 24 C=13/0, T=7/4

chr14:94700138 G/G C G SNV PPP4R4 PPP4R4:intronic:NM_058237.1 1 100 intronic NM_058237.1c.623+42C>Gp.? -0.32 rs4905172 0.0371 YES 1.0 (pos.94700138) Protein phosphatase 4, regulatory subunit 4cytoplasm,cytosol,negative regulation of phosphoprotein phosphatase activity,protein binding,protein phosphatase regulator activity,protein serine/threonine phosphatase complex,regulation of protein serine/threonine phosphatase activityC=0, G=97 C=0.0, G=1.0 0.00001 1638.99 97 C=0/0, G=59/38

chr1:159785477 G/A G A SNV FCRL6 FCRL6:utr_3:NM_001004310.2 1 50 10 utr_3 NM_001004310.2c.1331G>A p.? -0.52 Immunoglobulin domainrs61823163 0.1373 YES 1.555E-2;0.0 (pos.159785477) MHC class II protein binding,external side of plasma membrane,integral component of membrane,phosphatase binding,plasma membrane,protein binding,protein phosphatase bindingG=13, A=13 G=0.5, A=0.5 0.00001 119.499 26 G=8/5, A=2/11

chr1:159785518 G/C G C SNV FCRL6 FCRL6:utr_3:NM_001004310.2 1 50 10 utr_3 NM_001004310.2c.1372G>C p.? -0.3 Immunoglobulin domainrs61823164 YES MHC class II protein binding,external side of plasma membrane,integral component of membrane,phosphatase binding,plasma membrane,protein binding,protein phosphatase bindingG=13, C=13 G=0.5, C=0.5 0.00001 120.956 26 G=8/5, C=2/11

chr14:94930984 G/T G T SNV SERPINA9 SERPINA9:intronic:NM_175739.3 1 57.14 intronic NM_175739.3c.1104+60C>Ap.? -1.88 Serpin (serine protease inhibitor)rs13379439 YES Serpin peptidase inhibitor, clade A, member 9cytoplasm,extracellular space,membrane,negative regulation of endopeptidase activity,serine-type endopeptidase inhibitor activityG=24, T=32 G=0.4286, T=0.5714 0.00001 331.729 56 G=9/15, T=7/25

chr1:161683136 A/A G A SNV FCRLA FCRLA:exonic:NM_001184866.1 1 100 6 missense NM_001184866.1c.1115G>A p.Arg372Gln -0.77 0.34 43 0.021 0.03(COSM146669),0.03(COSM3735938),0.03(COSM3735939)Immunoglobulin domainrs11746 0.4819 YES 2.6E-1 (pos.161683136) adenocarcinoma,basal_cell_carcinoma,carcinoma,malignant_melanoma,neoplasmcell differentiation,cytoplasm G=0, A=40 G=0.0, A=1.0 0.00001 632.423 40 G=0/0, A=11/29

chr8:11683653 C/C T C SNV FDFT1 FDFT1:exonic:NM_004462.4 1 100 5 synonymous NM_004462.4c.631T>C p.(=) 3.65 Squalene/phytoene synthasers904011 2.00E-04 1.0 (pos.11683653) Farnesyl-diphosphate farnesyltransferase 1 (squalene synthase)biosynthetic process,cholesterol biosynthetic process,endoplasmic reticulum,endoplasmic reticulum membrane,ergosterol biosynthetic process,farnesyl diphosphate metabolic process,farnesyl-diphosphate farnesyltransferase activity,integral component of membrane,isoprenoid biosynthetic process,oxidation-reduction process,oxidoreductase activity,protein binding,regulation of cholesterol biosynthetic process,regulation of lipid metabolic process,squalene synthase activity,steroid biosynthetic process,transferase activityAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Cocaine-Related Disorders;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Marijuana Abuse;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Phencyclidine Abuse;Substance-Related DisordersTAK-475 T=0, C=37 T=0.0, C=1.0 0.00001 583.707 37 T=0/0, C=22/15

chr8:11689119 G/C G C SNV FDFT1 FDFT1:exonic:NM_004462.4 1 50 7 synonymous NM_004462.4c.972G>C p.(=) -0.27 0.42(COSM3763010)Squalene/phytoene synthasers9205 0.2094 YES 7.41E-1 (pos.11689119) adenocarcinoma,carcinomaFarnesyl-diphosphate farnesyltransferase 1 (squalene synthase)biosynthetic process,cholesterol biosynthetic process,endoplasmic reticulum,endoplasmic reticulum membrane,ergosterol biosynthetic process,farnesyl diphosphate metabolic process,farnesyl-diphosphate farnesyltransferase activity,integral component of membrane,isoprenoid biosynthetic process,oxidation-reduction process,oxidoreductase activity,protein binding,regulation of cholesterol biosynthetic process,regulation of lipid metabolic process,squalene synthase activity,steroid biosynthetic process,transferase activityAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Cocaine-Related Disorders;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Marijuana Abuse;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Phencyclidine Abuse;Substance-Related DisordersTAK-475 G=35, C=35 G=0.5, C=0.5 0.00001 355.233 70 G=28/7, C=14/21

chr8:125072426 C/C T C SNV

FER1L6,FER

1L6-AS2 FER1L6-AS2:exonic_nc:NR_103547.1, FER1L6:exonic:NM_001039112.21
100

23 synonymous NM_001039112.2, NR_103547.1c.2880T>C p.(=) -1.19 C2 domain,FerB (NUC096) domain,FerI (NUC094) domain,Ferlin C-terminusrs4483140 0.1387 YES 7.012E-1 (pos.125072426) integral component of membrane T=0, C=35 T=0.0, C=1.0 0.00001 543.903 35 T=0/0, C=18/17

chr8:125076589 G/G T G SNV

FER1L6,FER

1L6-AS2 FER1L6-AS2:intronic_nc:NR_103547.1, FER1L6:exonic:NM_001039112.21
100

26 missense NM_001039112.2, NR_103547.1c.3330T>G p.Asp1110Glu -0.31 1 45 0 0.02(COSM5431638)C2 domain,FerB (NUC096) domain,FerI (NUC094) domain,Ferlin C-terminusrs7012186 0.1372 YES 6.825E-1 (pos.125076589)squamous_cell_carcinoma integral component of membrane T=0, G=49 T=0.0, G=1.0 0.00001 831.515 49 T=0/0, G=37/12

chr14:96813703 T/T A T SNV ATG2B ATG2B:intronic:NM_018036.6 1 100 intronic NM_018036.6c.163-25T>Ap.? -1.01 Autophagy-related protein 2 CAD motif,Autophagy-related protein C terminal domain,N-terminal region of Chorein or VPS13rs4905483 0.01 YES 5.597E-1;0.0 (pos.96813703) Autophagy 2, S. cerevisiae, homolog of, Bautophagosome assembly,autophagy of mitochondrion,autophagy of nucleus,extrinsic component of membrane,lipid droplet,pre-autophagosomal structure,pre-autophagosomal structure membraneBone Marrow Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukemia;Leukemia, Myeloid;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeA=0, T=20 A=0.0, T=1.0 0.00001 263.785 20 A=0/0, T=3/17

chr14:53325090 T/T C T SNV FERMT2 FERMT2:utr_3:NM_001134999.1 1 100 16 utr_3 NM_001134999.1c.2069G>A p.? 0.97 FERM central domain,PH domainrs6572868,rs768341511,rs7753242010.0926 YES 0.0 (pos.53325084),7.951E-1;0.0 (pos.53325090)Fermitin family, Drosophila, homolog of, 2I band,Wnt signaling pathway,cell cortex,cell junction assembly,cell surface,cell-matrix adhesion,cytoplasm,cytoskeleton,cytosol,extrinsic component of cytoplasmic side of plasma membrane,filamentous actin,focal adhesion,focal adhesion assembly,integrin activation,integrin-mediated signaling pathway,lamellipodium membrane,nucleoplasm,nucleus,phosphatidylinositol-3,4,5-trisphosphate binding,protein binding,protein localization to membrane,regulation of cell shape,stress fiber,substrate adhesion-dependent cell spreading,transforming growth factor beta receptor signaling pathwayAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Prostatic Diseases;Prostatic Neoplasms;Tauopathies;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, T=21 C=0.0, T=1.0 0.00001 281.232 21 C=0/0, T=13/8

chr14:99876505 G/G A G SNV SETD3 SETD3:intronic:NM_032233.2 1 100 intronic NM_032233.2c.849+2783T>Cp.? -0.32 Rubisco LSMT substrate-binding,SET domainrs1047351 0.4335 YES 5.581E-1 (pos.99876505) SET domain-containing protein 3RNA polymerase II activating transcription factor binding,histone H3-K36 methylation,histone H3-K4 methylation,histone methyltransferase activity (H3-K36 specific),histone methyltransferase activity (H3-K4 specific),histone-lysine N-methyltransferase activity,nuclear chromatin,nucleoplasm,peptidyl-lysine dimethylation,peptidyl-lysine monomethylation,peptidyl-lysine trimethylation,positive regulation of muscle cell differentiation,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,regulation of nucleic acid-templated transcription,transcription coactivator activity,transcription, DNA-templatedA=0, G=50 A=0.0, G=1.0 0.00001 852.746 50 A=0/0, G=22/28

chr14:99929801 A/A G A SNV SETD3 SETD3:intronic:NM_032233.2 1 100 intronic NM_032233.2c.196+22C>Tp.? 0.56 Rubisco LSMT substrate-binding,SET domainrs2273386 0.4137 YES 5.988E-1 (pos.99929801) SET domain-containing protein 3RNA polymerase II activating transcription factor binding,histone H3-K36 methylation,histone H3-K4 methylation,histone methyltransferase activity (H3-K36 specific),histone methyltransferase activity (H3-K4 specific),histone-lysine N-methyltransferase activity,nuclear chromatin,nucleoplasm,peptidyl-lysine dimethylation,peptidyl-lysine monomethylation,peptidyl-lysine trimethylation,positive regulation of muscle cell differentiation,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,regulation of nucleic acid-templated transcription,transcription coactivator activity,transcription, DNA-templatedG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=19/4

chr15:100214958 T/T A T SNV MEF2A MEF2A:intronic:NM_005587.3 1 100 intronic NM_005587.3c.616+141A>Tp.? 0.21 Holliday junction regulator protein family C-terminal repeat,SRF-type transcription factor (DNA-binding and dimerisation domain)rs2033547 YES MADS box transcription enhancer factor 2, polypeptide A (myocyte enhancer factor 2A)DNA binding,DNA binding transcription factor activity,ERK5 cascade,MAPK cascade,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,RNA polymerase II transcription factor binding,SMAD binding,activating transcription factor binding,apoptotic process,cardiac conduction,cellular response to calcium ion,chromatin binding,cytosol,dendrite morphogenesis,heart development,histone acetyltransferase binding,histone deacetylase binding,mitochondrial genome maintenance,mitochondrion distribution,muscle organ development,negative regulation of transcription from RNA polymerase II promoter,nuclear chromatin,nucleoplasm,nucleus,positive regulation of cardiac muscle hypertrophy,positive regulation of muscle cell differentiation,positive regulation of transcription from RNA polymerase II promoter,proteinArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Heart Diseases;Myocardial Infarction;Myocardial Ischemia;Vascular DiseasesA=0, T=73 A=0.0, T=1.0 0.00001 1113.76 73 A=0/0, T=23/50

chr14:53345378 A/A G A SNV FERMT2 FERMT2:exonic:NM_001134999.1 1 100 7 synonymous NM_001134999.1c.885C>T p.(=) 1.39 FERM central domain,PH domainrs2357947 0.0936 YES 7.448E-1 (pos.53345378) Fermitin family, Drosophila, homolog of, 2I band,Wnt signaling pathway,cell cortex,cell junction assembly,cell surface,cell-matrix adhesion,cytoplasm,cytoskeleton,cytosol,extrinsic component of cytoplasmic side of plasma membrane,filamentous actin,focal adhesion,focal adhesion assembly,integrin activation,integrin-mediated signaling pathway,lamellipodium membrane,nucleoplasm,nucleus,phosphatidylinositol-3,4,5-trisphosphate binding,protein binding,protein localization to membrane,regulation of cell shape,stress fiber,substrate adhesion-dependent cell spreading,transforming growth factor beta receptor signaling pathwayAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Prostatic Diseases;Prostatic Neoplasms;Tauopathies;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=17/12

chr15:91430436 C/C T C SNV FES FES:exonic:NM_002005.3 1 100 5 synonymous NM_002005.3c.504T>C p.(=) -0.16 Protein kinase domain,Protein tyrosine kinase,SH2 domainrs2071383 0.0319 YES 9.181E-1 (pos.91430436) Oncogene FES, feline sarcoma virusATP binding,Golgi apparatus,cell migration,cell proliferation,centrosome cycle,chemotaxis,cytoplasm,cytoplasmic vesicle,cytoskeleton,cytosol,epidermal growth factor receptor signaling pathway,extrinsic component of cytoplasmic side of plasma membrane,focal adhesion,immunoglobulin receptor binding,innate immune response,integral component of membrane,microtubule binding,microtubule bundle formation,microtubule cytoskeleton,multicellular organism development,non-membrane spanning protein tyrosine kinase activity,peptidyl-tyrosine autophosphorylation,peptidyl-tyrosine phosphorylation,phosphatidylinositol binding,positive regulation of actin cytoskeleton reorganization,positive regulation of microtubule polymerization,positive regulation of myeloid cell differentiation,positive regulation of neuron projection development,protein autophosphorylation,protein binding,protein phosphorylation,protein tyrosine kinase activity,regulation of cell adhesion,regulation of cell differentiation,regulation of cell motility,regCardiovascular Diseases;Hypertension;Mental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Vascular DiseasesT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=7/13

chr9:95738781 A/A C A SNV FGD3 FGD3:exonic:NM_033086.2 1 100 3 synonymous NM_033086.2c.243C>A p.(=) -1.44 0(COSM4007298),0(COSM4007299)FYVE zinc finger,PH domain,RhoGEF domainrs3802381 0.3994 YES 5.539E-1 (pos.95738781) carcinoma,hepatocellular_carcinoma,neoplasmFYVE, RhoGEF, and Ph domain-containing protein 3,Glucocorticoid deficiency 3G-protein coupled receptor signaling pathway,Golgi apparatus,Rho guanyl-nucleotide exchange factor activity,actin cytoskeleton organization,cytoplasm,cytoskeleton,cytoskeleton organization,cytosol,filopodium assembly,guanyl-nucleotide exchange factor activity,lamellipodium,metal ion binding,positive regulation of apoptotic process,regulation of GTPase activity,regulation of Rho protein signal transduction,regulation of cell shape,regulation of small GTPase mediated signal transduction,ruffle,small GTPase bindingC=0, A=36 C=0.0, A=1.0 0.00001 563.711 36 C=0/0, A=24/12

chr9:95780465 G/G A G SNV FGD3 FGD3:exonic:NM_033086.2 1 100 11 synonymous NM_033086.2c.1323A>G p.(=) -1.38 FYVE zinc finger,PH domain,RhoGEF domainrs7048975 0.0035 1.0 (pos.95780465) FYVE, RhoGEF, and Ph domain-containing protein 3,Glucocorticoid deficiency 3G-protein coupled receptor signaling pathway,Golgi apparatus,Rho guanyl-nucleotide exchange factor activity,actin cytoskeleton organization,cytoplasm,cytoskeleton,cytoskeleton organization,cytosol,filopodium assembly,guanyl-nucleotide exchange factor activity,lamellipodium,metal ion binding,positive regulation of apoptotic process,regulation of GTPase activity,regulation of Rho protein signal transduction,regulation of cell shape,regulation of small GTPase mediated signal transduction,ruffle,small GTPase bindingA=0, G=27 A=0.0, G=1.0 0.00001 388.402 27 A=0/0, G=12/15

chr15:100516084 AT/AT A AT INDEL ADAMTS17 ADAMTS17:intronic:NM_139057.3 1 100 intronic NM_139057.3c.3127+166T>ATp.? 1.94 ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs11463271,rs201623305,rs397966569YES A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 17metalloendopeptidase activity,nucleic acid binding,proteinaceous extracellular matrix,proteolysis,zinc ion bindingBone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dwarfism;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Liver Diseases;Liver Neoplasms;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Osteosarcoma;SarcomaA=0, AT=31 A=0.0, AT=1.0 0.00001 435.601 31 A=0/0, AT=24/7

chr15:101110356 T/C T C SNV LINS1 LINS1:intronic:NM_001040616.2 1 45.83 intronic NM_001040616.2c.1395-34A>Gp.? -0.06 Lines C-terminus,Lines N-terminusrs2411838 0.4634 YES 2.074E-1 (pos.101110356) Lines, Drosophila, homolog of, 1cognition T=26, C=22 T=0.5417, C=0.4583 0.00001 240.98 48 T=12/14, C=9/13

chr9:95782667 T/T C T SNV FGD3 FGD3:exonic:NM_033086.2 1 100 13 synonymous NM_033086.2c.1455C>T p.(=) -0.2 0.21(COSM3764063),0.21(COSM3764064)FYVE zinc finger,PH domain,RhoGEF domainrs11790517 0.2782 YES 2.822E-1 (pos.95782667) adenocarcinoma,neoplasmFYVE, RhoGEF, and Ph domain-containing protein 3,Glucocorticoid deficiency 3G-protein coupled receptor signaling pathway,Golgi apparatus,Rho guanyl-nucleotide exchange factor activity,actin cytoskeleton organization,cytoplasm,cytoskeleton,cytoskeleton organization,cytosol,filopodium assembly,guanyl-nucleotide exchange factor activity,lamellipodium,metal ion binding,positive regulation of apoptotic process,regulation of GTPase activity,regulation of Rho protein signal transduction,regulation of cell shape,regulation of small GTPase mediated signal transduction,ruffle,small GTPase bindingC=0, T=26 C=0.0, T=1.0 0.00001 371.412 26 C=0/0, T=15/11

chr15:101115448 A/A C A SNV LINS1 LINS1:intronic:NM_001040616.2 1 100 intronic NM_001040616.2c.490-115G>Tp.? 0.17 Lines C-terminus,Lines N-terminusrs4965678 YES Lines, Drosophila, homolog of, 1cognition C=0, A=37 C=0.0, A=1.0 0.00001 583.707 37 C=0/0, A=8/29

chr15:101566118 T/T C T SNV LRRK1 LRRK1:intronic:NM_024652.5 1 100 intronic NM_024652.5c.2233-52C>Tp.? -0.05 ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers4427776 0.2416 YES Leucine-rich repeat kinase 1ATP binding,GTP binding,bone resorption,cytoplasm,cytosol,identical protein binding,intracellular signal transduction,metal ion binding,mitochondrion,negative regulation of peptidyl-tyrosine phosphorylation,osteoclast development,positive regulation of canonical Wnt signaling pathway,positive regulation of intracellular signal transduction,positive regulation of peptidyl-tyrosine phosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,signal transducer activityC=0, T=35 C=0.0, T=1.0 0.00001 543.769 35 C=0/0, T=18/17

chr19:49259529 G/G A G SNV FGF21,FUT1 FUT1:upstream:NM_000148.3, FGF21:exonic:NM_019113.3 1 100 2 synonymous NM_000148.3, NM_019113.3c.-4991T>C, c.36A>Gp.?, p.(=) -0.08 Fibroblast growth factorrs838133 0.4399 YES 9.935E-1 (pos.49259529) Fibroblast growth factor 21,Fucosyltransferase-1 (Bombay phenotype)Golgi apparatus,Golgi cisterna membrane,L-fucose catabolic process,carbohydrate metabolic process,cell,cell-cell signaling,cellular response to drug,cellular response to glucagon stimulus,cellular response to glucose stimulus,cellular response to low-density lipoprotein particle stimulus,endoplasmic reticulum unfolded protein response,endothelial cell apoptotic process,extracellular region,extracellular space,fibroblast growth factor receptor binding,fucosylation,fucosyltransferase activity,galactoside 2-alpha-L-fucosyltransferase activity,growth factor activity,integral component of plasma membrane,membrane,negative regulation of endothelial cell apoptotic process,negative regulation of neuron death,positive regulation of ERK1 and ERK2 cascade,positive regulation of MAPKKK cascade by fibroblast growth factor receptor signaling pathway,positive regulation of cell proliferation,positive regulation of glucose import,positive regulation of low-density lipoprotein particle receptor biosynthetic process,positive rAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 1;Digestive System Diseases;Endocrine System Diseases;Fatty Liver;Glucose Metabolism Disorders;Immune System Diseases;Liver Diseases;Metabolic Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=34 A=0.0, G=1.0 0.00001 523.943 34 A=0/0, G=20/14

chr15:101595629 G/G A G SNV LRRK1 LRRK1:intronic:NM_024652.5 1 100 intronic NM_024652.5c.4332+201A>Gp.? -0.63 ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers2924844 YES Leucine-rich repeat kinase 1ATP binding,GTP binding,bone resorption,cytoplasm,cytosol,identical protein binding,intracellular signal transduction,metal ion binding,mitochondrion,negative regulation of peptidyl-tyrosine phosphorylation,osteoclast development,positive regulation of canonical Wnt signaling pathway,positive regulation of intracellular signal transduction,positive regulation of peptidyl-tyrosine phosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,signal transducer activityA=0, G=66 A=0.0, G=1.0 0.00001 1014 66 A=0/0, G=29/37

chr12:4553332 G/G A G SNV FGF6 FGF6:exonic:NM_020996.2 1 100 2 synonymous NM_020996.2c.417T>C p.(=) -0.09 0.36(COSM5428527)Fibroblast growth factorrs2241280 0.3991 YES 4.197E-1 (pos.4553332) acute_myeloid_leukaemia,carcinoma,ductal_carcinomaFibroblast growth factor-61-phosphatidylinositol-3-kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,angiogenesis,cartilage condensation,cell proliferation,cell-cell signaling,extracellular region,extracellular space,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,growth factor activity,intracellular,myoblast differentiation,peptidyl-tyrosine phosphorylation,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,positive regulation of cell division,positive regulation of cell proliferation,positive regulation of protein kinase B signaling,protein tyrosine kinase activity,regulation of receptor activity,sarcolemma,signal transductionAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesA=0, G=137 A=0.0, G=1.0 0.00001 2279.04 137 A=0/0, G=97/40

chr15:101970308 A/A G A SNV PCSK6 PCSK6:intronic:NM_002570.4 1 100 intronic NM_002570.4c.656-40C>Tp.? -0.31 Growth factor receptor domain IV,PLAC (protease and lacunin) domain,Peptidase S8 pro-domain,Proprotein convertase P-domain,Subtilase familyrs2643354,rs796552430 0.0863 YES 6.341E-1 (pos.101970308) Proprotein convertase subtilisin/kexin type 6Golgi lumen,cell surface,cornification,determination of left/right symmetry,endopeptidase activity,endoplasmic reticulum,extracellular matrix,extracellular region,extracellular space,glycoprotein metabolic process,heparin binding,nerve growth factor binding,nerve growth factor processing,nerve growth factor production,peptidase activity,peptide hormone processing,plasma membrane,protein processing,proteolysis,regulation of BMP signaling pathway,regulation of lipoprotein lipase activity,secretion by cell,serine-type endopeptidase activity,zygotic determination of anterior/posterior axis, embryoG=0, A=21 G=0.0, A=1.0 0.00001 281.206 21 G=0/0, A=10/11

chr12:4553383 G/G A G SNV FGF6 FGF6:exonic:NM_020996.2 1 100 2 synonymous NM_020996.2c.366T>C p.(=) -2.31 0.05(COSM3753229)Fibroblast growth factorrs2241279 0.3992 YES 4.183E-1 (pos.4553383) adenocarcinoma,carcinomaFibroblast growth factor-61-phosphatidylinositol-3-kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,angiogenesis,cartilage condensation,cell proliferation,cell-cell signaling,extracellular region,extracellular space,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,growth factor activity,intracellular,myoblast differentiation,peptidyl-tyrosine phosphorylation,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,positive regulation of cell division,positive regulation of cell proliferation,positive regulation of protein kinase B signaling,protein tyrosine kinase activity,regulation of receptor activity,sarcolemma,signal transductionAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesA=0, G=135 A=0.0, G=1.0 0.00001 2238.23 135 A=0/0, G=93/42

chr10:103530255 CGGGC/CGGGCCGGGGC CGGG,CGGGC INDEL FGF8 FGF8:exonic:NM_033163.3 1 100 6 frameshiftDeletion NM_033163.3c.565delC p.Arg189fs 3.52, 2.35, -0.12, 9.42, 9.42, 0.06 0.92(COSM5492688)Fibroblast growth factorrs377240055,rs7487833571.00E-04 0.0 (pos.103530257) carcinoma Fibroblast growth factor-81-phosphatidylinositol-3-kinase activity,BMP signaling pathway,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,anatomical structure morphogenesis,aorta morphogenesis,apoptotic process,blood vessel remodeling,bone development,branching involved in blood vessel morphogenesis,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,canonical Wnt signaling pathway,cell fate commitment,cell migration involved in mesendoderm migration,cell proliferation in forebrain,chemoattractant activity,corticotropin hormone secreting cell differentiation,dopaminergic neuron differentiation,dorsal/ventral axon guidance,embryonic hindlimb morphogenesis,epithelial to mesenchymal transition involved in endocardial cushion formation,external side of plasma membrane,extracellular region,extracellular space,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,forebrain dorsal/ventral pattern formation,forebrain morphogenesis,forebrain neur22q11 Deletion Syndrome;46, XY Disorders of Sex Development;Abnormalities, Multiple;Agenesis of Corpus Callosum;Anodontia;Cardiovascular Abnormalities;Cardiovascular Diseases;Chromosome Disorders;Cleft Lip;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DiGeorge Syndrome;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gonadal Disorders;Heart Defects, Congenital;Heart Diseases;Hemic and Lymphatic Diseases;Holoprosencephaly;Hypogonadism;Hypoparathyroidism;Jaw Abnormalities;Jaw Diseases;Kallmann Syndrome;Lip Diseases;Lymphatic Abnormalities;Lymphatic Diseases;Male Urogenital Diseases;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Parathyroid Diseases;Stomatognathic Diseases;Stomatognathic System AbnCGGGGC=0, CGGG=0, CGGGC=26CGGGGC=0.0, CGGG=0.0, CGGGC=1.00.00001 270.144 26 CGGGGC=0/0, CGGG=0/0, CGGGC=16/10

chr13:22275583 A/A G A SNV FGF9 FGF9:utr_3:NM_002010.2 1 100 3 utr_3 NM_002010.2c.636G>A p.? 0.02 Fibroblast growth factorrs9509842 3.00E-04 9.999E-1 (pos.22275583) Fibroblast growth factor-9 (glia-activating factor)1-phosphatidylinositol-3-kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,angiogenesis,basement membrane,cell-cell signaling,chondrocyte differentiation,cytoplasm,embryonic digestive tract development,embryonic limb morphogenesis,embryonic skeletal system development,extracellular exosome,extracellular region,extracellular space,eye development,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,growth factor activity,heparin binding,inner ear morphogenesis,lung-associated mesenchyme development,male gonad development,male sex determination,negative regulation of Wnt signaling pathway,negative regulation of transcription from RNA polymerase II promoter,osteoblast differentiation,peptidyl-tyrosine phosphorylation,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,positive regulation of MAPK cascade,positive regulation of activin receptor signaling Adenocarcinoma;Bone Diseases;Bone Diseases, Developmental;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cleft Lip;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Limb Deformities, Congenital;Lip Diseases;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Stomatognathic Diseases;Stomatognathic System Abnormalities;Synostosis;Thoracic Neoplasms;Upper Extremity Deformities, CongenitalBenign G=0, A=191 G=0.0, A=1.0 0.00001 3211.64 191 G=0/0, A=77/114

chr4:15937731 C/C T C SNV FGFBP1 FGFBP1:exonic:NM_005130.4 1 100 3 synonymous NM_005130.4c.525A>G p.(=) -0.36 FGF binding protein 1 (FGF-BP1)rs2072313 0.0358 YES 8.277E-1 (pos.15937731) Fibroblast growth factor-binding protein 1cell surface,cell-cell signaling,extracellular region,extracellular space,fibroblast growth factor binding,fibroblast growth factor receptor signaling pathway,heparin binding,negative regulation of cell proliferation,plasma membrane,positive regulation of cell proliferation,positive regulation of fibroblast growth factor receptor signaling pathway,protein binding,signal transductionT=0, C=21 T=0.0, C=1.0 0.00001 259.495 21 T=0/0, C=12/9

chr4:15964485 A/A G A SNV FGFBP2 FGFBP2:exonic:NM_031950.3 1 100 1 missense NM_031950.3c.268C>T p.Pro90Ser 0.7 74 0.29(COSM447553)FGF binding protein 1 (FGF-BP1)rs758329 0.462 YES 4.943E-1;0.0 (pos.15964485)acute_myeloid_leukaemia,adenocarcinoma,neoplasmextracellular space,growth factor binding G=0, A=21 G=0.0, A=1.0 0.00001 281.231 21 G=0/0, A=15/6

chr1:60228310 TTC/TTC T TTC INDEL FGGY FGGY:utr_3:NM_001113411.1 2 100 17 utr_3 NM_001113411.1c.1782_1783insTCp.? -0.35 FGGY family of carbohydrate kinases, C-terminal domain,FGGY family of carbohydrate kinases, N-terminal domainrs10626387,rs5361263750.1632 YES FGGY carbohydrate kinase domain-containing proteinD-ribulokinase activity,carbohydrate metabolic process,carbohydrate phosphorylation,cell,cellular_component,neuron cellular homeostasis,pentose metabolic process,phosphotransferase activity, alcohol group as acceptorT=0, TTC=61 T=0.0, TTC=1.0 0.00001 925.584 61 T=0/0, TTC=21/40

chr1:15616139 A/A G A SNV FHAD1 FHAD1:exonic:NM_052929.1 1 100 4 missense NM_052929.1c.545G>A p.Arg182His -0.85 0.49 29 0 0.01(COSM3750414),0.01(COSM4142814)FHA domain rs486557 YES 3.795E-2 (pos.15616139) adenocarcinoma,carcinoma,neoplasm,squamous_cell_carcinoma G=0, A=31 G=0.0, A=1.0 0.00001 465.819 31 G=0/0, A=12/19

chr1:15723843 A/A G A SNV FHAD1 FHAD1:exonic:NM_052929.1 1 100 31 synonymous NM_052929.1c.4173G>A p.(=) -0.1 0.04(COSM3996977)FHA domain rs2294490 0.462 YES 4.633E-1 (pos.15723843) acute_myeloid_leukaemia G=0, A=21 G=0.0, A=1.0 0.00001 275.324 21 G=0/0, A=16/5

chr15:22929906 G/G A G SNV CYFIP1 CYFIP1:intronic:NM_014608.5 1 100 intronic NM_014608.5c.569+11A>Gp.? -2.31 Cytoplasmic Fragile-X interacting family,Protein of unknown function (DUF1394)rs2305093,rs386781836,rs8793304410.2662 YES 8.734E-1 (pos.22929906) Cytoplasmic FMRP interacting protein 1Fc-gamma receptor signaling pathway involved in phagocytosis,RNA 7-methylguanosine cap binding,Rac GTPase binding,Rac protein signal transduction,SCAR complex,actin filament binding,axon extension,axonal growth cone,cellular response to insulin stimulus,central region of growth cone,cognition,cytosol,dendrite extension,dendritic growth cone,dendritic spine,excitatory synapse,extracellular exosome,extracellular region,filopodium tip,focal adhesion,lamellipodium,lamellipodium assembly,mRNA cap binding complex,modification of synaptic structure,negative regulation of synaptic vesicle recycling,neuron projection,neuronal cell body,neutrophil degranulation,perinuclear region of cytoplasm,peripheral region of growth cone,positive regulation of Arp2/3 complex-mediated actin nucleation,positive regulation of axon extension,positive regulation of dendrite development,positive regulation of neurotrophin TRK receptor signaling pathway,positive regulation of ruffle assembly,protein binding,protein complex binding,regulatA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=17/8

chr15:22940866 T/T C T SNV CYFIP1 CYFIP1:intronic:NM_014608.5 1 100 intronic NM_014608.5c.1110+21C>Tp.? 0.54 Cytoplasmic Fragile-X interacting family,Protein of unknown function (DUF1394)rs45464395 0.2829 YES 5.247E-1 (pos.22940866) Cytoplasmic FMRP interacting protein 1Fc-gamma receptor signaling pathway involved in phagocytosis,RNA 7-methylguanosine cap binding,Rac GTPase binding,Rac protein signal transduction,SCAR complex,actin filament binding,axon extension,axonal growth cone,cellular response to insulin stimulus,central region of growth cone,cognition,cytosol,dendrite extension,dendritic growth cone,dendritic spine,excitatory synapse,extracellular exosome,extracellular region,filopodium tip,focal adhesion,lamellipodium,lamellipodium assembly,mRNA cap binding complex,modification of synaptic structure,negative regulation of synaptic vesicle recycling,neuron projection,neuronal cell body,neutrophil degranulation,perinuclear region of cytoplasm,peripheral region of growth cone,positive regulation of Arp2/3 complex-mediated actin nucleation,positive regulation of axon extension,positive regulation of dendrite development,positive regulation of neurotrophin TRK receptor signaling pathway,positive regulation of ruffle assembly,protein binding,protein complex binding,regulatC=0, T=66 C=0.0, T=1.0 0.00001 1015.39 66 C=0/0, T=28/38

chr15:22945314 T/T C T SNV CYFIP1 CYFIP1:intronic:NM_014608.5 1 100 intronic NM_014608.5c.1233+152C>Tp.? 0.13 Cytoplasmic Fragile-X interacting family,Protein of unknown function (DUF1394)rs8029108 YES Cytoplasmic FMRP interacting protein 1Fc-gamma receptor signaling pathway involved in phagocytosis,RNA 7-methylguanosine cap binding,Rac GTPase binding,Rac protein signal transduction,SCAR complex,actin filament binding,axon extension,axonal growth cone,cellular response to insulin stimulus,central region of growth cone,cognition,cytosol,dendrite extension,dendritic growth cone,dendritic spine,excitatory synapse,extracellular exosome,extracellular region,filopodium tip,focal adhesion,lamellipodium,lamellipodium assembly,mRNA cap binding complex,modification of synaptic structure,negative regulation of synaptic vesicle recycling,neuron projection,neuronal cell body,neutrophil degranulation,perinuclear region of cytoplasm,peripheral region of growth cone,positive regulation of Arp2/3 complex-mediated actin nucleation,positive regulation of axon extension,positive regulation of dendrite development,positive regulation of neurotrophin TRK receptor signaling pathway,positive regulation of ruffle assembly,protein binding,protein complex binding,regulatC=0, T=67 C=0.0, T=1.0 0.00001 1033.39 67 C=0/0, T=25/42

chr4:153897770 G/A G A SNV FHDC1 FHDC1:exonic:NM_033393.2 1 95.45 11 synonymous NM_033393.2c.3327G>A p.(=) -1.74 0.03(COSM4158864)Formin Homology 2 Domainrs3811832 0.3047 YES 5.824E-1 (pos.153897770)acute_myeloid_leukaemia,neoplasm G=1, A=21 G=0.0455, A=0.9545 0.00001 271.51 22 G=0/1, A=10/11

chr15:25925195 T/C T C SNV ATP10A ATP10A:intronic:NM_024490.3 1 51.85 intronic NM_024490.3c.3866+73A>Gp.? -2.2 Cation transport ATPase (P-type),Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs3736186 YES ATPase, class V, type 10AATP binding,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,ion transmembrane transport,magnesium ion binding,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein binding,regulation of cell shapeAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersT=13, C=14 T=0.4815, C=0.5185 0.00001 132.665 27 T=7/6, C=11/3

chr15:25937004 T/T C T SNV ATP10A ATP10A:intronic:NM_024490.3 1 100 intronic NM_024490.3c.3089-66G>Ap.? -1.46 Cation transport ATPase (P-type),Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs2066705 YES ATPase, class V, type 10AATP binding,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,ion transmembrane transport,magnesium ion binding,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein binding,regulation of cell shapeAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersC=0, T=53 C=0.0, T=1.0 0.00001 782.029 53 C=0/0, T=22/31

chr15:25967085 C/C T C SNV ATP10A ATP10A:intronic:NM_024490.3 1 100 intronic NM_024490.3c.1111-29A>Gp.? -2.02 Cation transport ATPase (P-type),Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs1564828 1.00E-04 9.999E-1;0.0 (pos.25967085) ATPase, class V, type 10AATP binding,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,ion transmembrane transport,magnesium ion binding,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein binding,regulation of cell shapeAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersT=0, C=37 T=0.0, C=1.0 0.00001 583.705 37 T=0/0, C=6/31

chr15:26866265 GA/GA G GA INDEL GABRB3 GABRB3:intronic:NM_000814.5 1 100 intronic NM_000814.5c.461+196C>TCp.? 1.14 Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs112294385 YES Gamma-aminobutyric acid (GABA) A receptor, beta-3GABA-A receptor activity,GABA-A receptor complex,GABA-gated chloride ion channel activity,cell junction,cellular response to histamine,chloride channel complex,chloride transmembrane transport,cochlea development,cytoplasmic vesicle membrane,extracellular ligand-gated ion channel activity,gamma-aminobutyric acid signaling pathway,identical protein binding,inhibitory postsynaptic potential,inner ear receptor cell development,innervation,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,negative regulation of neuron apoptotic process,palate development,plasma membrane,postsynaptic membrane,sensory perception of sound,signal transduction,synapse,transportAbnormalities, Multiple;Angelman Syndrome;Autistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dyssomnias;Epilepsy;Epilepsy, Absence;Epilepsy, Generalized;Genetic Diseases, Inborn;Mental Disorders;Movement Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurodevelopmental Disorders;Sleep Disorders, Intrinsic;Sleep Initiation and Maintenance Disorders;Sleep Wake DisordersAcamprosate,Adinazolam,Alprazolam,Amoxapine,Bromazepam,Butabarbital,Butalbital,Chlordiazepoxide,Cinolazepam,Clobazam,Clonazepam,Clorazepate,Clotiazepam,Desflurane,Diazepam,Enflurane,Ergoloid mesylate,Estazolam,Eszopiclone,Ethanol,Ethchlorvynol,Etomidate,Fludiazepam,Flumazenil,Flurazepam,Fospropofol,Glutethimide,Halazepam,Halothane,Isoflurane,Ivermectin,Lorazepam,Meprobamate,Metharbital,Methoxyflurane,Methyprylon,Midazolam,Nitrazepam,Olanzapine,Oxazepam,Pentobarbital,Piperazine,Prasterone,Prazepam,Primidone,Propofol,Quazepam,Sevoflurane,Stiripentol,Talbutal,Temazepam,Thiocolchicoside,Topiramate,TriazolamG=0, GA=129G=0.0, GA=1.0 0.00001 2083.19 129 G=0/0, GA=79/50

chr9:133779448 A/G A G SNV FIBCD1 FIBCD1:utr_3:NM_032843.4 1 57.58 7 utr_3 NM_032843.4c.1389T>C p.? -1.73 Fibrinogen beta and gamma chains, C-terminal globular domainrs11792889,rs7694217370.2373 YES 0.0 (pos.133779435),2.17E-1 (pos.133779448)Fibrinogene C domain-containing protein 1chitin binding,integral component of membrane,membrane,metal ion binding,protein bindingA=14, G=19 A=0.4242, G=0.5758 0.00001 204.389 33 A=4/10, G=14/5

chr15:28211758 G/G A G SNV OCA2 OCA2:intronic:NM_000275.2 1 100 intronic NM_000275.2c.1636+78T>Cp.? -0.78 Citrate transporter,Sodium:sulfate symporter transmembrane regionrs4778218 YES Pink-eye dilution, murine, homolog of (oculocutaneous albinism II)L-tyrosine transmembrane transporter activity,cell proliferation,cytoplasm,endoplasmic reticulum membrane,endosome membrane,eye pigment biosynthetic process,integral component of membrane,lysosomal membrane,melanin biosynthetic process,melanocyte differentiation,melanosome membrane,protein binding,spermatid development,transmembrane transport,transporter activity,tyrosine transportAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesA=0, G=63 A=0.0, G=1.0 0.00001 958.901 63 A=0/0, G=40/23

chr2:71012604 G/A G A SNV FIGLA FIGLA:exonic:NM_001004311.3 1 57.14 3 synonymous NM_001004311.3c.552C>T p.(=) -1.24 0.07(COSM3758327),0.07(COSM3758328)Helix-loop-helix DNA-binding domainrs7566541 0.4372 YES 9.106E-1 (pos.71012604) adenocarcinomaFactor in germline alpha, mouse, homolog ofRNA polymerase II core promoter proximal region sequence-specific DNA binding,multicellular organism development,nucleus,oocyte development,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,sequence-specific DNA binding,transcription factor binding,transcription factor complex,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingAdnexal Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Ovarian Diseases;Primary Ovarian InsufficiencyBenign G=21, A=28 G=0.4286, A=0.5714 0.00001 330.833 49 G=8/13, A=11/17

chr15:28228644 A/A G A SNV OCA2 OCA2:intronic:NM_000275.2 1 100 intronic NM_000275.2c.1365-15C>Tp.? 0.04 Citrate transporter,Sodium:sulfate symporter transmembrane regionrs12910433 0.2999 YES 1.383E-1 (pos.28228644) Pink-eye dilution, murine, homolog of (oculocutaneous albinism II)L-tyrosine transmembrane transporter activity,cell proliferation,cytoplasm,endoplasmic reticulum membrane,endosome membrane,eye pigment biosynthetic process,integral component of membrane,lysosomal membrane,melanin biosynthetic process,melanocyte differentiation,melanosome membrane,protein binding,spermatid development,transmembrane transport,transporter activity,tyrosine transportAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign G=0, A=21 G=0.0, A=1.0 0.00001 281.228 21 G=0/0, A=4/17

chr15:28231793 C/C T C SNV OCA2 OCA2:intronic:NM_000275.2 1 100 intronic NM_000275.2c.1183-4A>Gp.? -0.27 Citrate transporter,Sodium:sulfate symporter transmembrane regionrs10852218,rs746399137 0.181 YES 0.0 (pos.28231779),9.991E-1 (pos.28231793)Pink-eye dilution, murine, homolog of (oculocutaneous albinism II)L-tyrosine transmembrane transporter activity,cell proliferation,cytoplasm,endoplasmic reticulum membrane,endosome membrane,eye pigment biosynthetic process,integral component of membrane,lysosomal membrane,melanin biosynthetic process,melanocyte differentiation,melanosome membrane,protein binding,spermatid development,transmembrane transport,transporter activity,tyrosine transportAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign T=0, C=27 T=0.0, C=1.0 0.00001 389.957 27 T=0/0, C=15/12

chr3:58112440 G/G A G SNV FLNB FLNB:exonic:NM_001164317.1 1 100 24 synonymous NM_001164317.1c.4173A>G p.(=) -0.26 0.35(COSM4158259),0.35(COSM4158260),0.35(COSM4158261)Calponin homology (CH) domain,Filamin/ABP280 repeatrs2362903 0.3583 YES 9.99E-1 (pos.58112440) ductal_carcinoma,neoplasmFilamin B RNA binding,Z disc,actin binding,actin cytoskeleton,actin cytoskeleton organization,brush border,cadherin binding,cell cortex,cell differentiation,cytoplasm,cytoskeletal anchoring at plasma membrane,cytosol,epithelial cell morphogenesis,extracellular exosome,extracellular matrix,focal adhesion,identical protein binding,integral component of membrane,keratinocyte development,neuron projection,neuronal cell body,nucleus,plasma membrane,protein binding,signal transduction,skeletal muscle tissue development,stress fiberAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Cleft Lip;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Dysostoses;Endocrine System Diseases;Genetic Diseases, Inborn;Jaw Abnormalities;Jaw Diseases;Lip Diseases;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Scoliosis;Spinal Curvatures;Spinal Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Synostosis;Tooth Abnormalities;Tooth DiseasesBenign/Likely benignA=0, G=33 A=0.0, G=1.0 0.00001 504.594 33 A=0/0, G=11/22

chr15:28378122 G/G T G SNV HERC2 HERC2:intronic:NM_004667.5 1 100 intronic NM_004667.5c.12231-146A>Cp.? -1.62 Anaphase-promoting complex, subunit 10 (APC10),Cytochrome b5-like Heme/Steroid binding domain,HECT-domain (ubiquitin-transferase),Mib_herc2,Mouse development and cellular proliferation protein Cullin-7,Regulator of chromosome condensation (RCC1) repeat,Zinc finger, ZZ typers4778141 YES HECT domain and RCC1-like domain 2SUMO binding,cellular response to DNA damage stimulus,centriole,cytoplasm,double-strand break repair via nonhomologous end joining,guanyl-nucleotide exchange factor activity,intracellular protein transport,membrane,mitochondrial inner membrane,nucleoplasm,nucleus,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitination,regulation of molecular function,spermatogenesis,ubiquitin protein ligase activity,ubiquitin protein ligase binding,ubiquitin-protein transferase activity,zinc ion bindingAsthma;Asthma, Occupational;Bronchial Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Hypersensitivity;Hypersensitivity, Immediate;Hypopigmentation;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Pigmentation Disorders;Respiratory Hypersensitivity;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoT=0, G=29 T=0.0, G=1.0 0.00001 427.477 29 T=0/0, G=17/12

chr3:58118555 A/A G A SNV FLNB FLNB:exonic:NM_001164317.1 1 100 27 missense NM_001164317.1c.4504G>A p.Val1502Met 2.95 0.01 21 0.588 0.93(COSM4158265),0.93(COSM4158266),0.93(COSM4158267)Calponin homology (CH) domain,Filamin/ABP280 repeatrs12632456 0.2452 YES 9.736E-1 (pos.58118555) ductal_carcinoma,haemangioblastoma,neoplasmFilamin B RNA binding,Z disc,actin binding,actin cytoskeleton,actin cytoskeleton organization,brush border,cadherin binding,cell cortex,cell differentiation,cytoplasm,cytoskeletal anchoring at plasma membrane,cytosol,epithelial cell morphogenesis,extracellular exosome,extracellular matrix,focal adhesion,identical protein binding,integral component of membrane,keratinocyte development,neuron projection,neuronal cell body,nucleus,plasma membrane,protein binding,signal transduction,skeletal muscle tissue development,stress fiberAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Cleft Lip;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Dysostoses;Endocrine System Diseases;Genetic Diseases, Inborn;Jaw Abnormalities;Jaw Diseases;Lip Diseases;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Scoliosis;Spinal Curvatures;Spinal Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Synostosis;Tooth Abnormalities;Tooth DiseasesBenign/Likely benignG=0, A=76 G=0.0, A=1.0 0.00001 1209.59 76 G=0/0, A=38/38

chr15:28419497 T/T TA T INDEL HERC2 HERC2:intronic:NM_004667.5 1 100 intronic NM_004667.5c.10057+44TA>Ap.? -0.84, 0.11 Anaphase-promoting complex, subunit 10 (APC10),Cytochrome b5-like Heme/Steroid binding domain,HECT-domain (ubiquitin-transferase),Mib_herc2,Mouse development and cellular proliferation protein Cullin-7,Regulator of chromosome condensation (RCC1) repeat,Zinc finger, ZZ typers397783208,rs584889225.00E-04 1.0 (pos.28419497) HECT domain and RCC1-like domain 2SUMO binding,cellular response to DNA damage stimulus,centriole,cytoplasm,double-strand break repair via nonhomologous end joining,guanyl-nucleotide exchange factor activity,intracellular protein transport,membrane,mitochondrial inner membrane,nucleoplasm,nucleus,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitination,regulation of molecular function,spermatogenesis,ubiquitin protein ligase activity,ubiquitin protein ligase binding,ubiquitin-protein transferase activity,zinc ion bindingAsthma;Asthma, Occupational;Bronchial Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Hypersensitivity;Hypersensitivity, Immediate;Hypopigmentation;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Pigmentation Disorders;Respiratory Hypersensitivity;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoTA=0, T=26 TA=0.0, T=1.0 0.00001 361.608 26 TA=0/0, T=13/13

chr3:58154327 T/T C T SNV

FLNB,FLNB-

AS1 FLNB-AS1:intronic_nc:NR_135534.1, FLNB:exonic:NM_001164317.1 1
100

45 synonymous NM_001164317.1, NR_135534.1c.7452C>T p.(=) -1.1 0.11(COSM5019470),0.11(COSM5019471)Calponin homology (CH) domain,Filamin/ABP280 repeatrs8640 0.252 YES 9.155E-1 (pos.58154327) haemangioblastomaFilamin B RNA binding,Z disc,actin binding,actin cytoskeleton,actin cytoskeleton organization,brush border,cadherin binding,cell cortex,cell differentiation,cytoplasm,cytoskeletal anchoring at plasma membrane,cytosol,epithelial cell morphogenesis,extracellular exosome,extracellular matrix,focal adhesion,identical protein binding,integral component of membrane,keratinocyte development,neuron projection,neuronal cell body,nucleus,plasma membrane,protein binding,signal transduction,skeletal muscle tissue development,stress fiberAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Cleft Lip;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Dysostoses;Endocrine System Diseases;Genetic Diseases, Inborn;Jaw Abnormalities;Jaw Diseases;Lip Diseases;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Scoliosis;Spinal Curvatures;Spinal Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Synostosis;Tooth Abnormalities;Tooth DiseasesBenign/Likely benignC=0, T=55 C=0.0, T=1.0 0.00001 814.907 55 C=0/0, T=27/28

chr11:63883985 C/C T C SNV

FLRT1,MACR

OD1 FLRT1:exonic:NM_013280.4, MACROD1:intronic:NM_014067.3 1
100

2 synonymous NM_014067.3, NM_013280.4c.517+34726A>G, c.246T>Cp.?, p.(=) -2 Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies),Macro domainrs614397 0.14 YES 4.216E-1 (pos.63883985) Fibronectin-like domain-containing leucine-rich transmembrane protein-1,Macro domain-containing 1cell adhesion,cell-cell junction,cellular response to DNA damage stimulus,cytokine-mediated signaling pathway,cytoplasm,cytoplasmic vesicle,cytoplasmic vesicle membrane,deacetylase activity,dendrite development,endoplasmic reticulum membrane,extracellular space,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,focal adhesion,hydrolase activity, acting on glycosyl bonds,integral component of plasma membrane,mitochondrion,negative regulation of JAK-STAT cascade,negative regulation of protein kinase activity,neuron projection extension,neuron projection terminus,neuronal cell body membrane,nucleoplasm,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulation of synapse assembly,protein binding,protein binding, bridging,protein de-ADP-ribosylation,protein kinase inhibitor activity,proteinaceous extracellular matrix,purine nucleoside metabolic process,signal transducer activity, downstream of receptorT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=11/13

chr11:63884027 T/T C T SNV

FLRT1,MACR

OD1 FLRT1:exonic:NM_013280.4, MACROD1:intronic:NM_014067.3 1
100

2 synonymous NM_014067.3, NM_013280.4c.517+34684G>A, c.288C>Tp.?, p.(=) -6.77 0.01(COSM3765576)Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies),Macro domainrs614035 0.3166 YES 3.265E-1 (pos.63884027) carcinoma,hepatocellular_carcinomaFibronectin-like domain-containing leucine-rich transmembrane protein-1,Macro domain-containing 1cell adhesion,cell-cell junction,cellular response to DNA damage stimulus,cytokine-mediated signaling pathway,cytoplasm,cytoplasmic vesicle,cytoplasmic vesicle membrane,deacetylase activity,dendrite development,endoplasmic reticulum membrane,extracellular space,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,focal adhesion,hydrolase activity, acting on glycosyl bonds,integral component of plasma membrane,mitochondrion,negative regulation of JAK-STAT cascade,negative regulation of protein kinase activity,neuron projection extension,neuron projection terminus,neuronal cell body membrane,nucleoplasm,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulation of synapse assembly,protein binding,protein binding, bridging,protein de-ADP-ribosylation,protein kinase inhibitor activity,proteinaceous extracellular matrix,purine nucleoside metabolic process,signal transducer activity, downstream of receptorC=0, T=38 C=0.0, T=1.0 0.00001 603.786 38 C=0/0, T=16/22

chr15:29428556 G/G C G SNV FAM189A1 FAM189A1:intronic:NM_015307.1 1 100 intronic NM_015307.1c.927+13G>Cp.? -0.33 CD20-like familyrs8023368 YES 3.229E-1;0.0 (pos.29428556) integral component of membrane C=0, G=26 C=0.0, G=1.0 0.00001 363.054 26 C=0/0, G=20/6

chr11:63885704 T/T C T SNV

FLRT1,MACR

OD1 FLRT1:exonic:NM_013280.4, MACROD1:intronic:NM_014067.3 1
100

2 synonymous NM_014067.3, NM_013280.4c.517+33007G>A, c.1965C>Tp.?, p.(=) -1.06 0.17(COSM3765577)Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies),Macro domainrs677447 0.3172 YES 3.275E-1 (pos.63885704) carcinoma,hepatocellular_carcinomaFibronectin-like domain-containing leucine-rich transmembrane protein-1,Macro domain-containing 1cell adhesion,cell-cell junction,cellular response to DNA damage stimulus,cytokine-mediated signaling pathway,cytoplasm,cytoplasmic vesicle,cytoplasmic vesicle membrane,deacetylase activity,dendrite development,endoplasmic reticulum membrane,extracellular space,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,focal adhesion,hydrolase activity, acting on glycosyl bonds,integral component of plasma membrane,mitochondrion,negative regulation of JAK-STAT cascade,negative regulation of protein kinase activity,neuron projection extension,neuron projection terminus,neuronal cell body membrane,nucleoplasm,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulation of synapse assembly,protein binding,protein binding, bridging,protein de-ADP-ribosylation,protein kinase inhibitor activity,proteinaceous extracellular matrix,purine nucleoside metabolic process,signal transducer activity, downstream of receptorC=0, T=24 C=0.0, T=1.0 0.00001 334.787 24 C=0/0, T=20/4

chr15:31203093 C/T C T SNV FAN1 FAN1:intronic:NM_014967.4 1 50 intronic NM_014967.4c.1577+75C>Tp.? -0.79 VRR-NUC domainrs3794594 0.4177 YES 7.887E-1 (pos.31203093) FANCD2/FANCI-associated nuclease 15'-3' exonuclease activity,5'-flap endonuclease activity,DNA binding,DNA repair,cytosol,double-strand break repair via homologous recombination,flap-structured DNA binding,intercellular bridge,interstrand cross-link repair,magnesium ion binding,nuclease activity,nucleic acid phosphodiester bond hydrolysis,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair, DNA incision,nucleus,phosphodiesterase I activity,protein binding,ubiquitin-dependent protein bindingFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nephritis, Interstitial;Urologic DiseasesC=17, T=17 C=0.5, T=0.5 0.00001 172.008 34 C=4/13, T=4/13

chr15:31218164 T/C T C SNV FAN1 FAN1:intronic:NM_014967.4 1 50 intronic NM_014967.4c.2488+22T>Cp.? -0.12 VRR-NUC domainrs2959037,rs769105442 0.41 YES 9.809E-1;0.0 (pos.31218164) FANCD2/FANCI-associated nuclease 15'-3' exonuclease activity,5'-flap endonuclease activity,DNA binding,DNA repair,cytosol,double-strand break repair via homologous recombination,flap-structured DNA binding,intercellular bridge,interstrand cross-link repair,magnesium ion binding,nuclease activity,nucleic acid phosphodiester bond hydrolysis,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair, DNA incision,nucleus,phosphodiesterase I activity,protein binding,ubiquitin-dependent protein bindingFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nephritis, Interstitial;Urologic DiseasesT=11, C=11 T=0.5, C=0.5 0.00001 94.6067 22 T=6/5, C=3/8

chr14:86088056 C/C T C SNV FLRT2 FLRT2:exonic:NM_013231.5 1 100 2 synonymous NM_013231.5c.198T>C p.(=) 2.4 0.66(COSM4595212)Fibronectin type III domain,Leucine Rich Repeat,Leucine Rich repeat,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs10141266 9.72E-1 (pos.86088056) squamous_cell_carcinomaFibronectin-like domain-containing leucine-rich transmembrane protein-2axon guidance,basement membrane organization,biological_process,cell adhesion involved in heart morphogenesis,cell-cell junction,chemorepellent activity,cytokine-mediated signaling pathway,cytoplasm,endoplasmic reticulum membrane,extracellular exosome,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,focal adhesion,heart morphogenesis,integral component of plasma membrane,negative chemotaxis,negative regulation of JAK-STAT cascade,negative regulation of protein kinase activity,neuron projection,organelle membrane,plasma membrane,positive regulation of synapse assembly,protein binding, bridging,protein kinase inhibitor activity,proteinaceous extracellular matrix,regulation of neuron migration,signal transducer activity, downstream of receptor,synapseT=0, C=57 T=0.0, C=1.0 0.00001 849.613 57 T=0/0, C=29/28

chr15:31245880 T/T C T SNV MTMR10 MTMR10:intronic:NM_017762.2 1 100 intronic NM_017762.2c.1067-46G>Ap.? -0.2 Myotubularin-associated protein,Myotubularin-like phosphatase domainrs1404467,rs748105541 0.2149 YES 1.718E-3 (pos.31245878),8.469E-1 (pos.31245880) cytosol C=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=10/13

chr15:31341461 A/A G A SNV TRPM1 TRPM1:intronic:NM_001252020.1 1 100 intronic NM_001252020.1c.1623+117C>Tp.? -1.54 Ion transport protein,Tetramerisation domain of TRPMrs10851487 YES Transient receptor potential cation channel, subfamily M, member 1 (melastatin)G-protein coupled glutamate receptor signaling pathway,calcium channel activity,calcium ion transmembrane transport,calcium ion transport into cytosol,cation channel activity,cation transmembrane transport,cellular response to light stimulus,integral component of membrane,integral component of plasma membrane,new growing cell tip,plasma membrane,protein tetramerization,retinal rod cell development,transport,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Vision DisordersG=0, A=73 G=0.0, A=1.0 0.00001 1149.87 73 G=0/0, A=44/29

chr15:31341516 T/T C T SNV TRPM1 TRPM1:intronic:NM_001252020.1 1 100 intronic NM_001252020.1c.1623+62G>Ap.? -0.36 Ion transport protein,Tetramerisation domain of TRPMrs2288241 YES Transient receptor potential cation channel, subfamily M, member 1 (melastatin)G-protein coupled glutamate receptor signaling pathway,calcium channel activity,calcium ion transmembrane transport,calcium ion transport into cytosol,cation channel activity,cation transmembrane transport,cellular response to light stimulus,integral component of membrane,integral component of plasma membrane,new growing cell tip,plasma membrane,protein tetramerization,retinal rod cell development,transport,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Vision DisordersC=0, T=73 C=0.0, T=1.0 0.00001 1150.5 73 C=0/0, T=44/29

chr15:31359457 G/G T G SNV TRPM1 TRPM1:intronic:NM_001252020.1 1 100 intronic NM_001252020.1c.545-67A>Cp.? -0.48 Ion transport protein,Tetramerisation domain of TRPMrs35345394,rs3784599 YES Transient receptor potential cation channel, subfamily M, member 1 (melastatin)G-protein coupled glutamate receptor signaling pathway,calcium channel activity,calcium ion transmembrane transport,calcium ion transport into cytosol,cation channel activity,cation transmembrane transport,cellular response to light stimulus,integral component of membrane,integral component of plasma membrane,new growing cell tip,plasma membrane,protein tetramerization,retinal rod cell development,transport,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Vision DisordersT=0, G=28 T=0.0, G=1.0 0.00001 408.718 28 T=0/0, G=13/15

chr1:213068595 T/T C T SNV FLVCR1 FLVCR1:exonic:NM_014053.3 1 100 10 missense NM_014053.3c.1631C>T p.Thr544Met -0.36 0.02 81 0.863 0.02(COSM1560294)Major Facilitator Superfamilyrs3207090,rs886044676 0.4751 YES 4.787E-1 (pos.213068595)carcinoma Feline leukemia virus subgroup C receptor 1blood vessel development,cellular iron ion homeostasis,embryonic digit morphogenesis,embryonic skeletal system morphogenesis,erythrocyte differentiation,erythrocyte maturation,head morphogenesis,heme export,heme transport,heme transporter activity,in utero embryonic development,integral component of membrane,integral component of plasma membrane,mitochondrial membrane,mitochondrial transport,mitochondrion,multicellular organism development,multicellular organism growth,plasma membrane,protein binding,regulation of organ growth,spleen development,transmembrane transport,transport,transporter activityAtaxia;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Nervous System Diseases;Neurologic Manifestations;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign/Likely benignC=0, T=89 C=0.0, T=1.0 0.00001 1472.36 89 C=0/0, T=46/43

chr15:31369223 T/T C T SNV TRPM1 TRPM1:intronic:NM_001252020.1 1 100 intronic NM_001252020.1c.55-36G>Ap.? -1.17 Ion transport protein,Tetramerisation domain of TRPMrs4779817 YES 9.817E-1 (pos.31369223) Transient receptor potential cation channel, subfamily M, member 1 (melastatin)G-protein coupled glutamate receptor signaling pathway,calcium channel activity,calcium ion transmembrane transport,calcium ion transport into cytosol,cation channel activity,cation transmembrane transport,cellular response to light stimulus,integral component of membrane,integral component of plasma membrane,new growing cell tip,plasma membrane,protein tetramerization,retinal rod cell development,transport,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Vision DisordersC=0, T=73 C=0.0, T=1.0 0.00001 1142.97 73 C=0/0, T=29/44

chr15:33842222 G/G C G SNV RYR3 RYR3:intronic:NM_001036.4 1 100 intronic NM_001036.4c.816-139C>Gp.? 0.11 EF hand,EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs1865496 YES Ryanodine receptor-3calcium ion binding,calcium ion transmembrane transport,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cellular response to ATP,cellular response to caffeine,cellular response to calcium ion,cellular response to magnesium ion,integral component of membrane,ion transmembrane transport,lipid transport,lipid transporter activity,negative regulation of cytosolic calcium ion concentration,perinuclear region of cytoplasm,plasma membrane,protein homotetramerization,regulation of cardiac conduction,release of sequestered calcium ion into cytosol,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reticulum,sarcoplasmic reticulum membraneCalcium Citrate,Calcium PhosphateC=0, G=29 C=0.0, G=1.0 0.00001 427.498 29 C=0/0, G=19/10

chr15:33876543 T/T C T SNV RYR3 RYR3:intronic:NM_001036.4 1 100 intronic NM_001036.4c.1574-53C>Tp.? -5.09 EF hand,EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs624954 0.2388 YES Ryanodine receptor-3calcium ion binding,calcium ion transmembrane transport,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cellular response to ATP,cellular response to caffeine,cellular response to calcium ion,cellular response to magnesium ion,integral component of membrane,ion transmembrane transport,lipid transport,lipid transporter activity,negative regulation of cytosolic calcium ion concentration,perinuclear region of cytoplasm,plasma membrane,protein homotetramerization,regulation of cardiac conduction,release of sequestered calcium ion into cytosol,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reticulum,sarcoplasmic reticulum membraneCalcium Citrate,Calcium PhosphateC=0, T=82 C=0.0, T=1.0 0.00001 1329.65 82 C=0/0, T=64/18

chr16:2946433 C/T C T SNV FLYWCH2 FLYWCH2:utr_5:NM_001142500.1 1 45.45 3 utr_5 NM_001142500.1c.-18C>T p.? 0.27 FLYWCH-type zinc finger-containing proteinrs2285824 0.0769 YES 2.324E-1 (pos.2946433) RNA binding,biological_process,cellular_component C=12, T=10 C=0.5455, T=0.4545 0.00001 81.7497 22 C=6/6, T=8/2

chr1:171168584 TG/TG CA TG MNV FMO2 FMO2:exonic:NM_001460.4 2 100 5 missense NM_001460.4c.584_585delCAinsTGp.Ser195Leu 5.98, -4.4 145 0.99(COSM146682)Flavin-binding monooxygenase-like,L-lysine 6-monooxygenase (NADPH-requiring),Pyridine nucleotide-disulphide oxidoreductasers2020861,rs2020862,rs386636736,rs8793431830.3201 YES 5.607E-1;0.0 (pos.171168584),6.039E-1 (pos.171168585)acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinoma,neoplasmFlavin-containing monooxygenase 2, pulmonaryN,N-dimethylaniline monooxygenase activity,NADP binding,NADP metabolic process,NADPH oxidation,drug metabolic process,endoplasmic reticulum membrane,flavin adenine dinucleotide binding,integral component of membrane,membrane,monooxygenase activity,organelle membrane,organic acid metabolic process,oxidation-reduction process,oxygen metabolic process,toxin metabolic process,xenobiotic metabolic processEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesCA=0, TG=69CA=0.0, TG=1.0 0.00001 1072.78 69 CA=0/0, TG=23/46

chr15:34016419 T/C T C SNV RYR3 RYR3:intronic:NM_001036.4 1 46.43 intronic NM_001036.4c.6912+42T>Cp.? 0.42 EF hand,EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs16957866 0.0239 YES 1.106E-1 (pos.34016419) Ryanodine receptor-3calcium ion binding,calcium ion transmembrane transport,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cellular response to ATP,cellular response to caffeine,cellular response to calcium ion,cellular response to magnesium ion,integral component of membrane,ion transmembrane transport,lipid transport,lipid transporter activity,negative regulation of cytosolic calcium ion concentration,perinuclear region of cytoplasm,plasma membrane,protein homotetramerization,regulation of cardiac conduction,release of sequestered calcium ion into cytosol,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reticulum,sarcoplasmic reticulum membraneCalcium Citrate,Calcium PhosphateT=15, C=13 T=0.5357, C=0.4643 0.00001 117.921 28 T=3/12, C=1/12

chr15:34064043 C/C T C SNV RYR3 RYR3:intronic:NM_001036.4 1 100 intronic NM_001036.4c.8817-78T>Cp.? -0.51 EF hand,EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs1429754 Ryanodine receptor-3calcium ion binding,calcium ion transmembrane transport,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cellular response to ATP,cellular response to caffeine,cellular response to calcium ion,cellular response to magnesium ion,integral component of membrane,ion transmembrane transport,lipid transport,lipid transporter activity,negative regulation of cytosolic calcium ion concentration,perinuclear region of cytoplasm,plasma membrane,protein homotetramerization,regulation of cardiac conduction,release of sequestered calcium ion into cytosol,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reticulum,sarcoplasmic reticulum membraneCalcium Citrate,Calcium PhosphateT=0, C=30 T=0.0, C=1.0 0.00001 446.631 30 T=0/0, C=17/13

chr15:34537435 T/T C T SNV SLC12A6 SLC12A6:intronic:NM_133647.1 1 100 intronic NM_133647.1c.1943+51G>Ap.? -1.93 Amino acid permease,Solute carrier family 12rs4371122 6.00E-04 YES 1.0 (pos.34537435) Solute carrier family 12 (potassium/chloride transporters), member 6angiogenesis,basolateral plasma membrane,cellular hypotonic response,cellular hypotonic salinity response,chemical synaptic transmission,chloride transmembrane transport,integral component of membrane,integral component of plasma membrane,ion transport,plasma membrane,potassium ion import,potassium ion symporter activity,potassium ion transmembrane transport,potassium ion transmembrane transporter activity,potassium:chloride symporter activity,protein kinase binding,rubidium ion transmembrane transporter activity,rubidium ion transportAgenesis of Corpus Callosum;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Nervous System Diseases;Nervous System Malformations;Neuromuscular Diseases;Peripheral Nervous System DiseasesPotassium Chloride C=0, T=66 C=0.0, T=1.0 0.00001 1015.4 66 C=0/0, T=25/41

chr2:216235089 T/T C T SNV FN1 FN1:exonic:NM_212482.2 1 100 41 missense NM_212482.2c.6781G>A p.Val2261Ile 3.8 0.9 29 0.002 Fibronectin type I domain,Fibronectin type II domain,Fibronectin type III domainrs1250209,rs773415318 0 0.0 (pos.216235088),1.0 (pos.216235089)Fibronectin-1acute-phase response,angiogenesis,apical plasma membrane,basal lamina,blood microparticle,calcium-independent cell-matrix adhesion,cell adhesion,cell-substrate junction assembly,cellular protein metabolic process,chaperone binding,collagen binding,disordered domain specific binding,endodermal cell differentiation,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment,enzyme binding,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,fibrinogen complex,heparin binding,identical protein binding,integrin activation,integrin binding,interaction with other organism via secreted substance involved in symbiotic interaction,interaction with symbiont,leukocyte migration,negative regulation of transforming growth factor-beta secretion,peptidase activator activity,peptide cross-linking,platelet alpha granule lumen,platelet degranulation,positive regulation of axon extension,positive regulation of Abortion, Spontaneous;Aortic Valve Insufficiency;Astrocytoma;Breast Diseases;Breast Neoplasms;Carcinogenesis;Cardiomegaly;Cardiovascular Diseases;Cell Transformation, Neoplastic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Crohn Disease;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Glioblastoma;Glioma;Glomerulonephritis;Glomerulonephritis, Membranoproliferative;Glomerulosclerosis, Focal Segmental;Glucose Metabolism Disorders;Heart Diseases;Heart Valve Diseases;Hypertension;Hypertrophy, Left Ventricular;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Kidney Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Metabolic Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;NeoplasmsOcriplasmin C=0, T=52 C=0.0, T=1.0 0.00001 767.015 52 C=0/0, T=19/33

chr15:35196492 T/T C T SNV AQR AQR:intronic:NM_014691.2 1 100 intronic NM_014691.2c.2001+45G>Ap.? -0.12 AAA domain,Intron-binding protein aquarius N-terminus,Type III restriction enzyme, res subunitrs12898639 0.2695 YES 6.3E-1 (pos.35196492) Aquarius, mouse, homolog ofRNA binding,catalytic step 2 spliceosome,mRNA splicing, via spliceosome,membrane,nucleoplasm,protein binding,spliceosomal complex,transcription-coupled nucleotide-excision repairC=0, T=59 C=0.0, T=1.0 0.00001 884.762 59 C=0/0, T=44/15

chr2:216249587 T/T C T SNV FN1 FN1:exonic:NM_212482.2 1 100 29 synonymous NM_212482.2c.4725G>A p.(=) 0.84 Fibronectin type I domain,Fibronectin type II domain,Fibronectin type III domainrs13652 0.1273 YES 9.986E-1 (pos.216249587) Fibronectin-1acute-phase response,angiogenesis,apical plasma membrane,basal lamina,blood microparticle,calcium-independent cell-matrix adhesion,cell adhesion,cell-substrate junction assembly,cellular protein metabolic process,chaperone binding,collagen binding,disordered domain specific binding,endodermal cell differentiation,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment,enzyme binding,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,fibrinogen complex,heparin binding,identical protein binding,integrin activation,integrin binding,interaction with other organism via secreted substance involved in symbiotic interaction,interaction with symbiont,leukocyte migration,negative regulation of transforming growth factor-beta secretion,peptidase activator activity,peptide cross-linking,platelet alpha granule lumen,platelet degranulation,positive regulation of axon extension,positive regulation of Abortion, Spontaneous;Aortic Valve Insufficiency;Astrocytoma;Breast Diseases;Breast Neoplasms;Carcinogenesis;Cardiomegaly;Cardiovascular Diseases;Cell Transformation, Neoplastic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Crohn Disease;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Glioblastoma;Glioma;Glomerulonephritis;Glomerulonephritis, Membranoproliferative;Glomerulosclerosis, Focal Segmental;Glucose Metabolism Disorders;Heart Diseases;Heart Valve Diseases;Hypertension;Hypertrophy, Left Ventricular;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Kidney Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Metabolic Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;NeoplasmsOcriplasmin C=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=15/14

chr15:35674184 G/G T G SNV DPH6 DPH6:intronic:NM_080650.3 1 100 intronic NM_080650.3c.568-67A>Cp.? 0.15 Diphthamide synthasers80019930 YES ATP binding,cytosol,diphthine-ammonia ligase activity,nucleolus,nucleus,peptidyl-diphthamide biosynthetic process from peptidyl-histidine,positive regulation of protein targeting to mitochondrion,regulation of protein stabilityT=0, G=51 T=0.0, G=1.0 0.00001 754.584 51 T=0/0, G=28/23

chr17:80708601 G/G C G SNV FN3K FN3K:exonic:NM_022158.3 1 100 6 synonymous NM_022158.3c.900C>G p.(=) -0.93 0.09(COSM4130870)Fructosamine kinase,Phosphotransferase enzyme familyrs1056534 0.3937 YES 6.327E-1 (pos.80708601) adenocarcinoma,neoplasmFructosamine 3-kinasecellular_component,cytosol,epithelial cell differentiation,fructosamine metabolic process,fructosamine-3-kinase activity,fructoselysine metabolic process,kinase activity,phosphorylation,post-translational protein modificationC=0, G=22 C=0.0, G=1.0 0.00001 298.892 22 C=0/0, G=16/6

chr15:40282625 C/C T C SNV EIF2AK4 EIF2AK4:intronic:NM_001013703.3 1 100 intronic NM_001013703.3c.2631+47T>Cp.? -0.15 Anticodon binding domain of tRNAs,Histidyl-tRNA synthetase,Protein kinase domain,Protein tyrosine kinase,RWD domainrs4144472 0.0015 YES 9.999E-1;0.0 (pos.40282625) Eukaryotic translation initiation factor 2-alpha kinase 4ATP binding,DNA damage checkpoint,T cell activation involved in immune response,adaptive immune response,cell cycle arrest,cellular response to UV,cellular response to amino acid starvation,cellular response to cold,cellular response to leucine starvation,cytosolic ribosome,defense response to virus,eiF2alpha phosphorylation in response to endoplasmic reticulum stress,eukaryotic translation initiation factor 2alpha kinase activity,induction by virus of host autophagy,learning,long-term memory,negative regulation by host of viral genome replication,negative regulation of CREB transcription factor activity,negative regulation of neuron differentiation,negative regulation of translational initiation,negative regulation of translational initiation in response to stress,neuron projection extension,polysome,positive regulation of adaptive immune response,positive regulation of defense response to virus by host,positive regulation of long-term synaptic potentiation,positive regulation of translational initiation in Amino Acid Metabolism, Inborn Errors;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hair Diseases;Hemangioma;Hemangioma, Capillary;Hypertension, Pulmonary;Immune System Diseases;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Vascular Tissue;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Pulmonary Veno-Occlusive Disease;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Vascular DiseasesT=0, C=60 T=0.0, C=1.0 0.00001 903.529 60 T=0/0, C=15/45

chr15:40300214 C/C G C SNV EIF2AK4 EIF2AK4:intronic:NM_001013703.3 1 100 intronic NM_001013703.3c.3408-14G>Cp.? 1.55 Anticodon binding domain of tRNAs,Histidyl-tRNA synthetase,Protein kinase domain,Protein tyrosine kinase,RWD domainrs2279580 0.371 YES 3.035E-1 (pos.40300214) Eukaryotic translation initiation factor 2-alpha kinase 4ATP binding,DNA damage checkpoint,T cell activation involved in immune response,adaptive immune response,cell cycle arrest,cellular response to UV,cellular response to amino acid starvation,cellular response to cold,cellular response to leucine starvation,cytosolic ribosome,defense response to virus,eiF2alpha phosphorylation in response to endoplasmic reticulum stress,eukaryotic translation initiation factor 2alpha kinase activity,induction by virus of host autophagy,learning,long-term memory,negative regulation by host of viral genome replication,negative regulation of CREB transcription factor activity,negative regulation of neuron differentiation,negative regulation of translational initiation,negative regulation of translational initiation in response to stress,neuron projection extension,polysome,positive regulation of adaptive immune response,positive regulation of defense response to virus by host,positive regulation of long-term synaptic potentiation,positive regulation of translational initiation in Amino Acid Metabolism, Inborn Errors;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hair Diseases;Hemangioma;Hemangioma, Capillary;Hypertension, Pulmonary;Immune System Diseases;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Vascular Tissue;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Pulmonary Veno-Occlusive Disease;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Vascular DiseasesBenign G=0, C=52 G=0.0, C=1.0 0.00001 767.011 52 G=0/0, C=29/23

chr15:40322552 T/T G T SNV EIF2AK4 EIF2AK4:intronic:NM_001013703.3 1 100 intronic NM_001013703.3c.4562-8G>Tp.? 0.3 0.01(COSM6310306)Anticodon binding domain of tRNAs,Histidyl-tRNA synthetase,Protein kinase domain,Protein tyrosine kinase,RWD domainrs2250402,rs746660910,rs761556153,rs7617292840.0773 YES 0.0 (pos.40322550),0.0;0.0;0.0 (pos.40322548),0.0;0.0;0.0 (pos.40322551),7.729E-1 (pos.40322552)neoplasm Eukaryotic translation initiation factor 2-alpha kinase 4ATP binding,DNA damage checkpoint,T cell activation involved in immune response,adaptive immune response,cell cycle arrest,cellular response to UV,cellular response to amino acid starvation,cellular response to cold,cellular response to leucine starvation,cytosolic ribosome,defense response to virus,eiF2alpha phosphorylation in response to endoplasmic reticulum stress,eukaryotic translation initiation factor 2alpha kinase activity,induction by virus of host autophagy,learning,long-term memory,negative regulation by host of viral genome replication,negative regulation of CREB transcription factor activity,negative regulation of neuron differentiation,negative regulation of translational initiation,negative regulation of translational initiation in response to stress,neuron projection extension,polysome,positive regulation of adaptive immune response,positive regulation of defense response to virus by host,positive regulation of long-term synaptic potentiation,positive regulation of translational initiation in Amino Acid Metabolism, Inborn Errors;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hair Diseases;Hemangioma;Hemangioma, Capillary;Hypertension, Pulmonary;Immune System Diseases;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Vascular Tissue;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Pulmonary Veno-Occlusive Disease;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Vascular DiseasesBenign G=0, T=21 G=0.0, T=1.0 0.00001 281.136 21 G=0/0, T=12/9

chr15:40565055 A/A G A SNV

BUB1B-

PAK6,PAK6 PAK6:intronic:NM_001276717.1, BUB1B-PAK6:intronic:NM_001128628.21
100

intronic NM_001128628.2, NM_001276717.1c.1357-12G>A, c.1357-12G>Ap.?, p.? -1 Kinase-like,P21-Rho-binding domain,Protein kinase domain,Protein tyrosine kinasers2253603 0.257 YES 2.928E-1 (pos.40565055) p21-activated kinase 6ATP binding,Rac GTPase binding,Rho protein signal transduction,actin cytoskeleton organization,activation of protein kinase activity,apoptotic process,cadherin binding,cell junction,cell migration,cytoplasm,cytoskeleton organization,fibrillar center,nucleus,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of MAPK cascade,regulation of apoptotic process,regulation of mitotic cell cycle,regulation of transcription, DNA-templated,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascadeGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Prostatic Diseases;Prostatic Neoplasms;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Urogenital NeoplasmsG=0, A=24 G=0.0, A=1.0 0.00001 334.772 24 G=0/0, A=9/15

chr6:159652931 C/C G C SNV FNDC1 FNDC1:exonic:NM_032532.2 1 100 11 missense NM_032532.2c.1387G>C p.Glu463Gln -0.11 1 29 0 0(COSM450819)Fibronectin type III domainrs420137 0.104 YES 6.39E-1 (pos.159652931) acute_myeloid_leukaemiaFibronectin type III domain-containing protein 1extracellular region,nuclear speckCardiovascular Diseases;Coronary Disease;Heart Diseases;Myocardial Ischemia;Vascular DiseasesG=0, C=39 G=0.0, C=1.0 0.00001 623.98 39 G=0/0, C=27/12

chr15:40583458 G/G A G SNV PLCB2 PLCB2:intronic:NM_004573.2 1 100 intronic NM_004573.2c.2870+8T>Cp.? -1.25 C2 domain,PLC-beta C terminal,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-likers936209 0.0067 YES 9.257E-1 (pos.40583458) Phospholipase C, beta-2G-protein coupled receptor signaling pathway,Wnt signaling pathway, calcium modulating pathway,activation of phospholipase C activity,calcium ion binding,cytosol,inositol phosphate metabolic process,intracellular,intracellular signal transduction,lipid catabolic process,phosphatidylinositol phospholipase C activity,phospholipase C activity,phospholipid metabolic process,sensory perception of bitter taste,signal transducer activityA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=11/11

chr15:40595414 C/C G C SNV PLCB2 PLCB2:intronic:NM_004573.2 1 100 intronic NM_004573.2c.231+75C>Gp.? -0.28 C2 domain,PLC-beta C terminal,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-likers1869902 YES Phospholipase C, beta-2G-protein coupled receptor signaling pathway,Wnt signaling pathway, calcium modulating pathway,activation of phospholipase C activity,calcium ion binding,cytosol,inositol phosphate metabolic process,intracellular,intracellular signal transduction,lipid catabolic process,phosphatidylinositol phospholipase C activity,phospholipase C activity,phospholipid metabolic process,sensory perception of bitter taste,signal transducer activityG=0, C=42 G=0.0, C=1.0 0.00001 685.221 42 G=0/0, C=15/27

chr15:40595565 C/T C T SNV PLCB2 PLCB2:intronic:NM_004573.2 1 50 intronic NM_004573.2c.163-8G>Ap.? -4.01 0.01(COSM4418641),0.01(COSM4418642)C2 domain,PLC-beta C terminal,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-likers2305645 0.3302 YES 1.355E-1 (pos.40595565) acute_myeloid_leukaemia,adenocarcinomaPhospholipase C, beta-2G-protein coupled receptor signaling pathway,Wnt signaling pathway, calcium modulating pathway,activation of phospholipase C activity,calcium ion binding,cytosol,inositol phosphate metabolic process,intracellular,intracellular signal transduction,lipid catabolic process,phosphatidylinositol phospholipase C activity,phospholipase C activity,phospholipid metabolic process,sensory perception of bitter taste,signal transducer activityC=29, T=30 C=0.4915, T=0.5085 0.00001 304.345 60 C=12/17, T=2/28

chr15:40703609 G/G A G SNV IVD IVD:intronic:NM_002225.3 1 100 intronic NM_002225.3c.559+57A>Gp.? 0.1 Acyl-CoA dehydrogenase, C-terminal domain,Acyl-CoA dehydrogenase, N-terminal domain,Acyl-CoA dehydrogenase, middle domainrs4924466 YES Isovaleryl Coenzyme A dehydrogenaseacyl-CoA dehydrogenase activity,branched-chain amino acid catabolic process,fatty acid beta-oxidation using acyl-CoA dehydrogenase,flavin adenine dinucleotide binding,isovaleryl-CoA dehydrogenase activity,leucine catabolic process,mitochondrial matrix,mitochondrial membrane,mitochondrion,nucleoplasm,oxidation-reduction process,oxidoreductase activity, acting on the CH-CH group of donorsAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Genetic Diseases, Inborn;Isovaleric acidemia;Lung Diseases;Lung Diseases, Interstitial;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Organic Acid Condition;Recommended Newborn Screening Panels;Respiratory Tract DiseasesCoenzyme a Persulfide,Flavin adenine dinucleotideBenign A=0, G=40 A=0.0, G=1.0 0.00001 644.286 40 A=0/0, G=24/16

chr6:159654487 T/T G T SNV FNDC1 FNDC1:exonic:NM_032532.2 1 100 11 synonymous NM_032532.2c.2943G>T p.(=) -1.28 0(COSM4407396)Fibronectin type III domainrs404435 0.103 YES 6.488E-1 (pos.159654487)hepatocellular_carcinomaFibronectin type III domain-containing protein 1extracellular region,nuclear speckCardiovascular Diseases;Coronary Disease;Heart Diseases;Myocardial Ischemia;Vascular DiseasesG=0, T=42 G=0.0, T=1.0 0.00001 685.18 42 G=0/0, T=22/20

chr6:159655084 G/G C G SNV FNDC1 FNDC1:exonic:NM_032532.2 1 100 11 missense NM_032532.2c.3540C>G p.Asp1180Glu -0.07 1 45 0 0.02(COSM4160339)Fibronectin type III domainrs420054,rs776443806 0.104 YES 6.143E-1;0.0 (pos.159655084)neoplasm Fibronectin type III domain-containing protein 1extracellular region,nuclear speckCardiovascular Diseases;Coronary Disease;Heart Diseases;Myocardial Ischemia;Vascular DiseasesC=0, G=29 C=0.0, G=1.0 0.00001 427.602 29 C=0/0, G=13/16

chr6:159655326 C/C T C SNV FNDC1 FNDC1:exonic:NM_032532.2 1 100 11 missense NM_032532.2c.3782T>C p.Leu1261Pro -1.11 0.19 98 0 0.01(COSM3749959)Fibronectin type III domainrs3003174 0.1048 YES 6.61E-1 (pos.159655326) acute_myeloid_leukaemia,adenocarcinomaFibronectin type III domain-containing protein 1extracellular region,nuclear speckCardiovascular Diseases;Coronary Disease;Heart Diseases;Myocardial Ischemia;Vascular DiseasesT=0, C=69 T=0.0, C=1.0 0.00001 1071.8 69 T=0/0, C=45/24

chr15:41146581 C/C T C SNV SPINT1 SPINT1:intronic:NM_181642.2 1 100 intronic NM_181642.2c.989-14T>Cp.? -0.57 Kunitz/Bovine pancreatic trypsin inhibitor domain,Low-density lipoprotein receptor domain class A,MANEC domainrs3736287 0.2219 YES 6.964E-1 (pos.41146581) branching involved in labyrinthine layer morphogenesis,cellular response to BMP stimulus,extracellular exosome,extracellular matrix organization,extracellular region,extracellular space,integral component of membrane,membrane,negative regulation of endopeptidase activity,negative regulation of neural precursor cell proliferation,neural tube closure,placenta blood vessel development,plasma membrane,positive regulation of glial cell differentiation,serine-type endopeptidase inhibitor activityT=0, C=31 T=0.0, C=1.0 0.00001 461.085 31 T=0/0, C=23/8

chr15:41165739 C/C A C SNV RHOV RHOV:intronic:NM_133639.3 1 100 intronic NM_133639.3c.268-40T>Gp.? -0.56 Ras family,Ras of Complex, Roc, domain of DAPkinasers1814692 0.238 YES 8.739E-1 (pos.41165739) GTP binding,GTPase activity,cytosol,endosome membrane,metal ion binding,plasma membrane,protein binding,regulation of small GTPase mediated signal transduction,small GTPase mediated signal transductionA=0, C=25 A=0.0, C=1.0 0.00001 353.019 25 A=0/0, C=16/9

chr15:41276158 A/A G A SNV INO80 INO80:intronic:NM_017553.2 1 100 intronic NM_017553.2c.4078-39C>Tp.? 0.38 DNA-binding domain,Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs11855248 0.4549 YES 2.822E-1 (pos.41276158) INO80 complex subunitATP binding,ATPase activity,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA repair,Ino80 complex,UV-damage excision repair,actin binding,alpha-tubulin binding,cell division,cellular response to UV,cellular response to ionizing radiation,chromatin remodeling,double-strand break repair,double-strand break repair via homologous recombination,intermediate filament cytoskeleton,microtubule,mitotic sister chromatid segregation,nuclear body,nucleoplasm,nucleus,plasma membrane,positive regulation of cell growth,positive regulation of nuclear cell cycle DNA replication,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein deubiquitination,regulation of G1/S transition of mitotic cell cycle,spindle assembly,transcription, DNA-templatedG=0, A=26 G=0.0, A=1.0 0.00001 376.993 26 G=0/0, A=12/14

chr15:41346092 C/C T C SNV INO80 INO80:intronic:NM_017553.2 1 100 intronic NM_017553.2c.2274+35A>Gp.? -0.97 DNA-binding domain,Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs2899010 0.013 YES 9.996E-1;0.0 (pos.41346092) INO80 complex subunitATP binding,ATPase activity,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA repair,Ino80 complex,UV-damage excision repair,actin binding,alpha-tubulin binding,cell division,cellular response to UV,cellular response to ionizing radiation,chromatin remodeling,double-strand break repair,double-strand break repair via homologous recombination,intermediate filament cytoskeleton,microtubule,mitotic sister chromatid segregation,nuclear body,nucleoplasm,nucleus,plasma membrane,positive regulation of cell growth,positive regulation of nuclear cell cycle DNA replication,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein deubiquitination,regulation of G1/S transition of mitotic cell cycle,spindle assembly,transcription, DNA-templatedT=0, C=38 T=0.0, C=1.0 0.00001 603.784 38 T=0/0, C=18/20

chr6:159655383 G/G A G SNV FNDC1 FNDC1:exonic:NM_032532.2 1 100 11 missense NM_032532.2c.3839A>G p.Gln1280Arg -0.28 1 43 0 0(COSM4003774)Fibronectin type III domainrs2501176 0.1041 YES 6.537E-1 (pos.159655383)acute_myeloid_leukaemia,neoplasmFibronectin type III domain-containing protein 1extracellular region,nuclear speckCardiovascular Diseases;Coronary Disease;Heart Diseases;Myocardial Ischemia;Vascular DiseasesA=0, G=62 A=0.0, G=1.0 0.00001 940.282 62 A=0/0, G=36/26

chr6:159655402 G/G A G SNV FNDC1 FNDC1:exonic:NM_032532.2 1 100 11 synonymous NM_032532.2c.3858A>G p.(=) -1.19 0.01(COSM4003775),0.01(COSM4407429)Fibronectin type III domainrs2932988 0.1041 YES 6.502E-1 (pos.159655402)acute_myeloid_leukaemia,carcinoma,hepatocellular_carcinomaFibronectin type III domain-containing protein 1extracellular region,nuclear speckCardiovascular Diseases;Coronary Disease;Heart Diseases;Myocardial Ischemia;Vascular DiseasesA=0, G=56 A=0.0, G=1.0 0.00001 832.1 56 A=0/0, G=30/26

chr15:41483636 T/T C T SNV EXD1 EXD1:intronic:NM_152596.3 1 100 intronic NM_152596.3c.690+4G>Ap.? 2.01 3'-5' exonucleasers200607195,rs2412609 0 1.0 (pos.41483636) 3'-5' exonuclease activity,P granule,PET complex,RNA binding,gene silencing by RNA,meiotic cell cycle,piRNA metabolic process,protein binding,protein homodimerization activityC=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=15/9

chr15:41605653 C/C G C SNV OIP5 OIP5:intronic:NM_007280.1 1 100 intronic NM_007280.1c.513-101C>Gp.? 0.48 Yippee zinc-binding/DNA-binding /Mis18, centromere assemblyrs8032846 YES CENP-A containing nucleosome assembly,Cajal body,cell communication,cell cycle,cell division,chromatin,chromocenter,chromosome segregation,chromosome, centromeric region,cytosol,identical protein binding,metal ion binding,nuclear speck,nucleoplasm,nucleus,protein bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, C=62 G=0.0, C=1.0 0.00001 940.289 62 G=0/0, C=22/40

chr17:33454415 A/A C A SNV FNDC8 FNDC8:exonic:NM_017559.3 1 100 2 synonymous NM_017559.3c.564C>A p.(=) -5.37 Fibronectin type III domainrs2306508,rs755729955 0.4241 YES 0.0 (pos.33454411),7.02E-1;0.0;0.0 (pos.33454415) nucleus C=0, A=39 C=0.0, A=1.0 0.00001 623.98 39 C=0/0, A=12/27

chr5:131008194 C/C T C SNV FNIP1 FNIP1:exonic:NM_133372.2 1 100 14 missense NM_133372.2c.1943A>G p.Gln648Arg -0.12 1 43 0 0.17(COSM3683670) rs26008 0.062 YES 7.947E-1 (pos.131008194)acute_myeloid_leukaemiaFolliculin-interacting protein 1ATPase inhibitor activity,TOR signaling,cellular response to starvation,chaperone binding,cytoplasm,guanyl-nucleotide exchange factor activity,immature B cell differentiation,negative regulation of TOR signaling,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of transcription from RNA polymerase II promoter,positive regulation of B cell apoptotic process,positive regulation of peptidyl-serine phosphorylation,positive regulation of protein complex assembly,positive regulation of protein phosphorylation,protein binding,regulation of pro-B cell differentiation,regulation of protein phosphorylationT=0, C=71 T=0.0, C=1.0 0.00001 1111.48 71 T=0/0, C=56/15

chr14:75745551 A/A T A SNV FOS FOS:utr_5:NM_005252.3 1 100 1 utr_5 NM_005252.3c.-135T>A p.? 0.41 Basic region leucine zipper,bZIP Maf transcription factor,bZIP transcription factorrs2239615 YES FBJ murine osteosarcoma viral (v-fos) oncogene homolog (oncogene FOS)DNA binding,DNA binding transcription factor activity,DNA methylation,Fc-epsilon receptor signaling pathway,R-SMAD binding,RNA polymerase II activating transcription factor binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II core promoter sequence-specific DNA binding,SMAD protein signal transduction,aging,cellular response to cadmium ion,cellular response to calcium ion,cellular response to extracellular stimulus,cellular response to hormone stimulus,cellular response to reactive oxygen species,chromatin binding,conditioned taste aversion,cytosol,endoplasmic reticulum,female pregnancy,inflammatory response,membrane,nervous system development,neuron projection,nucleoplasm,nucleus,positive regulation of neuron death,positive regulation of osteoclast differentiation,positive regulation of pri-miRNA transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templatAdenocarcinoma;Amphetamine-Related Disorders;Amyotrophic Lateral Sclerosis;Anxiety Disorders;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Infarction;Brain Ischemia;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Cocaine-Related Disorders;Connective Tissue Diseases;Diabetes Mellitus;Diabetes Mellitus, Lipoatrophic;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Endocrine System Diseases;Endometriosis;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Fibrous Dysplasia of Bone;Genital Diseases, Female;Glucose Metabolism Disorders;Hyperkinesis;Hypertension;Immune System Diseases;Infarction, Middle Cerebral Artery;Intracranial Arterial Diseases;Joint Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung NeoplasmNadroparin,PseudoephedrineT=0, A=116 T=0.0, A=1.0 0.00001 1861.16 116 T=0/0, A=111/5

chr15:41796901 T/T G T SNV LTK LTK:intronic:NM_002344.5 1 100 intronic NM_002344.5c.2121-63C>Ap.? 0.52 Glycine rich protein,Protein kinase domain,Protein tyrosine kinasers170296 YES Leukocyte tyrosine kinaseATP binding,cell proliferation,cellular response to retinoic acid,integral component of membrane,integral component of plasma membrane,intracellular,membrane,negative regulation of apoptotic process,peptidyl-tyrosine phosphorylation,phosphatidylinositol 3-kinase signaling,plasma membrane,positive regulation of cardiac muscle cell apoptotic process,positive regulation of neuron projection development,protein binding,protein kinase activity,protein phosphorylation,protein tyrosine kinase activity,signal transduction,transmembrane receptor protein tyrosine kinase activity,transmembrane receptor protein tyrosine kinase signaling pathwayAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Nervous System Diseases;Neuromuscular Diseases;Ovarian Cysts;Ovarian Diseases;Peripheral Nervous System Diseases;Polycystic Ovary SyndromeG=0, T=26 G=0.0, T=1.0 0.00001 371.416 26 G=0/0, T=14/12

chr15:41805115 G/A G A SNV LTK LTK:intronic:NM_002344.5 1 95.83 intronic NM_002344.5c.188-39C>Tp.? 1.54 Glycine rich protein,Protein kinase domain,Protein tyrosine kinasers2253936 0.4506 YES 3.105E-1 (pos.41805115) Leukocyte tyrosine kinaseATP binding,cell proliferation,cellular response to retinoic acid,integral component of membrane,integral component of plasma membrane,intracellular,membrane,negative regulation of apoptotic process,peptidyl-tyrosine phosphorylation,phosphatidylinositol 3-kinase signaling,plasma membrane,positive regulation of cardiac muscle cell apoptotic process,positive regulation of neuron projection development,protein binding,protein kinase activity,protein phosphorylation,protein tyrosine kinase activity,signal transduction,transmembrane receptor protein tyrosine kinase activity,transmembrane receptor protein tyrosine kinase signaling pathwayAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Nervous System Diseases;Neuromuscular Diseases;Ovarian Cysts;Ovarian Diseases;Peripheral Nervous System Diseases;Polycystic Ovary SyndromeG=1, A=23 G=0.0417, A=0.9583 0.00001 306.64 24 G=1/0, A=19/4

chr14:75745624 CT/CT C CT INDEL FOS FOS:utr_5:NM_005252.3 1 100 1 utr_5 NM_005252.3c.-62C>CT p.? 0.72 Basic region leucine zipper,bZIP Maf transcription factor,bZIP transcription factor FBJ murine osteosarcoma viral (v-fos) oncogene homolog (oncogene FOS)DNA binding,DNA binding transcription factor activity,DNA methylation,Fc-epsilon receptor signaling pathway,R-SMAD binding,RNA polymerase II activating transcription factor binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II core promoter sequence-specific DNA binding,SMAD protein signal transduction,aging,cellular response to cadmium ion,cellular response to calcium ion,cellular response to extracellular stimulus,cellular response to hormone stimulus,cellular response to reactive oxygen species,chromatin binding,conditioned taste aversion,cytosol,endoplasmic reticulum,female pregnancy,inflammatory response,membrane,nervous system development,neuron projection,nucleoplasm,nucleus,positive regulation of neuron death,positive regulation of osteoclast differentiation,positive regulation of pri-miRNA transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templatAdenocarcinoma;Amphetamine-Related Disorders;Amyotrophic Lateral Sclerosis;Anxiety Disorders;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Infarction;Brain Ischemia;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Cocaine-Related Disorders;Connective Tissue Diseases;Diabetes Mellitus;Diabetes Mellitus, Lipoatrophic;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Endocrine System Diseases;Endometriosis;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Fibrous Dysplasia of Bone;Genital Diseases, Female;Glucose Metabolism Disorders;Hyperkinesis;Hypertension;Immune System Diseases;Infarction, Middle Cerebral Artery;Intracranial Arterial Diseases;Joint Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung NeoplasmNadroparin,PseudoephedrineC=0, CT=119C=0.0, CT=1.0 0.00001 747.408 119 C=0/0, CT=66/53

chr15:41816190 G/G T G SNV RPAP1 RPAP1:intronic:NM_015540.3 1 100 intronic NM_015540.3c.2235-20A>Cp.? 0.43 RPAP1-like, C-terminal,RPAP1-like, N-terminalrs2297378 0.4843 YES 3.4E-1 (pos.41816190) RNA polymerase II-associated protein 1DNA binding,DNA-directed 5'-3' RNA polymerase activity,nucleus,protein binding,transcription from RNA polymerase II promoterT=0, G=43 T=0.0, G=1.0 0.00001 705.843 43 T=0/0, G=19/24

chr15:41817367 G/G A G SNV RPAP1 RPAP1:intronic:NM_015540.3 1 100 intronic NM_015540.3c.1918-21T>Cp.? 0.02 RPAP1-like, C-terminal,RPAP1-like, N-terminalrs2274858 0.4845 YES 3.569E-1 (pos.41817367) RNA polymerase II-associated protein 1DNA binding,DNA-directed 5'-3' RNA polymerase activity,nucleus,protein binding,transcription from RNA polymerase II promoterA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=3/22



chr14:75745626 T/T C T SNV FOS FOS:utr_5:NM_005252.3 1 100 1 utr_5 NM_005252.3c.-60C>T p.? 0.15 Basic region leucine zipper,bZIP Maf transcription factor,bZIP transcription factorrs7101 YES FBJ murine osteosarcoma viral (v-fos) oncogene homolog (oncogene FOS)DNA binding,DNA binding transcription factor activity,DNA methylation,Fc-epsilon receptor signaling pathway,R-SMAD binding,RNA polymerase II activating transcription factor binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II core promoter sequence-specific DNA binding,SMAD protein signal transduction,aging,cellular response to cadmium ion,cellular response to calcium ion,cellular response to extracellular stimulus,cellular response to hormone stimulus,cellular response to reactive oxygen species,chromatin binding,conditioned taste aversion,cytosol,endoplasmic reticulum,female pregnancy,inflammatory response,membrane,nervous system development,neuron projection,nucleoplasm,nucleus,positive regulation of neuron death,positive regulation of osteoclast differentiation,positive regulation of pri-miRNA transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templatAdenocarcinoma;Amphetamine-Related Disorders;Amyotrophic Lateral Sclerosis;Anxiety Disorders;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Infarction;Brain Ischemia;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Cocaine-Related Disorders;Connective Tissue Diseases;Diabetes Mellitus;Diabetes Mellitus, Lipoatrophic;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Endocrine System Diseases;Endometriosis;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Fibrous Dysplasia of Bone;Genital Diseases, Female;Glucose Metabolism Disorders;Hyperkinesis;Hypertension;Immune System Diseases;Infarction, Middle Cerebral Artery;Intracranial Arterial Diseases;Joint Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung NeoplasmNadroparin,PseudoephedrineC=0, T=119 C=0.0, T=1.0 0.00001 1805.17 119 C=0/0, T=66/53

chr15:41856543 G/G A G SNV TYRO3 TYRO3:intronic:NM_006293.3 1 100 intronic NM_006293.3c.667+75A>Gp.? -1.42 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers11070339 YES TYRO3 protein tyrosine kinaseATP binding,apoptotic cell clearance,cell adhesion,endoplasmic reticulum membrane,forebrain cell migration,integral component of membrane,integral component of plasma membrane,natural killer cell differentiation,negative regulation of inflammatory response,negative regulation of innate immune response,negative regulation of lymphocyte activation,negative regulation of neuron apoptotic process,negative regulation of toll-like receptor signaling pathway,neuron cellular homeostasis,neuropeptide signaling pathway,nuclear envelope,nucleus,ovulation cycle,peptidyl-tyrosine phosphorylation,phosphatidylinositol 3-kinase binding,phosphatidylinositol 3-kinase signaling,platelet activation,platelet aggregation,protein autophosphorylation,protein binding,protein heterodimerization activity,protein kinase B signaling,protein tyrosine kinase activity,secretion by cell,signal transducer, downstream of receptor, with protein tyrosine kinase activity,signal transduction,signal transduction by protein phosphorylation,spermatogCardiovascular Diseases;Embolism and Thrombosis;Thrombosis;Vascular DiseasesA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=6/16

chr14:75746690 T/T C T SNV FOS FOS:exonic:NM_005252.3 1 100 2 synonymous NM_005252.3c.252C>T p.(=) -1.75 0.19(COSM4148254)Basic region leucine zipper,bZIP Maf transcription factor,bZIP transcription factorrs1046117 0.2723 YES 5.617E-1 (pos.75746690) neoplasm FBJ murine osteosarcoma viral (v-fos) oncogene homolog (oncogene FOS)DNA binding,DNA binding transcription factor activity,DNA methylation,Fc-epsilon receptor signaling pathway,R-SMAD binding,RNA polymerase II activating transcription factor binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II core promoter sequence-specific DNA binding,SMAD protein signal transduction,aging,cellular response to cadmium ion,cellular response to calcium ion,cellular response to extracellular stimulus,cellular response to hormone stimulus,cellular response to reactive oxygen species,chromatin binding,conditioned taste aversion,cytosol,endoplasmic reticulum,female pregnancy,inflammatory response,membrane,nervous system development,neuron projection,nucleoplasm,nucleus,positive regulation of neuron death,positive regulation of osteoclast differentiation,positive regulation of pri-miRNA transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templatAdenocarcinoma;Amphetamine-Related Disorders;Amyotrophic Lateral Sclerosis;Anxiety Disorders;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Infarction;Brain Ischemia;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Cocaine-Related Disorders;Connective Tissue Diseases;Diabetes Mellitus;Diabetes Mellitus, Lipoatrophic;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Endocrine System Diseases;Endometriosis;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Fibrous Dysplasia of Bone;Genital Diseases, Female;Glucose Metabolism Disorders;Hyperkinesis;Hypertension;Immune System Diseases;Infarction, Middle Cerebral Artery;Intracranial Arterial Diseases;Joint Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung NeoplasmNadroparin,PseudoephedrineC=0, T=21 C=0.0, T=1.0 0.00001 280.64 21 C=0/0, T=15/6

chr14:38060646 T/T C T SNV FOXA1 FOXA1:exonic:NM_004496.3 1 100 2 missense NM_004496.3c.1343G>A p.Ser448Asn 2.07 0.32 46 0.001 0.88(COSM5019393)Forkhead N-terminal region,Forkhead domain,HNF3 C-terminal domainrs33984772 0.0938 YES 6.943E-4 (pos.38060646) haemangioblastomaForkhead box A1 (hepatocyte nuclear factor-3, alpha)DNA binding,DNA binding transcription factor activity,Notch signaling pathway,RNA polymerase II transcription factor activity, sequence-specific DNA binding,alveolar secondary septum development,anatomical structure formation involved in morphogenesis,anatomical structure morphogenesis,chromatin remodeling,covalent chromatin modification,dopaminergic neuron differentiation,dorsal/ventral neural tube patterning,epithelial cell maturation involved in prostate gland development,epithelial tube branching involved in lung morphogenesis,epithelial-mesenchymal signaling involved in prostate gland development,fibrillar center,glucose homeostasis,hormone metabolic process,lung epithelial cell differentiation,microvillus,negative regulation of epithelial to mesenchymal transition,negative regulation of transcription from RNA polymerase II promoter,neuron fate specification,nucleoplasm,nucleus,positive regulation of DNA binding transcription factor activity,positive regulation of apoptotic process,positive regulation ofBreast Diseases;Breast Neoplasms;Digestive System Diseases;Fatty Liver;Genital Diseases, Male;Genital Neoplasms, Male;Liver Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsC=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=12/16

chr20:22562674 C/C T C SNV FOXA2 FOXA2:exonic:NM_021784.4 1 100 2 synonymous NM_021784.4c.1206A>G p.(=) 0.15 Forkhead N-terminal region,Forkhead domain,HNF3 C-terminal domainrs1212275,rs777271879 0.1365 YES 8.126E-4 (pos.22562672),9.979E-1 (pos.22562674)Forkhead box A2 (hepatic nuclear factor-3, beta)DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,adult locomotory behavior,anatomical structure morphogenesis,cell fate specification,cell junction,covalent chromatin modification,cytoplasm,dopaminergic neuron differentiation,endocrine pancreas development,negative regulation of DNA binding transcription factor activity,negative regulation of detection of glucose,negative regulation of epithelial to mesenchymal transition,negative regulation of glucokinase activity,negative regulation of transcription from RNA polymerase II promoter by glucose,nucleoplasm,nucleus,positive regulation of cell-cell adhesion mediated by cadherin,positive regulation of embryonic development,positive regulation of gastrulation,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase II promoter by glucoseLung Diseases;Respiratory Tract Diseases T=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=9/13

chr9:116800 G/G C G SNV FOXD4 FOXD4:exonic:NM_207305.4 1 100 1 stoploss NM_207305.4c.1320G>C p.Ter440Tyr 1.31 0.19(COSM304715)Forkhead domainrs79220013 0.2427 YES 2.938E-1 (pos.116800) acute_myeloid_leukaemia,adenocarcinoma,neoplasmForkhead box D4DNA binding transcription factor activity,DNA binding, bending,RNA polymerase II transcription factor activity, sequence-specific DNA binding,anatomical structure morphogenesis,cell differentiation,nucleus,regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,transcription, DNA-templatedC=0, G=38 C=0.0, G=1.0 0.00001 603.77 38 C=0/0, G=20/18

chr15:42115426 G/G A G SNV MAPKBP1 MAPKBP1:intronic:NM_001128608.1 1 100 intronic NM_001128608.1c.3616+6A>Gp.? 0.83 WD domain, G-beta repeatrs1197688 0.1522 YES 3.23E-1 (pos.42115426) Mitogen-activated protein kinase-binding protein 1RNA binding,RNA splicing,U5 snRNP,catalytic step 2 spliceosome,cytoplasm,mitotic spindle pole,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of defense response to bacterium,negative regulation of interleukin-8 secretion,precatalytic spliceosome,protein bindingNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesA=0, G=23 A=0.0, G=1.0 0.00001 316.746 23 A=0/0, G=12/11

chr15:42129158 G/A G A SNV

JMJD7,JMJD

7-PLA2G4B JMJD7-PLA2G4B:intronic:NM_005090.3, JMJD7:intronic:NM_001114632.11

52.38

intronic NM_001114632.1, NM_005090.3c.862+20G>A, c.702+409G>Ap.?, p.? -0.85 C2 domain,Cupin-like domain,Lysophospholipase catalytic domainrs890505 0.3396 YES 1.712E-1 (pos.42129158) IRE1-mediated unfolded protein response,arachidonic acid metabolic process,calcium ion binding,calcium-dependent phospholipase A2 activity,calcium-dependent phospholipid binding,calcium-mediated signaling,cytosol,early endosome membrane,extracellular region,glycerophospholipid catabolic process,inflammatory response,lysophospholipase activity,mitochondrial inner membrane,parturition,phosphatidic acid biosynthetic process,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylglycerol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid metabolic process,protein bindingG=10, A=11 G=0.4762, A=0.5238 0.00001 95.3463 21 G=6/4, A=5/6

chr15:42129176 T/C T C SNV

JMJD7,JMJD

7-PLA2G4B JMJD7-PLA2G4B:intronic:NM_005090.3, JMJD7:intronic:NM_001114632.11

50

intronic NM_001114632.1, NM_005090.3c.862+38T>C, c.702+427T>Cp.?, p.? -0.87 C2 domain,Cupin-like domain,Lysophospholipase catalytic domainrs890504 0.4714 YES 2.994E-1 (pos.42129176) IRE1-mediated unfolded protein response,arachidonic acid metabolic process,calcium ion binding,calcium-dependent phospholipase A2 activity,calcium-dependent phospholipid binding,calcium-mediated signaling,cytosol,early endosome membrane,extracellular region,glycerophospholipid catabolic process,inflammatory response,lysophospholipase activity,mitochondrial inner membrane,parturition,phosphatidic acid biosynthetic process,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylglycerol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid metabolic process,protein bindingT=11, C=11 T=0.5, C=0.5 0.00001 94.6046 22 T=6/5, C=5/6

chr15:42134301 C/C A C SNV

JMJD7-

PLA2G4B,PL

A2G4B JMJD7-PLA2G4B:intronic:NM_005090.3, PLA2G4B:intronic:NM_001114633.11

100

intronic NM_005090.3, NM_001114633.1c.1315-90A>C, c.622-90A>Cp.?, p.? -0.57 C2 domain,Cupin-like domain,Lysophospholipase catalytic domainrs1648835 YES Phospholipase A2, group IVBIRE1-mediated unfolded protein response,arachidonic acid metabolic process,calcium ion binding,calcium-dependent phospholipase A2 activity,calcium-dependent phospholipid binding,calcium-mediated signaling,cytosol,early endosome membrane,extracellular region,glycerophospholipid catabolic process,inflammatory response,lysophospholipase activity,mitochondrial inner membrane,parturition,phosphatidic acid biosynthetic process,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylglycerol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid metabolic processA=0, C=31 A=0.0, C=1.0 0.00001 464.999 31 A=0/0, C=13/18

chr9:116832 C/C T C SNV FOXD4 FOXD4:exonic:NM_207305.4 1 100 1 missense NM_207305.4c.1288A>G p.Ser430Gly -2.1 56 0.01(COSM3763559)Forkhead domainrs4742632 0.2587 YES 3.176E-1 (pos.116832) acute_myeloid_leukaemia,adenocarcinoma,neoplasmForkhead box D4DNA binding transcription factor activity,DNA binding, bending,RNA polymerase II transcription factor activity, sequence-specific DNA binding,anatomical structure morphogenesis,cell differentiation,nucleus,regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,transcription, DNA-templatedT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=16/18

chr15:42137576 T/T C T SNV

JMJD7-

PLA2G4B,PL

A2G4B JMJD7-PLA2G4B:intronic:NM_005090.3, PLA2G4B:intronic:NM_001114633.11

100

intronic NM_005090.3, NM_001114633.1c.2050+58C>T, c.1357+58C>Tp.?, p.? -0.37 C2 domain,Cupin-like domain,Lysophospholipase catalytic domainrs1648828 YES Phospholipase A2, group IVBIRE1-mediated unfolded protein response,arachidonic acid metabolic process,calcium ion binding,calcium-dependent phospholipase A2 activity,calcium-dependent phospholipid binding,calcium-mediated signaling,cytosol,early endosome membrane,extracellular region,glycerophospholipid catabolic process,inflammatory response,lysophospholipase activity,mitochondrial inner membrane,parturition,phosphatidic acid biosynthetic process,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylglycerol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid metabolic processC=0, T=135 C=0.0, T=1.0 0.00001 2238.23 135 C=0/0, T=68/67

chr15:42137581 C/C A C SNV

JMJD7-

PLA2G4B,PL

A2G4B JMJD7-PLA2G4B:intronic:NM_005090.3, PLA2G4B:intronic:NM_001114633.11

100

intronic NM_005090.3, NM_001114633.1c.2050+63A>C, c.1357+63A>Cp.?, p.? -0.13 C2 domain,Cupin-like domain,Lysophospholipase catalytic domainrs1648827 YES Phospholipase A2, group IVBIRE1-mediated unfolded protein response,arachidonic acid metabolic process,calcium ion binding,calcium-dependent phospholipase A2 activity,calcium-dependent phospholipid binding,calcium-mediated signaling,cytosol,early endosome membrane,extracellular region,glycerophospholipid catabolic process,inflammatory response,lysophospholipase activity,mitochondrial inner membrane,parturition,phosphatidic acid biosynthetic process,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylglycerol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid metabolic processA=0, C=135 A=0.0, C=1.0 0.00001 2236.48 135 A=0/0, C=68/67

chr15:42139038 A/A G A SNV

JMJD7-

PLA2G4B,PL

A2G4B JMJD7-PLA2G4B:intronic:NM_005090.3, PLA2G4B:intronic:NM_001114633.11

100

intronic NM_005090.3, NM_001114633.1c.2640+5G>A, c.1947+5G>Ap.?, p.? 1.73 C2 domain,Cupin-like domain,Lysophospholipase catalytic domainrs890508 0.1885 YES 8.679E-1;0.0 (pos.42139038) Phospholipase A2, group IVBIRE1-mediated unfolded protein response,arachidonic acid metabolic process,calcium ion binding,calcium-dependent phospholipase A2 activity,calcium-dependent phospholipid binding,calcium-mediated signaling,cytosol,early endosome membrane,extracellular region,glycerophospholipid catabolic process,inflammatory response,lysophospholipase activity,mitochondrial inner membrane,parturition,phosphatidic acid biosynthetic process,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylglycerol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid metabolic processG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=5/15

chr7:4802029 G/G T G SNV FOXK1 FOXK1:exonic:NM_001037165.1 1 100 9 synonymous NM_001037165.1c.2136T>G p.(=) 0.72 0.09(COSM3762703)FHA domain,Forkhead domainrs6976790 0.0257 YES 1.0 (pos.4802029) adenocarcinoma,neoplasmForkhead box K1RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,anatomical structure morphogenesis,cell differentiation,muscle organ development,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,positive regulation of transcription, DNA-templated,protein binding,protein deubiquitination,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedT=0, G=26 T=0.0, G=1.0 0.00001 366.781 26 T=0/0, G=20/6

chr15:42147206 C/C T C SNV SPTBN5 SPTBN5:intronic:NM_016642.3 1 100 intronic NM_016642.3c.9424-32A>Gp.? -0.38 Calponin homology (CH) domain,Spectrin repeatrs1648826 0.112 YES 9.96E-1;0.0 (pos.42147206) Spectrin, beta, non-erythrocytic 5ER to Golgi vesicle-mediated transport,Golgi organization,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin binding,actin cytoskeleton organization,actin filament capping,axon guidance,cytoplasm,cytosol,dynactin binding,dynein intermediate chain binding,extracellular exosome,kinesin binding,lysosomal transport,membrane,myosin tail binding,photoreceptor connecting cilium,photoreceptor disc membrane,protein homooligomerization,protein self-association,regulation of molecular function,spectrin,spectrin bindingT=0, C=25 T=0.0, C=1.0 0.00001 353.015 25 T=0/0, C=6/19

chr12:2968458 T/C T C SNV FOXM1 FOXM1:exonic:NM_021953.3 1 95.83 9 synonymous NM_021953.3c.1638A>G p.(=) -0.03 Forkhead domainrs2215292 0.0187 1.0 (pos.2968458) Forkhead box M1DNA binding,DNA binding transcription factor activity,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,DNA repair,G2/M transition of mitotic cell cycle,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,anatomical structure morphogenesis,cell cycle,cell differentiation,negative regulation of cell aging,negative regulation of stress-activated MAPK cascade,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,positive regulation of cell proliferation,positive regulation of double-strand break repair,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,protein kinase binding,regulation of Ras protein signal transduction,regulation of cell cycle,regulation of cell cycle arrest,regulation of Adenocarcinoma;Autoimmune Diseases;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Leukemia;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Nephritis;Precancerous Conditions;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Urologic DiseasesT=1, C=23 T=0.0417, C=0.9583 0.00001 306.484 24 T=1/0, C=12/11

chr15:42171877 G/G A G SNV SPTBN5 SPTBN5:intronic:NM_016642.3 1 100 intronic NM_016642.3c.2942+55T>Cp.? -1.83 Calponin homology (CH) domain,Spectrin repeatrs1197685 YES Spectrin, beta, non-erythrocytic 5ER to Golgi vesicle-mediated transport,Golgi organization,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin binding,actin cytoskeleton organization,actin filament capping,axon guidance,cytoplasm,cytosol,dynactin binding,dynein intermediate chain binding,extracellular exosome,kinesin binding,lysosomal transport,membrane,myosin tail binding,photoreceptor connecting cilium,photoreceptor disc membrane,protein homooligomerization,protein self-association,regulation of molecular function,spectrin,spectrin bindingA=0, G=39 A=0.0, G=1.0 0.00001 623.976 39 A=0/0, G=12/27

chr15:42285301 G/G A G SNV

PLA2G4E,PL

A2G4E-AS1 PLA2G4E-AS1:intronic_nc:NR_120334.1, PLA2G4E:intronic:NM_001206670.11
100

intronic NR_120334.1, NM_001206670.1c.1248-144T>Cp.? 1.09 C2 domain,Lysophospholipase catalytic domainrs937993 YES cytosol,lysophospholipase activity,lysosomal membrane,metal ion binding,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylinositol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid catabolic process,phospholipid metabolic processA=0, G=48 A=0.0, G=1.0 0.00001 810.414 48 A=0/0, G=27/21

chr2:48602252 C/T C T SNV FOXN2 FOXN2:exonic:NM_002158.3 1 50 7 synonymous NM_002158.3c.966C>T p.(=) 0.57 0.64(COSM4417730)Forkhead domainrs17855177 0.3227 YES 4.4E-1 (pos.48602252) acute_myeloid_leukaemia,carcinomaDNA binding transcription factor activity,cell differentiation,intracellular membrane-bounded organelle,nucleus,positive regulation of transcription, DNA-templated,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,skeletal muscle cell differentiation,transcription, DNA-templatedC=13, T=13 C=0.5, T=0.5 0.00001 119.168 26 C=4/9, T=11/2

chr15:42306014 C/G C G SNV PLA2G4E PLA2G4E:intronic:NM_001206670.1 1 57.89 intronic NM_001206670.1c.184-59G>Cp.? -0.27 C2 domain,Lysophospholipase catalytic domainrs892055810 cytosol,lysophospholipase activity,lysosomal membrane,metal ion binding,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylinositol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid catabolic process,phospholipid metabolic processC=16, G=22 C=0.4211, G=0.5789 0.00001 184.81 38 C=5/11, G=14/8

chr22:36900271 C/C T C SNV FOXRED2 FOXRED2:exonic:NM_001102371.1 1 100 4 missense NM_001102371.1c.923A>G p.Asn308Ser -0.32 0.2 46 0 0.09(COSM4156203)NAD(P)-binding Rossmann-like domain,Pyridine nucleotide-disulphide oxidoreductasers2277841 0.1979 YES 2.481E-1 (pos.36900271) acute_myeloid_leukaemia,neoplasmFAD-dependent oxidoreductase domain-containing protein 2endoplasmic reticulum lumen,flavin adenine dinucleotide binding,oxidation-reduction process,oxidoreductase activity,protein binding,ubiquitin-dependent ERAD pathwayT=0, C=37 T=0.0, C=1.0 0.00001 583.706 37 T=0/0, C=24/13

chr15:42377744 G/G C G SNV PLA2G4D PLA2G4D:intronic:NM_178034.3 1 100 intronic NM_178034.3c.388-15G>Cp.? 0.4 C2 domain,Lysophospholipase catalytic domainrs605253 0.2195 YES 6.279E-1 (pos.42377744) Phospholipase A2, Group IVDcalcium-dependent phospholipase A2 activity,cytosol,glycerophospholipid catabolic process,lysophospholipase activity,membrane,metal ion binding,phosphatidic acid biosynthetic process,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylglycerol acyl-chain remodeling,phosphatidylinositol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid metabolic processC=0, G=43 C=0.0, G=1.0 0.00001 704.284 43 C=0/0, G=14/29

chr15:42437711 C/C T C SNV PLA2G4F PLA2G4F:intronic:NM_213600.3 1 100 intronic NM_213600.3c.1780+62A>Gp.? 0.29 C2 domain,Lysophospholipase catalytic domainrs621560 YES arachidonic acid secretion,calcium-dependent phospholipase A2 activity,cellular response to antibiotic,cellular response to organic cyclic compound,cytosol,lysophospholipase activity,lysosomal membrane,metabolic process,metal ion binding,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylglycerol acyl-chain remodeling,phosphatidylinositol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid catabolic process,phospholipid metabolic process,prostaglandin biosynthetic process,ruffle membrane,vesicleT=0, C=35 T=0.0, C=1.0 0.00001 543.9 35 T=0/0, C=16/19

chr22:36900806 G/G A G SNV FOXRED2 FOXRED2:exonic:NM_001102371.1 1 100 3 missense NM_001102371.1c.535T>C p.Phe179Leu 0.73 1 22 0 0.07(COSM4416285)NAD(P)-binding Rossmann-like domain,Pyridine nucleotide-disulphide oxidoreductasers760718 0.2993 YES 2.476E-1 (pos.36900806) acute_myeloid_leukaemiaFAD-dependent oxidoreductase domain-containing protein 2endoplasmic reticulum lumen,flavin adenine dinucleotide binding,oxidation-reduction process,oxidoreductase activity,protein binding,ubiquitin-dependent ERAD pathwayA=0, G=21 A=0.0, G=1.0 0.00001 281.227 21 A=0/0, G=15/6

chr19:52250216 G/G A G SNV FPR1 FPR1:exonic:NM_002029.3 1 100 2 missense NM_002029.3c.32T>C p.Ile11Thr -2.07 89 7 transmembrane receptor (rhodopsin family)rs5030878 0.2373 YES 9.626E-1 (pos.52250216) Formyl peptide receptor-1G-protein coupled receptor signaling pathway,N-formyl peptide receptor activity,RAGE receptor binding,activation of MAPK activity,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,azurophil granule membrane,cell chemotaxis,chemotaxis,complement receptor activity,complement receptor mediated signaling pathway,ficolin-1-rich granule membrane,inflammatory response,integral component of membrane,integral component of plasma membrane,intracellular,leukocyte migration,neutrophil degranulation,nitric oxide mediated signal transduction,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of cytosolic calcium ion concentration,protein binding,scavenger receptor binding,secretory granule membrane,signal transductionNedocromilBenign A=0, G=35 A=0.0, G=1.0 0.00001 543.902 35 A=0/0, G=29/6

chr15:42523341 TC/TC T TC INDEL TMEM87A TMEM87A:intronic:NM_015497.4 1 100 intronic NM_015497.4c.1133+47A>GAp.? 2.52 Lung seven transmembrane receptorrs369314626,rs397725100,rs56119841 1.0 (pos.42523341) Golgi cisterna membrane,cytosol,integral component of membrane,retrograde transport, endosome to GolgiT=0, TC=22 T=0.0, TC=1.0 0.00001 258.21 22 T=0/0, TC=3/19

chr19:52327784 T/T C T SNV FPR3 FPR3:exonic:NM_002030.4 1 100 2 synonymous NM_002030.4c.783C>T p.(=) -0.3 7 transmembrane receptor (rhodopsin family)rs3752125 0.3067 YES 2.558E-1 (pos.52327784) Formyl peptide receptor 3G-protein coupled receptor signaling pathway,N-formyl peptide receptor activity,cell chemotaxis,complement receptor activity,complement receptor mediated signaling pathway,inflammatory response,integral component of membrane,integral component of plasma membrane,leukocyte migration,movement of cell or subcellular component,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of cytosolic calcium ion concentration,signal transductionAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=38 C=0.0, T=1.0 0.00001 603.785 38 C=0/0, T=23/15

chr15:42568630 A/A G A SNV GANC GANC:intronic:NM_198141.2 1 100 intronic NM_198141.2c.92+22G>Ap.? -0.61 Galactose mutarotase-like,Glycosyl hydrolases family 31rs8023678 0.001 YES 9.473E-1 (pos.42568630) Neutral alpha-glucosidase Calpha-1,4-glucosidase activity,carbohydrate binding,carbohydrate metabolic process,catalytic activity,maltose alpha-glucosidase activity,maltose metabolic processMiglitol G=0, A=44 G=0.0, A=1.0 0.00001 726.569 44 G=0/0, A=16/28

chr15:42584909 T/T C T SNV GANC GANC:intronic:NM_198141.2 1 100 intronic NM_198141.2c.330-24C>Tp.? 0.48 Galactose mutarotase-like,Glycosyl hydrolases family 31rs4923939 7.00E-04 YES 9.474E-1 (pos.42584909) Neutral alpha-glucosidase Calpha-1,4-glucosidase activity,carbohydrate binding,carbohydrate metabolic process,catalytic activity,maltose alpha-glucosidase activity,maltose metabolic processMiglitol C=0, T=37 C=0.0, T=1.0 0.00001 583.706 37 C=0/0, T=20/17

chr15:42603083 T/T C T SNV GANC GANC:intronic:NM_198141.2 1 100 intronic NM_198141.2c.1057+39C>Tp.? -1.6 Galactose mutarotase-like,Glycosyl hydrolases family 31rs2412694 0.0012 YES 9.474E-1 (pos.42603083) Neutral alpha-glucosidase Calpha-1,4-glucosidase activity,carbohydrate binding,carbohydrate metabolic process,catalytic activity,maltose alpha-glucosidase activity,maltose metabolic processMiglitol C=0, T=41 C=0.0, T=1.0 0.00001 664.411 41 C=0/0, T=27/14

chr15:42619508 T/T C T SNV GANC GANC:intronic:NM_198141.2 1 100 intronic NM_198141.2c.1421-53C>Tp.? 0.39 Galactose mutarotase-like,Glycosyl hydrolases family 31rs1659215 0.0758 YES Neutral alpha-glucosidase Calpha-1,4-glucosidase activity,carbohydrate binding,carbohydrate metabolic process,catalytic activity,maltose alpha-glucosidase activity,maltose metabolic processMiglitol C=0, T=53 C=0.0, T=1.0 0.00001 782.029 53 C=0/0, T=36/17

chr15:42820451 T/T C T SNV SNAP23 SNAP23:intronic:NM_003825.3 1 100 intronic NM_003825.3c.267-9C>T p.? -0.07 SNAP-25 familyrs9302112 0.2554 YES 7.816E-1 (pos.42820451) Synaptosomal-associated protein, 23kDSNAP receptor activity,SNARE complex,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,azurophil granule,cell-cell adherens junction,cytoplasm,extracellular exosome,focal adhesion,histamine secretion by mast cell,integral component of membrane,mast cell granule,membrane fusion,neuron projection,neutrophil degranulation,nucleoplasm,phagocytic vesicle membrane,plasma membrane,post-Golgi vesicle-mediated transport,presynapse,protein binding,protein transport,specific granule,specific granule membrane,synaptic vesicle fusion to presynaptic active zone membrane,synaptic vesicle priming,syntaxin binding,tertiary granule membrane,vesicle targetingCardiovascular Diseases;Heart Diseases;Myocardial Ischemia;Vascular DiseasesC=0, T=37 C=0.0, T=1.0 0.00001 583.597 37 C=0/0, T=28/9

chr15:43244699 G/G A G SNV UBR1 UBR1:intronic:NM_174916.2 1 100 intronic NM_174916.2c.4836-53T>Cp.? -1 ATP-dependent Clp protease adaptor protein ClpS,Putative zinc finger in N-recognin (UBR box)rs2277532,rs764510888 YES 0.0 (pos.43244696) Ubiquitin-protein ligase E3-alphacellular response to leucine,cytoplasm,cytosol,leucine binding,negative regulation of TOR signaling,proteasome complex,protein binding,protein catabolic process,protein ubiquitination,ubiquitin ligase complex,ubiquitin protein ligase activity,ubiquitin-dependent protein catabolic process via the N-end rule pathway,zinc ion bindingAbnormalities, Multiple;Anus, Imperforate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Abnormalities;Digestive System Diseases;Ear Diseases;Ectodermal Dysplasia;Endocrine System Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hypothyroidism;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Otorhinolaryngologic Diseases;Pancreatic Diseases;Sensation Disorders;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Thyroid DiseasesA=0, G=24 A=0.0, G=1.0 0.00001 334.791 24 A=0/0, G=11/13

chr15:43352041 A/A G A SNV UBR1 UBR1:intronic:NM_174916.2 1 100 intronic NM_174916.2c.862-18C>Tp.? 1.13 ATP-dependent Clp protease adaptor protein ClpS,Putative zinc finger in N-recognin (UBR box)rs4924704 0.1181 YES 7.922E-1 (pos.43352041) Ubiquitin-protein ligase E3-alphacellular response to leucine,cytoplasm,cytosol,leucine binding,negative regulation of TOR signaling,proteasome complex,protein binding,protein catabolic process,protein ubiquitination,ubiquitin ligase complex,ubiquitin protein ligase activity,ubiquitin-dependent protein catabolic process via the N-end rule pathway,zinc ion bindingAbnormalities, Multiple;Anus, Imperforate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Abnormalities;Digestive System Diseases;Ear Diseases;Ectodermal Dysplasia;Endocrine System Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hypothyroidism;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Otorhinolaryngologic Diseases;Pancreatic Diseases;Sensation Disorders;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Thyroid DiseasesBenign G=0, A=22 G=0.0, A=1.0 0.00001 298.891 22 G=0/0, A=12/10

chr10:95458141 G/G A G SNV FRA10AC1 FRA10AC1:exonic:NM_145246.4 1 100 3 synonymous NM_145246.4c.90T>C p.(=) 0.84 Folate-sensitive fragile site protein Fra10Ac1rs11187597 0.4837 YES 4.022E-1 (pos.95458141) Chromosome 10 open reading frame 4nucleus,protein binding A=0, G=32 A=0.0, G=1.0 0.00001 485.141 32 A=0/0, G=18/14

chr10:95459817 T/T C T SNV FRA10AC1 FRA10AC1:exonic:NM_145246.4 1 100 2 missense NM_145246.4c.47G>A p.Arg16His 0.54 0.99 29 0 0.01(COSM6353009),0.01(COSM6353010),0.01(COSM6353011),0.01(COSM6353012),0.01(COSM6353013)Folate-sensitive fragile site protein Fra10Ac1rs726817 0.2579 YES 7.216E-1 (pos.95459817) carcinoma Chromosome 10 open reading frame 4nucleus,protein binding C=0, T=34 C=0.0, T=1.0 0.00001 524.166 34 C=0/0, T=10/24

chr4:79455714 G/G C G SNV FRAS1 FRAS1:exonic:NM_025074.6 1 100 71 synonymous NM_025074.6c.11037C>Gp.(=) 0.49 0.83(COSM4005805),0.83(COSM4005806)Cadherin-like,Calx-beta domain,von Willebrand factor type C domainrs4975070 0.4359 YES 7.841E-1 (pos.79455714) carcinoma,diffuse_large_B_cell_lymphomaFRAS1 gene basement membrane,cell communication,embryonic limb morphogenesis,extracellular matrix,integral component of membrane,metal ion binding,metanephros morphogenesis,morphogenesis of an epithelium,palate development,plasma membrane,protein transport,skin development,sublamina densaAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Abnormalities;Eye Diseases;Fraser Syndrome;Macrostomia;Mouth Abnormalities;Mouth Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign C=0, G=38 C=0.0, G=1.0 0.00001 603.775 38 C=0/0, G=13/25

chr4:79455733 T/T C T SNV FRAS1 FRAS1:exonic:NM_025074.6 1 100 71 synonymous NM_025074.6c.11056C>Tp.(=) 1.13 0.55(COSM4005807),0.55(COSM4005808)Cadherin-like,Calx-beta domain,von Willebrand factor type C domainrs4975139 0.4359 YES 7.833E-1 (pos.79455733) carcinoma,neoplasmFRAS1 gene basement membrane,cell communication,embryonic limb morphogenesis,extracellular matrix,integral component of membrane,metal ion binding,metanephros morphogenesis,morphogenesis of an epithelium,palate development,plasma membrane,protein transport,skin development,sublamina densaAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Abnormalities;Eye Diseases;Fraser Syndrome;Macrostomia;Mouth Abnormalities;Mouth Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign C=0, T=39 C=0.0, T=1.0 0.00001 623.945 39 C=0/0, T=13/26

chr15:44068160 G/G C G SNV ELL3 ELL3:intronic:NM_025165.2 1 100 intronic NM_025165.2c.282-39G>Cp.? -0.06 Occludin homology domain,RNA polymerase II elongation factor ELLrs3844075 0.0867 YES 9.983E-1 (pos.44068160) Elongation factor, RNA polymerase II, 3DNA-templated transcription, elongation,enhancer binding,negative regulation of intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,nucleolus,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, elongation,positive regulation of neural precursor cell proliferation,positive regulation of neurogenesis,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of epithelial to mesenchymal transition,snRNA transcription from RNA polymerase II promoter,spermatogenesis,stem cell differentiation,transcription elongation factor complex,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterC=0, G=37 C=0.0, G=1.0 0.00001 583.707 37 C=0/0, G=17/20

chr13:39263023 T/T C T SNV FREM2 FREM2:exonic:NM_207361.5 1 100 1 synonymous NM_207361.5c.1542C>T p.(=) -6.35 0.03(COSM3753676)Cadherin-like,Calx-beta domainrs12874397 0.2606 YES 1.201E-3 (pos.39263023) adenocarcinoma,hepatocellular_carcinomaFRAS1-related extracellular matrix protein 2basement membrane,cell adhesion,cell communication,extracellular exosome,heart development,inner ear development,integral component of membrane,metal ion binding,morphogenesis of an epithelium,plasma membraneAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Abnormalities;Eye Diseases;Fraser Syndrome;Mental Disorders;Neurodevelopmental Disorders;Schizophrenia, ChildhoodBenign C=0, T=24 C=0.0, T=1.0 0.00001 334.703 24 C=0/0, T=10/14

chr13:39262057 G/A G A SNV FREM2 FREM2:exonic:NM_207361.5 1 97.3 1 synonymous NM_207361.5c.576G>A p.(=) 0.21 0.59(COSM4147704)Cadherin-like,Calx-beta domainrs1868464 0 1.0 (pos.39262057) neoplasm FRAS1-related extracellular matrix protein 2basement membrane,cell adhesion,cell communication,extracellular exosome,heart development,inner ear development,integral component of membrane,metal ion binding,morphogenesis of an epithelium,plasma membraneAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Abnormalities;Eye Diseases;Fraser Syndrome;Mental Disorders;Neurodevelopmental Disorders;Schizophrenia, ChildhoodBenign G=1, A=36 G=0.027, A=0.973 0.00001 540.031 37 G=1/0, A=18/18

chr4:144617842 T/T G T SNV FREM3 FREM3:exonic:NM_001168235.1 1 100 1 synonymous NM_001168235.1c.3987C>A p.(=) 0.04 0.14(COSM4418581)Cadherin-like,Calx-beta domainrs1545437 0.3325 YES 5.294E-2 (pos.144617842)acute_myeloid_leukaemiaFRAS1-related extracellular matrix protein 3basement membrane,cell adhesion,cell communication,extracellular matrix,extracellular space,integral component of membrane,metal ion bindingDepressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood DisordersG=0, T=29 G=0.0, T=1.0 0.00001 427.602 29 G=0/0, T=17/12

chr15:45439910 G/G A G SNV DUOX1 DUOX1:intronic:NM_175940.2 1 100 intronic NM_175940.2c.2548+54A>Gp.? -1.79 Animal haem peroxidase,EF hand,EF-hand domain,EF-hand domain pair,FAD-binding domain,Ferric reductase NAD binding domain,Ferric reductase like transmembrane componentrs938129 YES Dual oxidase 1 (thyroid oxidase 1)NAD(P)H oxidase activity,NADP binding,apical plasma membrane,calcium ion binding,cellular oxidant detoxification,cuticle development,cytokine-mediated signaling pathway,heme binding,hormone biosynthetic process,hydrogen peroxide biosynthetic process,hydrogen peroxide catabolic process,integral component of membrane,oxidation-reduction process,peroxidase activity,plasma membrane,response to cAMP,response to oxidative stress,superoxide anion generation,thyroid hormone generationA=0, G=30 A=0.0, G=1.0 0.00001 446.61 30 A=0/0, G=11/19

chr15:45558083 A/A G A SNV

LOC101928

414,SLC28A

2 LOC101928414:intronic_nc:NR_120335.1, SLC28A2:intronic:NM_004212.31

100

intronic NR_120335.1, NM_004212.3c.862-196G>Ap.? -4.01 Na+ dependent nucleoside transporter C-terminus,Na+ dependent nucleoside transporter N-terminus,Nucleoside recognitionrs11854365 YES Solute carrier family 28 (sodium-coupled nucleoside transporter), member 2integral component of plasma membrane,membrane,nucleobase-containing compound metabolic process,nucleoside transmembrane transport,nucleoside:sodium symporter activity,plasma membrane,purine nucleoside transmembrane transport,purine nucleoside transmembrane transporter activityMercaptopurine G=0, A=43 G=0.0, A=1.0 0.00001 705.837 43 G=0/0, A=24/19

chr15:45968535 C/C A C SNV SQOR SQOR:intronic:NM_001271213.1 1 100 intronic NM_001271213.1c.864+27A>Cp.? -0.56 Pyridine nucleotide-disulphide oxidoreductasers12914266 0.1806 YES 7.7E-1 (pos.45968535) Sulfide quinone oxidoreductasehydrogen sulfide metabolic process,mitochondrial inner membrane,oxidation-reduction process,oxidoreductase activity,quinone binding,sulfide oxidation, using sulfide:quinone oxidoreductase,sulfide:quinone oxidoreductase activityA=0, C=59 A=0.0, C=1.0 0.00001 885.367 59 A=0/0, C=23/36

chr15:48058929 A/A G A SNV SEMA6D SEMA6D:intronic:NM_153618.1 1 100 intronic NM_153618.1c.1708+55G>Ap.? 0.87 Plexin repeat,Sema domainrs603569 0.2711 YES Semaphorin 6DGolgi apparatus,cell differentiation,integral component of membrane,integral component of plasma membrane,negative regulation of smooth muscle cell migration,plasma membrane,positive regulation of smooth muscle cell migration,semaphorin receptor binding,ventricular system developmentMental Disorders;Substance-Related DisordersG=0, A=29 G=0.0, A=1.0 0.00001 427.6 29 G=0/0, A=16/13

chr4:190876195 C/T C T SNV FRG1 FRG1:exonic:NM_004477.2 1 57.58 5 synonymous NM_004477.2c.321C>T p.(=) 0.52 FRG1-like domain,Fascin domainrs7684300 YES 4.955E-1;0.0 (pos.190876195) Facioscapulohumeral muscular dystrophy region gene-1Cajal body,RNA binding,Z disc,actin filament binding,catalytic step 2 spliceosome,mRNA splicing, via spliceosome,muscle organ development,nucleolus,protein binding,rRNA processing,striated muscle dense bodyCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Facioscapulohumeral;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular DiseasesC=14, T=19 C=0.4242, T=0.5758 0.00001 204.394 33 C=5/9, T=2/17

chr15:48460786 C/C T C SNV MYEF2 MYEF2:intronic:NM_016132.4 1 100 intronic NM_016132.4c.370+42A>Gp.? -1.94 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs11070626 9.00E-04 YES 9.236E-1 (pos.48460786) RNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,myotube differentiation,neuron differentiation,nucleus,protein binding,regulation of transcription from RNA polymerase II promoter,single-stranded DNA binding,transcription, DNA-templatedT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=13/8

chr3:75713564 C/C T C SNV

FRG2C,FRG2

EP FRG2EP:exonic_nc:NR_037925.1, FRG2C:exonic:NM_001124759.3 1
100

1 missense NM_001124759.3, NR_037925.1c.34T>C p.Cys12Arg 0.74 0.02 180 0.189 0.02(COSM1757099)Facioscapulohumeral muscular dystrophy candidate 2rs13073018 YES transitional_cell_carcinomanucleus T=0, C=61 T=0.0, C=1.0 0.00001 921.854 61 T=0/0, C=36/25

chr3:75715124 C/T C T SNV

FRG2C,FRG2

EP FRG2EP:exonic_nc:NR_037925.1, FRG2C:exonic:NM_001124759.3 1
50

4 missense NM_001124759.3, NR_037925.1c.781C>T p.Pro261Ser -0.1 0.02 74 0.996 0(COSM5425194)Facioscapulohumeral muscular dystrophy candidate 2rs72503535 YES acute_myeloid_leukaemia nucleus C=50, T=50 C=0.5, T=0.5 0.00001 564.854 100 C=25/25, T=22/28

chr15:48736684 T/T A T SNV FBN1 FBN1:intronic:NM_000138.4 1 100 intronic NM_000138.4c.6037+54T>Ap.? -0.1 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,EGF-like domain,Human growth factor-like EGF,TB domainrs2303502 YES Fibrillin-1 basement membrane,calcium ion binding,camera-type eye development,cell adhesion mediated by integrin,cellular protein metabolic process,cellular response to insulin-like growth factor stimulus,cellular response to transforming growth factor beta stimulus,embryonic eye morphogenesis,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix constituent conferring elasticity,extracellular matrix disassembly,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,heart development,heparin binding,hormone activity,identical protein binding,integrin binding,metanephros development,microfibril,negative regulation of osteoclast development,negative regulation of osteoclast differentiation,post-embryonic eye morphogenesis,post-translational protein modification,protein binding,protein complex binding,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulus,regulation of receptor activityACMG Recommendations...;Abnormalities, Multiple;Aneurysm;Aneurysm, Ruptured;Aortic Aneurysm;Aortic Aneurysm, Thoracic;Aortic Diseases;Aortic Rupture;Arachnodactyly;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Craniofacial Abnormalities;Craniosynostoses;Dwarfism;Dysostoses;Ectopia Lentis;Endometriosis;Eye Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Glaucoma;Glucose Metabolism Disorders;Heart Defects, Congenital;Heart Diseases;Heart Valve Diseases;Heart Valve Prolapse;Hyperglycemia;Hyperinsulinism;Joint Diseases;Lens Diseases;Lens Subluxation;Limb Deformities, Congenital;Marfan Syndrome;Metabolic Diseases;Mitral Valve Prolapse;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal DiseasesA=0, T=25 A=0.0, T=1.0 0.00001 353.013 25 A=0/0, T=9/16

chr6:168459845 C/C G C SNV FRMD1 FRMD1:exonic:NM_024919.4 1 100 10 missense NM_024919.4c.1366C>G p.Gln456Glu -0.64 1 29 0 0.04(COSM5734385)FERM N-terminal domain,FERM central domainrs1548349 0.1012 YES 8.44E-1;0.0 (pos.168459845)carcinoma cytoskeleton G=0, C=28 G=0.0, C=1.0 0.00001 408.689 28 G=0/0, C=18/10

chr15:49083577 T/T C T SNV CEP152 CEP152:intronic:NM_001194998.1 1 100 intronic NM_001194998.1c.833-4G>Ap.? -0.09 0.03(COSM6352425),0.03(COSM6352426)rs58156069 0.4601 YES 3.523E-1 (pos.49083577) carcinoma Centrosomal protein, 152kDG2/M transition of mitotic cell cycle,centriole,centriole replication,centrosome,centrosome duplication,ciliary basal body-plasma membrane docking,cytosol,de novo centriole assembly involved in multi-ciliated epithelial cell differentiation,deuterosome,microtubule organizing center,nucleoplasm,pericentriolar material,protein binding,protein kinase binding,regulation of G2/M transition of mitotic cell cycleBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsBenign C=0, T=33 C=0.0, T=1.0 0.00001 504.598 33 C=0/0, T=17/16

chr15:49149828 T/T C T SNV SHC4 SHC4:intronic:NM_203349.3 1 100 intronic NM_203349.3c.1070+61G>Ap.? -0.92 Phosphotyrosine interaction domain (PTB/PID),SH2 domainrs4774526 YES SHC transforming protein 4apoptotic process,cell junction,intracellular,intracellular signal transduction,plasma membrane,positive regulation of cell proliferation,postsynaptic membrane,protein binding,protein domain specific binding,receptor tyrosine kinase binding,regulation of gene expression,stem cell differentiation,transmembrane receptor protein tyrosine kinase signaling pathwayC=0, T=39 C=0.0, T=1.0 0.00001 623.96 39 C=0/0, T=4/35

chr15:49301293 C/C A C SNV SECISBP2L SECISBP2L:intronic:NM_001193489.1 1 100 intronic NM_001193489.1c.2027+120T>Gp.? 0.49 Ribosomal protein L7Ae/L30e/S12e/Gadd45 familyrs7167402 YES Selenocysteine insertion sequence-binding protein 2-likeRNA binding,intracellular ribonucleoprotein complex,mRNA 3'-UTR binding,protein binding,ribonucleoprotein complex binding,selenocysteine incorporation,selenocysteine insertion sequence bindingA=0, C=86 A=0.0, C=1.0 0.00001 1410.89 86 A=0/0, C=34/52

chr9:85863091 G/G A G SNV FRMD3 FRMD3:exonic:NM_174938.5 1 100 14 synonymous NM_174938.5c.1536T>C p.(=) 3.07 0.77(COSM3764027),0.77(COSM3764028),0.77(COSM3764029)FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domainrs10114696 0.4134 YES 2.213E-1 (pos.85863091) acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomaFERM domain-containing 3actomyosin structure organization,cytoskeletal protein binding,cytoskeleton,integral component of membrane,structural constituent of cytoskeletonAcneiform Eruptions;Chloracne;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=19/10

chr15:49659983 G/G A G SNV FAM227B FAM227B:intronic:NM_152647.2 1 100 intronic NM_152647.2c.1111-178T>Cp.? -3.06 Protein of unknown functionrs8038399 YES A=0, G=33 A=0.0, G=1.0 0.00001 504.598 33 A=0/0, G=20/13

chr15:49867122 A/G A G SNV FAM227B FAM227B:intronic:NM_152647.2 1 97.92 intronic NM_152647.2c.645+86T>Cp.? -0.64 Protein of unknown functionrs12901416 YES A=1, G=47 A=0.0208, G=0.9792 0.00001 776.226 48 A=1/0, G=30/17

chr15:50288858 G/G T G SNV ATP8B4 ATP8B4:intronic:NM_024837.3 1 100 intronic NM_024837.3c.589+16A>Cp.? 0.58 Cation transport ATPase (P-type),Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs71469670 0.0806 YES 1.532E-3 (pos.50288858) ATP binding,Golgi apparatus,Golgi organization,integral component of membrane,magnesium ion binding,neutrophil degranulation,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,specific granule membrane,tertiary granule membraneT=0, G=60 T=0.0, G=1.0 0.00001 903.531 60 T=0/0, G=34/26

chr3:69230801 A/A G A SNV FRMD4B FRMD4B:exonic:NM_015123.2 1 100 21 synonymous NM_015123.2c.2100C>T p.(=) 0.59 Domain of unknown function (DUF3338),FERM C-terminal PH-like domain,FERM N-terminal domain,FERM central domainrs9836305 0.0071 YES 6.001E-1 (pos.69230801) FERM domain-containing protein 4Badherens junction,bicellular tight junction,cytoplasm,cytoskeleton,establishment of epithelial cell polarity,extracellular space,ruffleCeliac Disease;Digestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Malabsorption Syndromes;Metabolic Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System DiseasesG=0, A=311 G=0.0, A=1.0 0.00001 5140.36 311 G=0/0, A=159/152

chr15:50731390 C/T C T SNV USP8 USP8:intronic:NM_005154.4 1 57.14 intronic NM_005154.4c.104+16C>Tp.? 0.54 Rhodanese-like domain,USP8 dimerisation domain,Ubiquitin carboxyl-terminal hydrolasers11632708 0.1819 YES 2.615E-3 (pos.50731390) Ubiquitin-specific protease 8SH3 domain binding,cadherin binding,cell proliferation,cellular response to dexamethasone stimulus,cellular response to nerve growth factor stimulus,cysteine-type endopeptidase activity,cytoplasm,cytosol,dendritic spine,early endosome,endosome organization,extrinsic component of endosome membrane,extrinsic component of plasma membrane,midbody,mitotic cytokinesis,nucleus,postsynaptic density,protein K48-linked deubiquitination,protein K63-linked deubiquitination,protein binding,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,ubiquitin-dependent protein catabolic processACTH-Secreting Pituitary Adenoma;Adenoma;Brain Diseases;Central Nervous System Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Hyperpituitarism;Hypothalamic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Pituitary ACTH Hypersecretion;Pituitary Diseases;Pituitary NeoplasmsC=15, T=20 C=0.4286, T=0.5714 0.00001 218.705 35 C=5/10, T=7/13

chr11:30255185 T/T C T SNV FSHB FSHB:exonic:NM_001018080.1 1 100 3 synonymous NM_001018080.1c.228C>T p.(=) -1.41 0.01(COSM3998384)Cystine-knot domainrs6169 0.4358 YES 6.746E-1 (pos.30255185) acute_myeloid_leukaemiaFollicle-stimulating hormone, beta polypeptideG-protein coupled receptor signaling pathway,Sertoli cell proliferation,cell-cell signaling,cytoplasm,extracellular exosome,extracellular region,extracellular space,female gamete generation,female pregnancy,follicle-stimulating hormone activity,follicle-stimulating hormone signaling pathway,hormone activity,hormone-mediated signaling pathway,peptide hormone processing,positive regulation of bone resorption,positive regulation of cell migration,positive regulation of cell proliferation,positive regulation of transcription from RNA polymerase II promoter,progesterone biosynthetic process,protein binding,regulation of osteoclast differentiation,regulation of receptor activity,signal transduction,transforming growth factor beta receptor signaling pathwayAlcohol-Related Disorders;Alcoholism;Brain Diseases;Brain Infarction;Brain Ischemia;Brain Stem Infarctions;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Gonadal Disorders;Hypogonadism;Infertility;Infertility, Female;Infertility, Male;Lateral Medullary Syndrome;Male Urogenital Diseases;Mental Disorders;Nervous System Diseases;Oligospermia;Stroke;Substance-Related Disorders;Vascular DiseasesBenign/Likely benignC=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=19/6

chr2:49191041 T/T C T SNV FSHR FSHR:exonic:NM_000145.3 1 98.99 10 missense NM_000145.3c.919G>A p.Ala307Thr -0.11 0.28 58 0 0.04(COSM3927764)7 transmembrane receptor (rhodopsin family),Gonadotropin hormone receptor transmembrane region,Leucine rich repeat,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies)rs6165 0.4585 YES 6.596E-1;0.0 (pos.49191041)adenocarcinoma,ductal_carcinoma,osteosarcomaFollicle stimulating hormone receptorG-protein coupled peptide receptor activity,G-protein coupled receptor signaling pathway,Sertoli cell development,Sertoli cell proliferation,activation of adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,basement membrane organization,cell surface,cellular response to follicle-stimulating hormone stimulus,cellular water homeostasis,endosome,female gamete generation,female gonad development,follicle-stimulating hormone receptor activity,follicle-stimulating hormone signaling pathway,gonad development,hormone-mediated signaling pathway,integral component of membrane,integral component of plasma membrane,intracellular,locomotory behavior,male gonad development,negative regulation of bone resorption,neuron projection development,peptide hormone binding,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positi46, XX Disorders of Sex Development;Adnexal Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Gonadal Dysgenesis;Gonadal Dysgenesis, 46,XX;Male Urogenital Diseases;Neoplasms;Ovarian Cysts;Ovarian Diseases;Ovarian Hyperstimulation Syndrome;Polycystic Ovary Syndrome;Urogenital AbnormalitiesChoriogonadotropin alfa,Follitropin,Menotropins,Suramin,UrofollitropinBenign, drug responseC=1, T=98 C=0.0101, T=0.9899 0.00001 1643.59 99 C=1/0, T=49/49

chr15:50878509 T/C T C SNV TRPM7 TRPM7:intronic:NM_017672.5 1 45.83 intronic NM_017672.5c.4486+80A>Gp.? -1.2 Alpha-kinase family,Ion transport protein,Tetramerisation domain of TRPMrs1395297,rs910057799 YES Transient receptor potential cation channel, subfamily M, member 7ATP binding,actin binding,actomyosin structure organization,calcium channel activity,calcium ion transmembrane transport,calcium-dependent cell-matrix adhesion,cation transport,cell,cellular magnesium ion homeostasis,integral component of membrane,ion channel activity,ion transmembrane transport,metal ion binding,myosin binding,necroptotic process,plasma membrane,protein autophosphorylation,protein phosphorylation,protein serine/threonine kinase activity,protein tetramerization,ruffleAdenoma;Amyotrophic Lateral Sclerosis;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Kidney Calculi;Kidney Diseases;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Motor Neuron Disease;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nephrolithiasis;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Paralysis;Proteostasis Deficiencies;Rectal Diseases;Spinal Cord Diseases;TDP-43 Proteinopathies;Urinary Calculi;Urolithiasis;Urologic Diseases1,4-Dithiothreitol,Magnesium carbonate,Phosphoaminophosphonic Acid-Adenylate EsterT=65, C=55 T=0.5417, C=0.4583 0.00001 551.15 120 T=28/37, C=37/18

chr15:50885976 G/T G T SNV TRPM7 TRPM7:intronic:NM_017672.5 1 57.14 intronic NM_017672.5c.3476-30C>Ap.? -0.4 Alpha-kinase family,Ion transport protein,Tetramerisation domain of TRPMrs567109 0.4369 YES 5.528E-1;0.0 (pos.50885976) Transient receptor potential cation channel, subfamily M, member 7ATP binding,actin binding,actomyosin structure organization,calcium channel activity,calcium ion transmembrane transport,calcium-dependent cell-matrix adhesion,cation transport,cell,cellular magnesium ion homeostasis,integral component of membrane,ion channel activity,ion transmembrane transport,metal ion binding,myosin binding,necroptotic process,plasma membrane,protein autophosphorylation,protein phosphorylation,protein serine/threonine kinase activity,protein tetramerization,ruffleAdenoma;Amyotrophic Lateral Sclerosis;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Kidney Calculi;Kidney Diseases;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Motor Neuron Disease;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nephrolithiasis;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Paralysis;Proteostasis Deficiencies;Rectal Diseases;Spinal Cord Diseases;TDP-43 Proteinopathies;Urinary Calculi;Urolithiasis;Urologic Diseases1,4-Dithiothreitol,Magnesium carbonate,Phosphoaminophosphonic Acid-Adenylate EsterG=15, T=20 G=0.4286, T=0.5714 0.00001 218.716 35 G=5/10, T=10/10

chr15:50888618 AT/AT A AT INDEL TRPM7 TRPM7:intronic:NM_017672.5 1 100 intronic NM_017672.5c.3164-40T>ATp.? 0.84 Alpha-kinase family,Ion transport protein,Tetramerisation domain of TRPM Transient receptor potential cation channel, subfamily M, member 7ATP binding,actin binding,actomyosin structure organization,calcium channel activity,calcium ion transmembrane transport,calcium-dependent cell-matrix adhesion,cation transport,cell,cellular magnesium ion homeostasis,integral component of membrane,ion channel activity,ion transmembrane transport,metal ion binding,myosin binding,necroptotic process,plasma membrane,protein autophosphorylation,protein phosphorylation,protein serine/threonine kinase activity,protein tetramerization,ruffleAdenoma;Amyotrophic Lateral Sclerosis;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Kidney Calculi;Kidney Diseases;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Motor Neuron Disease;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nephrolithiasis;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Paralysis;Proteostasis Deficiencies;Rectal Diseases;Spinal Cord Diseases;TDP-43 Proteinopathies;Urinary Calculi;Urolithiasis;Urologic Diseases1,4-Dithiothreitol,Magnesium carbonate,Phosphoaminophosphonic Acid-Adenylate EsterA=0, AT=42 A=0.0, AT=1.0 0.00001 540.306 42 A=0/0, AT=19/23

chr15:50905780 A/A G A SNV TRPM7 TRPM7:intronic:NM_017672.5 1 100 intronic NM_017672.5c.1770+124C>Tp.? -0.58 Alpha-kinase family,Ion transport protein,Tetramerisation domain of TRPMrs511736 YES Transient receptor potential cation channel, subfamily M, member 7ATP binding,actin binding,actomyosin structure organization,calcium channel activity,calcium ion transmembrane transport,calcium-dependent cell-matrix adhesion,cation transport,cell,cellular magnesium ion homeostasis,integral component of membrane,ion channel activity,ion transmembrane transport,metal ion binding,myosin binding,necroptotic process,plasma membrane,protein autophosphorylation,protein phosphorylation,protein serine/threonine kinase activity,protein tetramerization,ruffleAdenoma;Amyotrophic Lateral Sclerosis;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Kidney Calculi;Kidney Diseases;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Motor Neuron Disease;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nephrolithiasis;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Paralysis;Proteostasis Deficiencies;Rectal Diseases;Spinal Cord Diseases;TDP-43 Proteinopathies;Urinary Calculi;Urolithiasis;Urologic Diseases1,4-Dithiothreitol,Magnesium carbonate,Phosphoaminophosphonic Acid-Adenylate EsterG=0, A=97 G=0.0, A=1.0 0.00001 1638.92 97 G=0/0, A=60/37

chr15:52516942 A/A C A SNV MYO5C MYO5C:intronic:NM_018728.3 1 100 intronic NM_018728.3c.3446+156G>Tp.? -0.26 DIL domain,IQ calmodulin-binding motif,Myosin head (motor domain)rs11070886 YES Myosin Vc ATP binding,actin binding,calmodulin binding,extracellular exosome,motor activity,myosin complexMental Disorders;Substance-Related DisordersC=0, A=71 C=0.0, A=1.0 0.00001 1111.38 71 C=0/0, A=45/26

chr2:186697876 G/G A G SNV FSIP2 FSIP2:exonic:NM_173651.3 1 100 23 missense NM_173651.3c.20647A>Gp.Thr6883Ala 1.08 1 58 0 Fibrous sheath-interacting protein 2rs1468999 0.0021 YES 9.387E-1 (pos.186697876) Fibrous sheath-interacting protein 2mitochondrion A=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=12/8

chr2:186672527 T/A T A SNV FSIP2 FSIP2:exonic:NM_173651.3 1 56 17 missense NM_173651.3c.18494T>Ap.Leu6165Gln 0 0.1 113 0.274 0(COSM3757835),0(COSM3757836)Fibrous sheath-interacting protein 2rs72900086 0.2398 YES 2.25E-2 (pos.186672527) adenocarcinoma,neoplasmFibrous sheath-interacting protein 2mitochondrion T=11, A=14 T=0.44, A=0.56 0.00001 131.102 25 T=9/2, A=8/6

chr2:186668935 A/G A G SNV FSIP2 FSIP2:exonic:NM_173651.3 1 50 17 missense NM_173651.3c.14902A>Gp.Met4968Val 0.03 1 21 0.004 Fibrous sheath-interacting protein 2rs13003744 YES 3.763E-1 (pos.186668935) Fibrous sheath-interacting protein 2mitochondrion A=15, G=15 A=0.5, G=0.5 0.00001 145.02 30 A=5/10, G=6/9

chr15:52553007 G/G C G SNV MYO5C MYO5C:intronic:NM_018728.3 1 100 intronic NM_018728.3c.1313+52G>Cp.? -1.03 DIL domain,IQ calmodulin-binding motif,Myosin head (motor domain)rs4497629 3.00E-04 YES Myosin Vc ATP binding,actin binding,calmodulin binding,extracellular exosome,motor activity,myosin complexMental Disorders;Substance-Related DisordersC=0, G=67 C=0.0, G=1.0 0.00001 1034.43 67 C=0/0, G=41/26

chr2:186658438 C/T C T SNV

FSIP2,FSIP2-

AS1 FSIP2-AS1:intronic_nc:NR_144453.1, FSIP2:exonic:NM_173651.3 1
51.85

16 missense NM_173651.3, NR_144453.1c.6575C>T p.Thr2192Met -1.69 0.24 81 0.16 Fibrous sheath-interacting protein 2rs10490391 YES 5.361E-1 (pos.186658438) Fibrous sheath-interacting protein 2mitochondrion C=39, T=42 C=0.4815, T=0.5185 0.00001 453.453 81 C=23/16, T=22/20

chr2:186664473 T/C T C SNV

FSIP2,FSIP2-

AS1 FSIP2-AS1:intronic_nc:NR_144453.1, FSIP2:exonic:NM_173651.3 1
51.85

17 synonymous NM_173651.3, NR_144453.1c.10440T>Cp.(=) 1.25 Fibrous sheath-interacting protein 2rs11686997 YES 5.579E-1 (pos.186664473) Fibrous sheath-interacting protein 2mitochondrion T=26, C=28 T=0.4815, C=0.5185 0.00001 277.152 54 T=13/13, C=16/12

chr2:186656840 T/C T C SNV

FSIP2,FSIP2-

AS1 FSIP2-AS1:intronic_nc:NR_144453.1, FSIP2:exonic:NM_173651.3 1
50

16 synonymous NM_173651.3, NR_144453.1c.4977T>C p.(=) -0.01 Fibrous sheath-interacting protein 2rs17815052 YES 5.376E-2 (pos.186656840) Fibrous sheath-interacting protein 2mitochondrion T=26, C=26 T=0.5, C=0.5 0.00001 254.431 52 T=12/14, C=12/14

chr15:52681573 G/G A G SNV MYO5A MYO5A:intronic:NM_000259.3 1 100 intronic NM_000259.3c.1543-13T>Cp.? -1.77 DIL domain,IQ calmodulin-binding motif,Myosin head (motor domain)rs1724623,rs374120080,rs67583538YES 1.784E-2 (pos.52681572),9.827E-1 (pos.52681573)Myosin Va ATP binding,Golgi apparatus,RNA binding,Rab GTPase binding,actin binding,actin filament,actin filament binding,actin filament-based movement,actomyosin,calcium ion binding,calmodulin binding,cellular response to insulin stimulus,chemical synaptic transmission,cytoplasm,cytosol,disordered domain specific binding,early endosome,endoplasmic reticulum,endoplasmic reticulum localization,exocytosis,extracellular exosome,filopodium tip,growth cone,hair follicle maturation,identical protein binding,insulin secretion,insulin-responsive compartment,intermediate filament,late endosome,locomotion involved in locomotory behavior,long-chain fatty acid biosynthetic process,lysosome,melanin biosynthetic process,melanocyte differentiation,melanosome,melanosome transport,membrane,microfilament motor activity,microtubule plus-end,motor activity,myelination,myosin complex,neuron projection,neuronal cell body,odontogenesis,peroxisome,photoreceptor outer segment,post-Golgi vesicle-mediated transport,protein localization to plasma Abnormalities, Multiple;Albinism;Amino Acid Metabolism, Inborn Errors;Autoimmune Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Ectodermal Dysplasia;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hypopigmentation;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Neurocutaneous Syndromes;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Piebaldism;Pigmentation Disorders;Sensation Disorders;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urologic DiseasesBenign A=0, G=46 A=0.0, G=1.0 0.00001 750.065 46 A=0/0, G=8/38

chr2:186656956 T/C T C SNV

FSIP2,FSIP2-

AS1 FSIP2-AS1:intronic_nc:NR_144453.1, FSIP2:exonic:NM_173651.3 1
50

16 missense NM_173651.3, NR_144453.1c.5093T>C p.Met1698Thr 0.3 1 81 0 Fibrous sheath-interacting protein 2rs17229201 YES 5.309E-1 (pos.186656956) Fibrous sheath-interacting protein 2mitochondrion T=15, C=15 T=0.5, C=0.5 0.00001 145.02 30 T=3/12, C=1/14

chr19:680378 C/T C T SNV FSTL3 FSTL3:exonic:NM_005860.2 1 57.45 3 synonymous NM_005860.2c.394C>T p.(=) 1.03 0.44(COSM4132745)Follistatin/Osteonectin-like EGF domain,Kazal-type serine protease inhibitor domainrs7246311 YES 2.5E-1 (pos.680378) neoplasm Follistatin-like 3Golgi apparatus,activin binding,adrenal gland development,cellular protein metabolic process,cellular response to metal ion,endoplasmic reticulum lumen,extracellular region,extracellular space,fibronectin binding,hematopoietic progenitor cell differentiation,kidney development,lung development,male gonad development,negative regulation of BMP signaling pathway,negative regulation of activin receptor signaling pathway,negative regulation of osteoclast differentiation,negative regulation of transmembrane receptor protein serine/threonine kinase signaling pathway,neuron projection terminus,nucleoplasm,nucleus,ossification,positive regulation of cell-cell adhesion,positive regulation of transcription from RNA polymerase II promoter,post-translational protein modification,protein binding,regulation of transcription from RNA polymerase II promoter,secretory granule,spermatogenesis,transcription, DNA-templatedC=20, T=27 C=0.4255, T=0.5745 0.00001 325.978 47 C=11/9, T=11/16

chr19:5866585 T/T C T SNV FUT5 FUT5:utr_3:NM_002034.2 1 100 2 utr_3 NM_002034.2c.1152G>A p.? -0.7 Fucosyltransferase, N-terminal,Glycosyltransferase family 10 (fucosyltransferase) C-termrs778982 0.2213 YES 8.905E-1 (pos.5866585) Fucosyltransferase 5 (alpha (1,3) fucosyltransferase)3-galactosyl-N-acetylglucosaminide 4-alpha-L-fucosyltransferase activity,Golgi apparatus,Golgi cisterna membrane,Golgi membrane,L-fucose catabolic process,alpha-(1->3)-fucosyltransferase activity,carbohydrate metabolic process,ceramide metabolic process,fucosylation,fucosyltransferase activity,integral component of membrane,protein glycosylationC=0, T=45 C=0.0, T=1.0 0.00001 747.393 45 C=0/0, T=30/15

chr15:54008795 C/C T C SNV WDR72 WDR72:intronic:NM_182758.3 1 100 intronic NM_182758.3c.339+9A>Gp.? -1.64 WD domain, G-beta repeatrs690337 0.2268 YES 7.364E-1 (pos.54008795) WD repeat-containing protein 72cytoplasm,enamel mineralization,endosomeAmelogenesis Imperfecta;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dental Enamel Hypoplasia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth Diseases;Urologic DiseasesBenign T=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=6/15

chr19:5866654 G/G A G SNV FUT5 FUT5:exonic:NM_002034.2 1 100 2 synonymous NM_002034.2c.1083T>C p.(=) 0.64 0(COSM4132696)Fucosyltransferase, N-terminal,Glycosyltransferase family 10 (fucosyltransferase) C-termrs778983 0.2228 YES 8.9E-1 (pos.5866654) adenocarcinoma,neoplasmFucosyltransferase 5 (alpha (1,3) fucosyltransferase)3-galactosyl-N-acetylglucosaminide 4-alpha-L-fucosyltransferase activity,Golgi apparatus,Golgi cisterna membrane,Golgi membrane,L-fucose catabolic process,alpha-(1->3)-fucosyltransferase activity,carbohydrate metabolic process,ceramide metabolic process,fucosylation,fucosyltransferase activity,integral component of membrane,protein glycosylationA=0, G=42 A=0.0, G=1.0 0.00001 685.22 42 A=0/0, G=27/15

chr15:54008889 G/G GA G INDEL WDR72 WDR72:intronic:NM_182758.3 1 100 intronic NM_182758.3c.261-7TC>Cp.? 1.66, 0.0 WD domain, G-beta repeatrs34828731 0.4908 YES 1.917E-1 (pos.54008889) WD repeat-containing protein 72cytoplasm,enamel mineralization,endosomeAmelogenesis Imperfecta;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dental Enamel Hypoplasia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth Diseases;Urologic DiseasesBenign/Likely benignGA=0, G=22 GA=0.0, G=1.0 0.00001 297.917 22 GA=0/0, G=6/16

chr15:54624313 A/A T A SNV UNC13C UNC13C:intronic:NM_001080534.2 1 100 intronic NM_001080534.2c.4494+4T>Ap.? -0.07 0.7(COSM3999560),0.7(COSM3999561),0.7(COSM3999562)C2 domain,Domain of Unknown Function (DUF1041),Munc13 (mammalian uncoordinated) homology domain,Phorbol esters/diacylglycerol binding domain (C1 domain)rs11856987 0.2992 YES 1.127E-1 (pos.54624313) acute_myeloid_leukaemiaUnc13, C. elegans, homolog of, Ccalyx of Held,cell junction,chemical synaptic transmission,cytoplasm,diacylglycerol binding,intracellular signal transduction,metal ion binding,negative regulation of synaptic plasticity,plasma membrane,presynaptic active zone,presynaptic membrane,synaptic vesicle exocytosis,terminal boutonNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesT=0, A=46 T=0.0, A=1.0 0.00001 772.927 46 T=0/0, A=20/26

chr15:54685463 A/A G A SNV UNC13C UNC13C:intronic:NM_001080534.2 1 100 intronic NM_001080534.2c.4847+84G>Ap.? 0.06 C2 domain,Domain of Unknown Function (DUF1041),Munc13 (mammalian uncoordinated) homology domain,Phorbol esters/diacylglycerol binding domain (C1 domain)rs489526 YES Unc13, C. elegans, homolog of, Ccalyx of Held,cell junction,chemical synaptic transmission,cytoplasm,diacylglycerol binding,intracellular signal transduction,metal ion binding,negative regulation of synaptic plasticity,plasma membrane,presynaptic active zone,presynaptic membrane,synaptic vesicle exocytosis,terminal boutonNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesG=0, A=20 G=0.0, A=1.0 0.00001 263.779 20 G=0/0, A=4/16

chr15:55669392 T/C T C SNV

CCPG1,DNA

AF4-CCPG1 DNAAF4-CCPG1:intronic_nc:NR_037923.1, CCPG1:intronic:NM_001204450.11

45.45

intronic NR_037923.1, NM_001204450.1c.253-44A>Gp.? -0.28 rs6493781 0.0895 YES 8.008E-3 (pos.55669392) Cell cycle progression 1cell cycle,integral component of membrane,molecular_function,positive regulation of cell cycle,positive regulation of cell proliferation,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of Rho guanyl-nucleotide exchange factor activityT=12, C=10 T=0.5455, C=0.4545 0.00001 81.7622 22 T=6/6, C=2/8

chr19:5866736 C/C T C SNV FUT5 FUT5:exonic:NM_002034.2 1 100 2 missense NM_002034.2c.1001A>G p.His334Arg -0.27 29 0.01(COSM4132697)Fucosyltransferase, N-terminal,Glycosyltransferase family 10 (fucosyltransferase) C-termrs778984 YES 8.676E-1 (pos.5866736) neoplasm,squamous_cell_carcinomaFucosyltransferase 5 (alpha (1,3) fucosyltransferase)3-galactosyl-N-acetylglucosaminide 4-alpha-L-fucosyltransferase activity,Golgi apparatus,Golgi cisterna membrane,Golgi membrane,L-fucose catabolic process,alpha-(1->3)-fucosyltransferase activity,carbohydrate metabolic process,ceramide metabolic process,fucosylation,fucosyltransferase activity,integral component of membrane,protein glycosylationT=0, C=21 T=0.0, C=1.0 0.00001 281.228 21 T=0/0, C=17/4

chr19:5867748 T/T G T SNV FUT5 FUT5:utr_5:NM_002034.2 1 100 2 utr_5 NM_002034.2c.-12C>A p.? 0.24 Fucosyltransferase, N-terminal,Glycosyltransferase family 10 (fucosyltransferase) C-termrs778971 0.4442 YES 7.8E-1 (pos.5867748) Fucosyltransferase 5 (alpha (1,3) fucosyltransferase)3-galactosyl-N-acetylglucosaminide 4-alpha-L-fucosyltransferase activity,Golgi apparatus,Golgi cisterna membrane,Golgi membrane,L-fucose catabolic process,alpha-(1->3)-fucosyltransferase activity,carbohydrate metabolic process,ceramide metabolic process,fucosylation,fucosyltransferase activity,integral component of membrane,protein glycosylationG=0, T=34 G=0.0, T=1.0 0.00001 524.186 34 G=0/0, T=11/23

chr15:56719797 T/T G T SNV TEX9 TEX9:intronic:NM_198524.2 1 100 intronic NM_198524.2c.964-6G>T p.? 0.13 rs795785 0.1066 YES 9.216E-1 (pos.56719797) protein binding G=0, T=62 G=0.0, T=1.0 0.00001 939.429 62 G=0/0, T=25/37

chr15:56736208 C/C T C SNV MNS1,TEX9 TEX9:intronic:NM_198524.2, MNS1:intronic:NM_018365.2 1 100 intronic NM_198524.2, NM_018365.2c.*1206-1661T>C, c.687-156A>Gp.?, p.? -0.56 Trichohyalin-plectin-homology domainrs795793 YES Meiosis-specific nuclear structural protein 1axoneme,cilium organization,identical protein binding,intermediate filament,left/right axis specification,meiotic cell cycle,motile cilium,nuclear envelope,positive regulation of cilium assembly,protein binding,sperm flagellum,spermatogenesisT=0, C=26 T=0.0, C=1.0 0.00001 371.403 26 T=0/0, C=11/15

chr15:56946296 A/A C A SNV ZNF280D ZNF280D:intronic:NM_017661.3 1 100 intronic NM_017661.3c.2213+100G>Tp.? -0.24 Domain of unknown function (DUF4195)rs8028457 YES DNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, A=33 C=0.0, A=1.0 0.00001 510.896 33 C=0/0, A=7/26

chr15:57524857 T/C T C SNV TCF12 TCF12:intronic:NM_207037.1 1 52.38 intronic NM_207037.1c.826-53T>Cp.? 0.25 Helix-loop-helix DNA-binding domainrs2290938 YES Transcription factor-12 (HTF4, helix-loop-helix transcription factors-4)DNA binding transcription factor activity,E-box binding,HMG box domain binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor complex,SMAD binding,bHLH transcription factor binding,cAMP response element binding,cytoplasm,enhancer binding,immune response,intracellular membrane-bounded organelle,muscle organ development,nuclear chromatin,nuclear speck,nucleoplasm,nucleus,positive regulation of neuron differentiation,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein dimerization activity,protein heterodimerization activity,protein homodimerization activity,regulation of hematopoietic stem cell differentiation,regulation of transcription from RNA polymerase II promoter,transcription factor binding,transcription from RNA polymerase II promoter,transcription regulatory region DNA binding,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingBone Diseases;Bone Diseases, Developmental;Chondrosarcoma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniosynostoses;Dysostoses;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Sarcoma;SynostosisT=20, C=22 T=0.4762, C=0.5238 0.00001 245.194 42 T=14/6, C=14/8

chr15:57555523 A/A C A SNV TCF12 TCF12:intronic:NM_207037.1 1 100 intronic NM_207037.1c.1745+51C>Ap.? 0.81 Helix-loop-helix DNA-binding domainrs7182038 0.2494 YES 8.265E-1;1.191E-4 (pos.57555523) Transcription factor-12 (HTF4, helix-loop-helix transcription factors-4)DNA binding transcription factor activity,E-box binding,HMG box domain binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor complex,SMAD binding,bHLH transcription factor binding,cAMP response element binding,cytoplasm,enhancer binding,immune response,intracellular membrane-bounded organelle,muscle organ development,nuclear chromatin,nuclear speck,nucleoplasm,nucleus,positive regulation of neuron differentiation,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein dimerization activity,protein heterodimerization activity,protein homodimerization activity,regulation of hematopoietic stem cell differentiation,regulation of transcription from RNA polymerase II promoter,transcription factor binding,transcription from RNA polymerase II promoter,transcription regulatory region DNA binding,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingBone Diseases;Bone Diseases, Developmental;Chondrosarcoma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniosynostoses;Dysostoses;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Sarcoma;SynostosisC=0, A=92 C=0.0, A=1.0 0.00001 1527.56 92 C=0/0, A=38/54

chr14:66028446 G/G A G SNV FUT8 FUT8:exonic:NM_178156.2 1 100 2 synonymous NM_178156.2c.165A>G p.(=) 0.77 Variant SH3 domainrs2229677 0.3184 YES 8.972E-1 (pos.66028446) Fucosyltransferase 8GDP-L-fucose metabolic process,Golgi apparatus,Golgi cisterna membrane,Golgi membrane,L-fucose catabolic process,N-glycan fucosylation,N-glycan processing,SH3 domain binding,cell migration,cytosol,extracellular exosome,glycoprotein 6-alpha-L-fucosyltransferase activity,in utero embryonic development,integral component of membrane,integrin-mediated signaling pathway,membrane,oligosaccharide biosynthetic process,protein N-linked glycosylation,protein N-linked glycosylation via asparagine,protein glycosylation in Golgi,receptor metabolic process,regulation of cellular response to oxidative stress,regulation of gene expression,respiratory gaseous exchange,transferase activity, transferring glycosyl groups,transforming growth factor beta receptor signaling pathwayBenign A=0, G=132 A=0.0, G=1.0 0.00001 2176.53 132 A=0/0, G=63/69

chr15:57836823 A/A G A SNV CGNL1 CGNL1:intronic:NM_032866.4 1 100 intronic NM_032866.4c.3500+28G>Ap.? -0.4 Myosin tail rs8029295 0 1.0 (pos.57836823) Cingulin-like 1actin filament organization,bicellular tight junction,motor activity,myosin complex,negative regulation of small GTPase mediated signal transduction,protein bindingBipolar Disorder;Bipolar and Related Disorders;Mental DisordersG=0, A=77 G=0.0, A=1.0 0.00001 1229.44 77 G=0/0, A=30/47

chr15:58471626 G/A G A SNV AQP9 AQP9:intronic:NM_020980.4 1 57.45 intronic NM_020980.4c.713+82G>Ap.? -0.32 Major intrinsic proteinrs17821117 YES Aquaporin 9 amine transmembrane transporter activity,amine transport,basolateral plasma membrane,canalicular bile acid transport,carboxylic acid transmembrane transport,carboxylic acid transmembrane transporter activity,carboxylic acid transport,cellular response to cAMP,excretion,glycerol channel activity,glycerol transport,immune response,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,metabolic process,plasma membrane,polyol transmembrane transporter activity,polyol transport,porin activity,purine nucleobase transmembrane transport,purine nucleobase transmembrane transporter activity,purine nucleobase transport,pyrimidine nucleobase transmembrane transporter activity,pyrimidine nucleobase transport,pyrimidine-containing compound transmembrane transport,response to mercury ion,response to organic substance,response to osmotic stress,transport,transporter activity,urea channel activity,urea transmembrane transport,water channel activity,water homeostasis,wateArsenic Poisoning;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Heavy Metal Poisoning, Nervous System;Immune System Diseases;Joint Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neurotoxicity Syndromes;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=20, A=27 G=0.4255, A=0.5745 0.00001 326.381 47 G=8/12, A=16/11

chr9:71650752 G/G A G SNV FXN FXN:exonic:NM_000144.4 1 100 1 synonymous NM_000144.4c.54A>G p.(=) -0.47 Frataxin-like domainrs2481598,rs763799314 1.0;0.0 (pos.71650752) Frataxin 2 iron, 2 sulfur cluster binding,adult walking behavior,aerobic respiration,cellular iron ion homeostasis,cellular response to hydrogen peroxide,cytosol,embryo development ending in birth or egg hatching,ferric iron binding,ferrous iron binding,ferroxidase activity,heme biosynthetic process,ion transport,iron chaperone activity,iron incorporation into metallo-sulfur cluster,iron-sulfur cluster assembly,iron-sulfur cluster binding,mitochondrial matrix,mitochondrion,mitochondrion organization,negative regulation of apoptotic process,negative regulation of multicellular organism growth,negative regulation of organ growth,negative regulation of release of cytochrome c from mitochondria,oxidation-reduction process,oxidative phosphorylation,positive regulation of aconitate hydratase activity,positive regulation of catalytic activity,positive regulation of cell growth,positive regulation of cell proliferation,positive regulation of lyase activity,positive regulation of succinate dehydrogenase activity,proprioceptionBrain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Friedreich Ataxia;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Metabolic Diseases;Mitochondrial Diseases;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;Spinal Cord Diseases;Spinocerebellar DegenerationsBenign/Likely benignA=0, G=91 A=0.0, G=1.0 0.00001 1501.22 91 A=0/0, G=54/37

chr19:35660508 A/A G A SNV FXYD5 FXYD5:exonic:NM_014164.5 1 100 9 missense NM_014164.5c.527G>A p.Arg176His -1.8 0.49 29 0.001 ATP1G1/PLM/MAT8 familyrs12110 0.2221 YES 7.805E-1 (pos.35660508) FXYD domain-containing ion transport regulator 5actin binding,cadherin binding,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,membrane,microvillus assembly,negative regulation of calcium-dependent cell-cell adhesion,protein binding,regulation of sodium ion transmembrane transporter activity,sodium channel regulator activityG=0, A=20 G=0.0, A=1.0 0.00001 263.772 20 G=0/0, A=15/5

chr15:58837910 C/C T C SNV LIPC LIPC:intronic:NM_000236.2 1 100 intronic NM_000236.2c.575-31T>Cp.? 0.46 Lipase,PLAT/LH2 domainrs2414592 8.00E-04 YES 1.0 (pos.58837910) Lipase C, hepaticapolipoprotein binding,cholesterol homeostasis,cholesterol metabolic process,chylomicron remnant clearance,endoplasmic reticulum lumen,extracellular region,extracellular space,fatty acid biosynthetic process,heparin binding,high-density lipoprotein particle,high-density lipoprotein particle remodeling,intermediate-density lipoprotein particle remodeling,lipid metabolic process,low-density lipoprotein particle binding,low-density lipoprotein particle remodeling,phosphatidylcholine catabolic process,phospholipase activity,regulation of lipoprotein lipase activity,reverse cholesterol transport,triglyceride catabolic process,triglyceride homeostasis,triglyceride lipase activity,very-low-density lipoprotein particle remodelingCardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Dyslipidemias;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hyperemia;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Insulin Resistance;Kidney Diseases;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Urologic Diseases;Vascular DiseasesT=0, C=32 T=0.0, C=1.0 0.00001 484.984 32 T=0/0, C=18/14

chr3:45996761 A/A G A SNV FYCO1 FYCO1:exonic:NM_024513.3 1 100 14 synonymous NM_024513.3c.3924C>T p.(=) -0.92 FYVE zinc finger,RUN domainrs1463680 0.2807 YES 9.579E-1 (pos.45996761) FYVE and coiled-coil domain containing 1'de novo' protein folding,ATP binding,Golgi apparatus,autophagosome,chaperone-mediated protein folding,chaperonin-containing T-complex,integral component of membrane,intracellular membrane-bounded organelle,late endosome,lysosome,membrane,metal ion binding,plus-end-directed vesicle transport along microtubule,positive regulation of autophagosome maturation,protein binding,protein binding involved in protein folding,transport,unfolded protein bindingCataract;Eye Diseases;Lens DiseasesBenign G=0, A=63 G=0.0, A=1.0 0.00001 958.913 63 G=0/0, A=50/13

chr3:46010077 T/T C T SNV FYCO1 FYCO1:exonic:NM_024513.3 1 100 8 missense NM_024513.3c.749G>A p.Arg250Gln 2.19 0.18 43 0 FYVE zinc finger,RUN domainrs4683158 0.2253 YES 9.997E-1;0.0 (pos.46010077) FYVE and coiled-coil domain containing 1'de novo' protein folding,ATP binding,Golgi apparatus,autophagosome,chaperone-mediated protein folding,chaperonin-containing T-complex,integral component of membrane,intracellular membrane-bounded organelle,late endosome,lysosome,membrane,metal ion binding,plus-end-directed vesicle transport along microtubule,positive regulation of autophagosome maturation,protein binding,protein binding involved in protein folding,transport,unfolded protein bindingCataract;Eye Diseases;Lens DiseasesBenign C=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=13/7

chr15:59381769 A/T A T SNV RNF111 RNF111:intronic:NM_001270528.1 1 45.83 intronic NM_001270528.1c.2578-97A>Tp.? 0.14 E3 ubiquitin-protein ligase Arkadia N-terminus,RING-like zinc finger,RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger)rs2289895 YES Ring finger protein 111PML body,SMAD binding,SUMO polymer binding,cytoplasm,cytosol,global genome nucleotide-excision repair,metal ion binding,nucleoplasm,nucleus,pattern specification process,positive regulation of protein ubiquitination,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,positive regulation of transforming growth factor beta receptor signaling pathway,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein complex,protein polyubiquitination,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,ubiquitin protein ligase activity,ubiquitin-dependent SMAD protein catabolic processCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatitis;Dermatitis, Atopic;Genetic Diseases, Inborn;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesA=13, T=11 A=0.5417, T=0.4583 0.00001 93.4385 24 A=11/2, T=7/4

chr15:59515446 G/G C G SNV MYO1E MYO1E:intronic:NM_004998.3 1 100 intronic NM_004998.3c.778-56G>Cp.? -1.7 IQ calmodulin-binding motif,Myosin head (motor domain),SH3 domain,Unconventional myosin tail, actin- and lipid-binding,Variant SH3 domainrs2306780 YES Myosin IE ATP binding,ATPase activity, coupled,actin cytoskeleton,actin filament binding,actin filament-based movement,adherens junction,brush border,calmodulin binding,cell-cell junction,clathrin-coated endocytic vesicle,cytoplasm,cytoskeleton,endocytosis,extracellular exosome,glomerular basement membrane development,glomerular filtration,glomerular visceral epithelial cell development,in utero embryonic development,microfilament motor activity,motor activity,myosin complex,nitrogen compound metabolic process,phosphatidylinositol binding,platelet-derived growth factor receptor signaling pathway,post-embryonic hemopoiesis,protein binding,vasculogenesisImidazole C=0, G=72 C=0.0, G=1.0 0.00001 1134.62 72 C=0/0, G=32/40

chr15:59524054 AC/AC A AC INDEL MYO1E MYO1E:intronic:NM_004998.3 1 100 intronic NM_004998.3c.421-64T>GTp.? 0.91 IQ calmodulin-binding motif,Myosin head (motor domain),SH3 domain,Unconventional myosin tail, actin- and lipid-binding,Variant SH3 domainMyosin IE ATP binding,ATPase activity, coupled,actin cytoskeleton,actin filament binding,actin filament-based movement,adherens junction,brush border,calmodulin binding,cell-cell junction,clathrin-coated endocytic vesicle,cytoplasm,cytoskeleton,endocytosis,extracellular exosome,glomerular basement membrane development,glomerular filtration,glomerular visceral epithelial cell development,in utero embryonic development,microfilament motor activity,motor activity,myosin complex,nitrogen compound metabolic process,phosphatidylinositol binding,platelet-derived growth factor receptor signaling pathway,post-embryonic hemopoiesis,protein binding,vasculogenesisImidazole A=0, AC=65 A=0.0, AC=1.0 0.00001 741.343 65 A=0/0, AC=26/39

chr15:59548475 T/T C T SNV MYO1E MYO1E:intronic:NM_004998.3 1 100 intronic NM_004998.3c.332+8G>Ap.? 0.3 IQ calmodulin-binding motif,Myosin head (motor domain),SH3 domain,Unconventional myosin tail, actin- and lipid-binding,Variant SH3 domainrs4508371 2.00E-04 1.0 (pos.59548475) Myosin IE ATP binding,ATPase activity, coupled,actin cytoskeleton,actin filament binding,actin filament-based movement,adherens junction,brush border,calmodulin binding,cell-cell junction,clathrin-coated endocytic vesicle,cytoplasm,cytoskeleton,endocytosis,extracellular exosome,glomerular basement membrane development,glomerular filtration,glomerular visceral epithelial cell development,in utero embryonic development,microfilament motor activity,motor activity,myosin complex,nitrogen compound metabolic process,phosphatidylinositol binding,platelet-derived growth factor receptor signaling pathway,post-embryonic hemopoiesis,protein binding,vasculogenesisImidazole C=0, T=33 C=0.0, T=1.0 0.00001 504.145 33 C=0/0, T=24/9

chr15:59931429 C/C G C SNV GTF2A2 GTF2A2:intronic:NM_004492.2 1 100 intronic NM_004492.2c.305-73C>Gp.? -0.09 Transcription initiation factor IIA, gamma subunit,Transcription initiation factor IIA, gamma subunit, helical domainrs2306354 0.3634 YES General transcription factor IIA, gamma subunitRNA polymerase II repressing transcription factor binding,RNA polymerase II transcriptional preinitiation complex assembly,TBP-class protein binding,cell junction,nucleoplasm,positive regulation of DNA binding transcription factor activity,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein heterodimerization activity,protein homodimerization activity,snRNA transcription from RNA polymerase II promoter,transcription coactivator activity,transcription elongation from RNA polymerase II promoter,transcription factor TFIIA complex,transcription factor TFIID complex,transcription factor binding,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,viral processG=0, C=59 G=0.0, C=1.0 0.00001 885.341 59 G=0/0, C=20/39

chr15:59964798 G/G C G SNV BNIP2 BNIP2:intronic:NM_004330.3 1 100 intronic NM_004330.3c.938+38G>Cp.? -1.04 Bcl2-/adenovirus E1B nineteen kDa-interacting protein 2,CRAL/TRIO domain,Divergent CRAL/TRIO domainrs4774342 1.00E-04 1.0 (pos.59964798) BCL2/adenovirus E1B 19kD protein-interacting protein 2GTPase activator activity,apoptotic process,blastocyst development,calcium ion binding,centriole,centrosome cycle,cytoplasm,cytosol,identical protein binding,integral component of membrane,intracellular membrane-bounded organelle,negative regulation of apoptotic process,nuclear envelope,perinuclear region of cytoplasm,positive regulation of GTPase activity,positive regulation of MAPK cascade,positive regulation of muscle cell differentiation,positive regulation of neuron differentiation,positive regulation of small GTPase mediated signal transduction,protein binding,spindle pole centrosome,striated muscle cell differentiationC=0, G=28 C=0.0, G=1.0 0.00001 408.708 28 C=0/0, G=24/4

chr15:60678298 A/A T A SNV ANXA2 ANXA2:intronic:NM_001002857.1 1 100 intronic NM_001002857.1c.-10-13A>Tp.? -3.48 Annexin rs11855679,rs7470202520.1774 YES 0.0 (pos.60678297),9.998E-1 (pos.60678298)Annexin A2 (lipocortin I)PCSK9-AnxA2 complex,RNA binding,Rab GTPase binding,S100 protein binding,Schmidt-Lanterman incisure,angiogenesis,azurophil granule lumen,basement membrane,basolateral plasma membrane,body fluid secretion,bone sialoprotein binding,cadherin binding involved in cell-cell adhesion,calcium ion binding,calcium-dependent phospholipid binding,calcium-dependent protein binding,catabolism by host of symbiont protein,cell cortex,cell surface,cell-cell adherens junction,cell-cell adhesion,collagen fibril organization,cytoplasm,cytoskeletal protein binding,cytosol,early endosome,endosome,extracellular exosome,extracellular matrix,extracellular region,extracellular space,extrinsic component of plasma membrane,fibrinolysis,identical protein binding,interleukin-12-mediated signaling pathway,late endosome membrane,lipid droplet,lysosomal membrane,macropinosome,melanosome,membrane,membrane raft,membrane raft assembly,midbody,molecular function regulator,myelin sheath adaxonal region,negative regulation by host of symbiont molecBone Diseases;Bone Diseases, Metabolic;Carcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Diseases;Liver Neoplasms;Mammary Neoplasms, Animal;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Osteoporosis;Stomatognathic Diseases;Thyroid DiseasesTenecteplase T=0, A=33 T=0.0, A=1.0 0.00001 504.147 33 T=0/0, A=14/19

chr15:60678328 T/T C T SNV ANXA2 ANXA2:intronic:NM_001002857.1 1 100 intronic NM_001002857.1c.-10-43G>Ap.? -0.5 Annexin rs11858864 0.1776 YES 9.995E-1 (pos.60678328) Annexin A2 (lipocortin I)PCSK9-AnxA2 complex,RNA binding,Rab GTPase binding,S100 protein binding,Schmidt-Lanterman incisure,angiogenesis,azurophil granule lumen,basement membrane,basolateral plasma membrane,body fluid secretion,bone sialoprotein binding,cadherin binding involved in cell-cell adhesion,calcium ion binding,calcium-dependent phospholipid binding,calcium-dependent protein binding,catabolism by host of symbiont protein,cell cortex,cell surface,cell-cell adherens junction,cell-cell adhesion,collagen fibril organization,cytoplasm,cytoskeletal protein binding,cytosol,early endosome,endosome,extracellular exosome,extracellular matrix,extracellular region,extracellular space,extrinsic component of plasma membrane,fibrinolysis,identical protein binding,interleukin-12-mediated signaling pathway,late endosome membrane,lipid droplet,lysosomal membrane,macropinosome,melanosome,membrane,membrane raft,membrane raft assembly,midbody,molecular function regulator,myelin sheath adaxonal region,negative regulation by host of symbiont molecBone Diseases;Bone Diseases, Metabolic;Carcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Diseases;Liver Neoplasms;Mammary Neoplasms, Animal;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Osteoporosis;Stomatognathic Diseases;Thyroid DiseasesTenecteplase C=0, T=31 C=0.0, T=1.0 0.00001 465.808 31 C=0/0, T=11/20

chr15:60678350 C/C T C SNV ANXA2 ANXA2:intronic:NM_001002857.1 1 100 intronic NM_001002857.1c.-10-65A>Gp.? 1.34 Annexin rs7182242 0.1766 YES Annexin A2 (lipocortin I)PCSK9-AnxA2 complex,RNA binding,Rab GTPase binding,S100 protein binding,Schmidt-Lanterman incisure,angiogenesis,azurophil granule lumen,basement membrane,basolateral plasma membrane,body fluid secretion,bone sialoprotein binding,cadherin binding involved in cell-cell adhesion,calcium ion binding,calcium-dependent phospholipid binding,calcium-dependent protein binding,catabolism by host of symbiont protein,cell cortex,cell surface,cell-cell adherens junction,cell-cell adhesion,collagen fibril organization,cytoplasm,cytoskeletal protein binding,cytosol,early endosome,endosome,extracellular exosome,extracellular matrix,extracellular region,extracellular space,extrinsic component of plasma membrane,fibrinolysis,identical protein binding,interleukin-12-mediated signaling pathway,late endosome membrane,lipid droplet,lysosomal membrane,macropinosome,melanosome,membrane,membrane raft,membrane raft assembly,midbody,molecular function regulator,myelin sheath adaxonal region,negative regulation by host of symbiont molecBone Diseases;Bone Diseases, Metabolic;Carcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Diseases;Liver Neoplasms;Mammary Neoplasms, Animal;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Osteoporosis;Stomatognathic Diseases;Thyroid DiseasesTenecteplase T=0, C=31 T=0.0, C=1.0 0.00001 465.8 31 T=0/0, C=10/21

chr15:60690089 G/G A G SNV ANXA2 ANXA2:intronic:NM_001002857.1 1 100 intronic NM_001002857.1c.-92+53T>Cp.? -2.62 0(COSM1129161)Annexin rs12904657 0.2674 YES 9.026E-1 (pos.60690089) adenocarcinoma,neoplasmAnnexin A2 (lipocortin I)PCSK9-AnxA2 complex,RNA binding,Rab GTPase binding,S100 protein binding,Schmidt-Lanterman incisure,angiogenesis,azurophil granule lumen,basement membrane,basolateral plasma membrane,body fluid secretion,bone sialoprotein binding,cadherin binding involved in cell-cell adhesion,calcium ion binding,calcium-dependent phospholipid binding,calcium-dependent protein binding,catabolism by host of symbiont protein,cell cortex,cell surface,cell-cell adherens junction,cell-cell adhesion,collagen fibril organization,cytoplasm,cytoskeletal protein binding,cytosol,early endosome,endosome,extracellular exosome,extracellular matrix,extracellular region,extracellular space,extrinsic component of plasma membrane,fibrinolysis,identical protein binding,interleukin-12-mediated signaling pathway,late endosome membrane,lipid droplet,lysosomal membrane,macropinosome,melanosome,membrane,membrane raft,membrane raft assembly,midbody,molecular function regulator,myelin sheath adaxonal region,negative regulation by host of symbiont molecBone Diseases;Bone Diseases, Metabolic;Carcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Diseases;Liver Neoplasms;Mammary Neoplasms, Animal;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Osteoporosis;Stomatognathic Diseases;Thyroid DiseasesTenecteplase A=0, G=50 A=0.0, G=1.0 0.00001 852.738 50 A=0/0, G=32/18

chr3:46021218 T/T G T SNV FYCO1 FYCO1:exonic:NM_024513.3 1 100 4 synonymous NM_024513.3c.267C>A p.(=) -0.37 FYVE zinc finger,RUN domainrs4682801 0.2285 YES 9.997E-1 (pos.46021218) FYVE and coiled-coil domain containing 1'de novo' protein folding,ATP binding,Golgi apparatus,autophagosome,chaperone-mediated protein folding,chaperonin-containing T-complex,integral component of membrane,intracellular membrane-bounded organelle,late endosome,lysosome,membrane,metal ion binding,plus-end-directed vesicle transport along microtubule,positive regulation of autophagosome maturation,protein binding,protein binding involved in protein folding,transport,unfolded protein bindingCataract;Eye Diseases;Lens DiseasesBenign G=0, T=25 G=0.0, T=1.0 0.00001 353.019 25 G=0/0, T=15/10



chr15:62259772 C/T C T SNV VPS13C VPS13C:intronic:NM_020821.2 1 50 intronic NM_020821.2c.2912-126G>Ap.? -1.5 Autophagy-related protein C terminal domain,N-terminal region of Chorein or VPS13,Repeating coiled region of VPS13,SHR-binding domain of vacuolar-sorting associated protein 13,Vacuolar sorting-associated protein 13, N-terminal,Vacuolar-sorting-associated 13 protein C-terminalrs3784633 YES Vacuolar protein sorting 13, yeast, homolog of, CGolgi to endosome transport,cytoplasm,cytosol,extracellular exosome,mitochondrial outer membrane,mitochondrion organization,negative regulation of parkin-mediated stimulation of mitophagy in response to mitochondrial depolarizationC=15, T=15 C=0.5, T=0.5 0.00001 145.021 30 C=5/10, T=11/4

chr15:62967395 T/T C T SNV TLN2 TLN2:intronic:NM_015059.2 1 100 intronic NM_015059.2c.853-21C>Tp.? -1.18 FERM N-terminal domain,FERM central domain,I/LWEQ domain,N-terminal or F0 domain of Talin-head FERM,Talin, middle domain,Vinculin Binding Siters1878784 0.0034 YES 9.554E-1 (pos.62967395) Talin 2 actin binding,actin cytoskeleton,actin filament binding,cell adhesion,cell-cell junction,cell-cell junction assembly,cytoplasm,cytoskeletal anchoring at plasma membrane,focal adhesion,plasma membrane,protein binding,ruffle,structural constituent of cytoskeleton,structural molecule activity,synapseNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesC=0, T=28 C=0.0, T=1.0 0.00001 408.712 28 C=0/0, T=14/14

chr15:62967554 C/C T C SNV TLN2 TLN2:intronic:NM_015059.2 1 100 intronic NM_015059.2c.957+34T>Cp.? -1.6 FERM N-terminal domain,FERM central domain,I/LWEQ domain,N-terminal or F0 domain of Talin-head FERM,Talin, middle domain,Vinculin Binding Siters1878783 0.0015 YES 9.628E-1 (pos.62967554) Talin 2 actin binding,actin cytoskeleton,actin filament binding,cell adhesion,cell-cell junction,cell-cell junction assembly,cytoplasm,cytoskeletal anchoring at plasma membrane,focal adhesion,plasma membrane,protein binding,ruffle,structural constituent of cytoskeleton,structural molecule activity,synapseNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesT=0, C=25 T=0.0, C=1.0 0.00001 353.015 25 T=0/0, C=10/15

chr15:62979016 C/C A C SNV TLN2 TLN2:intronic:NM_015059.2 1 100 intronic NM_015059.2c.1113+21A>Cp.? -2.78 FERM N-terminal domain,FERM central domain,I/LWEQ domain,N-terminal or F0 domain of Talin-head FERM,Talin, middle domain,Vinculin Binding Siters12917611 0.0522 YES 9.571E-1;0.0;0.0 (pos.62979016) Talin 2 actin binding,actin cytoskeleton,actin filament binding,cell adhesion,cell-cell junction,cell-cell junction assembly,cytoplasm,cytoskeletal anchoring at plasma membrane,focal adhesion,plasma membrane,protein binding,ruffle,structural constituent of cytoskeleton,structural molecule activity,synapseNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesA=0, C=40 A=0.0, C=1.0 0.00001 644.281 40 A=0/0, C=15/25

chr15:63014548 G/G A G SNV TLN2 TLN2:intronic:NM_015059.2 1 100 intronic NM_015059.2c.2992-4A>Gp.? 0.26 0.08(COSM5021834)FERM N-terminal domain,FERM central domain,I/LWEQ domain,N-terminal or F0 domain of Talin-head FERM,Talin, middle domain,Vinculin Binding Siters10775181 0.0409 YES 9.596E-1 (pos.63014548) osteosarcoma Talin 2 actin binding,actin cytoskeleton,actin filament binding,cell adhesion,cell-cell junction,cell-cell junction assembly,cytoplasm,cytoskeletal anchoring at plasma membrane,focal adhesion,plasma membrane,protein binding,ruffle,structural constituent of cytoskeleton,structural molecule activity,synapseNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=11/9

chr15:63335248 C/A C A SNV TPM1 TPM1:intronic:NM_001018020.1 1 57.14 intronic NM_001018020.1c.114+106C>Ap.? 0.15 Tropomyosin,Tropomyosin like Tropomyosin 1, alphaactin binding,actin cytoskeleton,actin filament,actin filament binding,actin filament organization,bleb,cardiac muscle contraction,cellular response to reactive oxygen species,cytoskeletal protein binding,cytoskeleton,cytoskeleton organization,cytosol,filamentous actin,identical protein binding,in utero embryonic development,integral component of membrane,movement of cell or subcellular component,muscle contraction,muscle filament sliding,muscle thin filament tropomyosin,negative regulation of cell migration,negative regulation of vascular associated smooth muscle cell migration,negative regulation of vascular smooth muscle cell proliferation,positive regulation of ATPase activity,positive regulation of cell adhesion,positive regulation of heart rate by epinephrine,positive regulation of stress fiber assembly,protein binding,protein heterodimerization activity,protein homodimerization activity,regulation of cell shape,regulation of heart contraction,regulation of muscle contraction,ruffle membrane,ruffle orgaACMG Recommendations...;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Carcinoma;Carcinoma, Squamous Cell;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Collagen Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Head and Neck Neoplasms;Heart Diseases;Heart Valve Diseases;Hypertension;Keloid;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Skin and Connective Tissue Diseases;Vascular DiseasesC=15, A=20 C=0.4286, A=0.5714 0.00001 218.22 35 C=0/15, A=14/6

chr3:46008087 G/A G A SNV FYCO1 FYCO1:exonic:NM_024513.3 1 58.33 8 synonymous NM_024513.3c.2739C>T p.(=) -0.43 0.05(COSM4158058)FYVE zinc finger,RUN domainrs13079869 0.1101 YES 3.012E-3 (pos.46008087) neoplasm FYVE and coiled-coil domain containing 1'de novo' protein folding,ATP binding,Golgi apparatus,autophagosome,chaperone-mediated protein folding,chaperonin-containing T-complex,integral component of membrane,intracellular membrane-bounded organelle,late endosome,lysosome,membrane,metal ion binding,plus-end-directed vesicle transport along microtubule,positive regulation of autophagosome maturation,protein binding,protein binding involved in protein folding,transport,unfolded protein bindingCataract;Eye Diseases;Lens DiseasesBenign G=10, A=14 G=0.4167, A=0.5833 0.00001 135.329 24 G=4/6, A=1/13

chr15:63848805 G/G C G SNV USP3 USP3:intronic:NM_006537.3 1 100 intronic NM_006537.3c.369-61C>Gp.? -0.23 Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs3751043 YES Ubiquitin-specific protease 3DNA repair,Flemming body,chromatin binding,core promoter sequence-specific DNA binding,histone binding,histone deubiquitination,mitotic cell cycle,negative regulation of transcription from RNA polymerase II promoter,nuclear chromatin,nucleoplasm,nucleus,protein deubiquitination,regulation of protein stability,regulation of transcription, DNA-templated,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic process,zinc ion bindingC=0, G=31 C=0.0, G=1.0 0.00001 465.819 31 C=0/0, G=19/12

chr3:197495334 A/A G A SNV FYTTD1 FYTTD1:exonic:NM_032288.6 1 100 3 missense NM_032288.6c.260G>A p.Arg87His 2.15 0.05 29 0.073 0.85(COSM3760017)Forty-two-three proteinrs3205525 0.1566 YES 9.44E-1 (pos.197495334) adenocarcinoma,luminal_NS_carcinoma,neoplasmForty-two-three domain-containing protein 1RNA binding,intracellular,mRNA binding,mRNA export from nucleus,nuclear speck,nucleoplasm,protein bindingG=0, A=47 G=0.0, A=1.0 0.00001 789.328 47 G=0/0, A=27/20

chr8:28384712 G/G A G SNV FZD3 FZD3:exonic:NM_145866.1 1 100 4 synonymous NM_145866.1c.435A>G p.(=) 0.75 0.66(COSM3763309)Frizzled/Smoothened family membrane region,Fz domainrs2241802 0.4323 YES 5.878E-1 (pos.28384712) adenocarcinomaFrizzled, Drosophila, homolog of, 3,Frizzled, Drosophila, homolog of, 9G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,PDZ domain binding,Wnt signaling pathway, calcium modulating pathway,Wnt signaling pathway, planar cell polarity pathway,Wnt-activated receptor activity,Wnt-protein binding,apical plasma membrane,axon,canonical Wnt signaling pathway,cell proliferation in midbrain,cell surface,commissural neuron axon guidance,cytoplasm,dendrite,dopaminergic neuron axon guidance,establishment of planar polarity,filopodium tip,hair follicle development,inner ear morphogenesis,integral component of membrane,lateral plasma membrane,midbrain morphogenesis,negative regulation of execution phase of apoptosis,negative regulation of mitotic cell cycle, embryonic,neural tube closure,neuron differentiation,neuron migration,neuronal cell body,non-canonical Wnt signaling pathway,planar cell polarity pathway involved in axon guidance,plasma membrane,positive regulation of neuroblast proliferation,post-anal tail morphogenesis,presynaptic active zone,protein bindA=0, G=49 A=0.0, G=1.0 0.00001 831.63 49 A=0/0, G=30/19

chr15:63984772 C/C T C SNV HERC1 HERC1:intronic:NM_003922.3 1 100 intronic NM_003922.3c.5675-7A>Gp.? 0.41 0.2(COSM147940),0.2(COSM147941)HECT-domain (ubiquitin-transferase),Regulator of chromosome condensation (RCC1) repeat,SPRY domain,WD domain, G-beta repeatrs11630720 0.4543 YES 6.964E-2 (pos.63984772) acute_myeloid_leukaemia,adenocarcinoma,carcinomaHECT domain and RCC1-like domain 1ARF guanyl-nucleotide exchange factor activity,Golgi apparatus,cerebellar Purkinje cell differentiation,cytoplasm,cytosol,membrane,negative regulation of autophagy,neuromuscular process controlling balance,neuron projection development,protein ubiquitination,regulation of molecular function,transport,ubiquitin-protein transferase activityT=0, C=29 T=0.0, C=1.0 0.00001 427.53 29 T=0/0, C=12/17

chr2:208633413 C/C T C SNV FZD5 FZD5:exonic:NM_003468.3 1 100 2 synonymous NM_003468.3c.51A>G p.(=) 0.03 0.03(COSM3749629)Frizzled/Smoothened family membrane region,Fz domainrs4675711 0 1.0 (pos.208633413) adenocarcinomaPolarity gene 'frizzled,' Drosophila, homolog ofG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Golgi membrane,Spemann organizer formation,T cell differentiation in thymus,Wnt signaling pathway involved in dorsal/ventral axis specification,Wnt signaling pathway, calcium modulating pathway,Wnt signaling pathway, planar cell polarity pathway,Wnt-activated receptor activity,Wnt-protein binding,amyloid-beta binding,amyloid-beta complex,angiogenesis,anterior/posterior axis specification, embryo,apoptotic process involved in morphogenesis,beta-catenin destruction complex disassembly,bicellular tight junction,branching involved in labyrinthine layer morphogenesis,canonical Wnt signaling pathway,cell maturation,cell surface,cellular response to molecule of bacterial origin,chorionic trophoblast cell differentiation,clathrin-coated endocytic vesicle membrane,early endosome membrane,embryonic axis specification,embryonic camera-type eye morphogenesis,integral component of membrane,integral component of plasma membrane,labyrinthine laT=0, C=58 T=0.0, C=1.0 0.00001 865.219 58 T=0/0, C=31/27

chr15:64050300 A/A G A SNV HERC1 HERC1:intronic:NM_003922.3 1 100 intronic NM_003922.3c.1221+74C>Tp.? -0.02 HECT-domain (ubiquitin-transferase),Regulator of chromosome condensation (RCC1) repeat,SPRY domain,WD domain, G-beta repeatrs12912999 YES HECT domain and RCC1-like domain 1ARF guanyl-nucleotide exchange factor activity,Golgi apparatus,cerebellar Purkinje cell differentiation,cytoplasm,cytosol,membrane,negative regulation of autophagy,neuromuscular process controlling balance,neuron projection development,protein ubiquitination,regulation of molecular function,transport,ubiquitin-protein transferase activityG=0, A=21 G=0.0, A=1.0 0.00001 281.095 21 G=0/0, A=9/12

chr8:104337096 G/G A G SNV FZD6 FZD6:exonic:NM_001164615.1 1 100 4 synonymous NM_001164615.1c.762A>G p.(=) 0.44 0.55(COSM3762966)Frizzled/Smoothened family membrane region,Fz domainrs3808554 0.4662 YES 6.256E-1 (pos.104337096)adenocarcinoma,carcinoma,diffuse_large_B_cell_lymphomaFrizzled, Drosophila, homolog of, 6G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Wnt signaling pathway,Wnt signaling pathway, calcium modulating pathway,Wnt signaling pathway, planar cell polarity pathway,Wnt-activated receptor activity,Wnt-protein binding,amyloid-beta binding,apical plasma membrane,apicolateral plasma membrane,cell proliferation in midbrain,cell surface,cytoplasmic vesicle membrane,embryonic nail plate morphogenesis,establishment of body hair planar orientation,hair follicle development,inner ear morphogenesis,integral component of membrane,integral component of plasma membrane,midbrain morphogenesis,multicellular organism development,negative regulation of DNA binding transcription factor activity,negative regulation of canonical Wnt signaling pathway,neural tube closure,non-canonical Wnt signaling pathway,plasma membrane,platelet activation,protein binding,ubiquitin protein ligase bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Nail Diseases;Pregnancy Complications;Skin Diseases;Skin and Connective Tissue Diseases;Thalassemia;alpha-ThalassemiaA=0, G=75 A=0.0, G=1.0 0.00001 1175.01 75 A=0/0, G=46/29

chr15:64410484 T/T G T SNV SNX1 SNX1:intronic:NM_001242933.1 1 100 intronic NM_001242933.1c.399+41G>Tp.? -0.02 PX domain,Sorting nexin, N-terminal domain,Vps5 C terminal likers2290117 0.2102 YES 8.223E-1 (pos.64410484) Sorting nexin 1Golgi apparatus,cadherin binding,cytoplasm,cytosol,early endosome membrane,early endosome to Golgi transport,endosome,endosome membrane,epidermal growth factor receptor binding,extrinsic component of membrane,identical protein binding,insulin receptor binding,intracellular membrane-bounded organelle,intracellular protein transport,lamellipodium,lamellipodium morphogenesis,leptin receptor binding,lysosome,membrane,phosphatidylinositol binding,positive regulation of protein catabolic process,protein binding,protein complex,protein heterodimerization activity,protein homodimerization activity,receptor internalization,retrograde transport, endosome to Golgi,retromer complex,retromer, tubulation complex,transferrin receptor binding,vesicle,vesicle organizationG=0, T=81 G=0.0, T=1.0 0.00001 1299.89 81 G=0/0, T=36/45

chr15:64428657 A/A G A SNV SNX1 SNX1:intronic:NM_001242933.1 1 100 intronic NM_001242933.1c.1446+48G>Ap.? -0.12 PX domain,Sorting nexin, N-terminal domain,Vps5 C terminal likers2290122 0.2108 YES 8.268E-1 (pos.64428657) Sorting nexin 1Golgi apparatus,cadherin binding,cytoplasm,cytosol,early endosome membrane,early endosome to Golgi transport,endosome,endosome membrane,epidermal growth factor receptor binding,extrinsic component of membrane,identical protein binding,insulin receptor binding,intracellular membrane-bounded organelle,intracellular protein transport,lamellipodium,lamellipodium morphogenesis,leptin receptor binding,lysosome,membrane,phosphatidylinositol binding,positive regulation of protein catabolic process,protein binding,protein complex,protein heterodimerization activity,protein homodimerization activity,receptor internalization,retrograde transport, endosome to Golgi,retromer complex,retromer, tubulation complex,transferrin receptor binding,vesicle,vesicle organizationG=0, A=43 G=0.0, A=1.0 0.00001 705.84 43 G=0/0, A=26/17

chr15:64706259 A/A G A SNV TRIP4 TRIP4:intronic:NM_016213.4 1 100 intronic NM_016213.4c.1044-25G>Ap.? -0.07 ASCH domain,Putative zinc finger motif, C2HC5-typers2046356,rs771474435 0.1176 YES 0.0 (pos.64706244),9.55E-1 (pos.64706259)Thyroid hormone receptor interactor 4activating signal cointegrator 1 complex,centrosome,cytoplasm,cytosol,estrogen receptor binding,histone acetyltransferase binding,intracellular estrogen receptor signaling pathway,ligand-dependent nuclear receptor binding,neuromuscular junction,nuclear body,nucleoplasm,nucleus,positive regulation of transcription, DNA-templated,protease binding,protein binding,protein complex,protein kinase binding,regulation of myoblast differentiation,regulation of transcription, DNA-templated,toxin transport,transcription coactivator activity,transcription, DNA-templated,ubiquitin-like protein ligase binding,zinc ion bindingAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=0, A=25 G=0.0, A=1.0 0.00001 353.018 25 G=0/0, A=18/7

chr8:104337367 C/C A C SNV FZD6 FZD6:exonic:NM_001164615.1 1 100 4 missense NM_001164615.1c.1033A>C p.Met345Leu 3.77 0.32 15 0.008 0.91(COSM3762967)Frizzled/Smoothened family membrane region,Fz domainrs3808553 0.4663 YES 6.262E-1 (pos.104337367)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinomaFrizzled, Drosophila, homolog of, 6G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Wnt signaling pathway,Wnt signaling pathway, calcium modulating pathway,Wnt signaling pathway, planar cell polarity pathway,Wnt-activated receptor activity,Wnt-protein binding,amyloid-beta binding,apical plasma membrane,apicolateral plasma membrane,cell proliferation in midbrain,cell surface,cytoplasmic vesicle membrane,embryonic nail plate morphogenesis,establishment of body hair planar orientation,hair follicle development,inner ear morphogenesis,integral component of membrane,integral component of plasma membrane,midbrain morphogenesis,multicellular organism development,negative regulation of DNA binding transcription factor activity,negative regulation of canonical Wnt signaling pathway,neural tube closure,non-canonical Wnt signaling pathway,plasma membrane,platelet activation,protein binding,ubiquitin protein ligase bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Nail Diseases;Pregnancy Complications;Skin Diseases;Skin and Connective Tissue Diseases;Thalassemia;alpha-ThalassemiaA=0, C=30 A=0.0, C=1.0 0.00001 446.639 30 A=0/0, C=19/11

chr8:104343686 A/A G A SNV FZD6 FZD6:exonic:NM_001164615.1 1 100 7 synonymous NM_001164615.1c.2070G>A p.(=) -4.8 0.01(COSM3982325)Frizzled/Smoothened family membrane region,Fz domainrs1053917 0.4642 YES 6.114E-1 (pos.104343686)acute_myeloid_leukaemia,carcinomaFrizzled, Drosophila, homolog of, 6G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Wnt signaling pathway,Wnt signaling pathway, calcium modulating pathway,Wnt signaling pathway, planar cell polarity pathway,Wnt-activated receptor activity,Wnt-protein binding,amyloid-beta binding,apical plasma membrane,apicolateral plasma membrane,cell proliferation in midbrain,cell surface,cytoplasmic vesicle membrane,embryonic nail plate morphogenesis,establishment of body hair planar orientation,hair follicle development,inner ear morphogenesis,integral component of membrane,integral component of plasma membrane,midbrain morphogenesis,multicellular organism development,negative regulation of DNA binding transcription factor activity,negative regulation of canonical Wnt signaling pathway,neural tube closure,non-canonical Wnt signaling pathway,plasma membrane,platelet activation,protein binding,ubiquitin protein ligase bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Nail Diseases;Pregnancy Complications;Skin Diseases;Skin and Connective Tissue Diseases;Thalassemia;alpha-ThalassemiaG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=7/16

chr15:65449169 T/T C T SNV CLPX CLPX:intronic:NM_006660.4 1 100 intronic NM_006660.4c.1146+13G>Ap.? 1.26 AAA domain (Cdc48 subfamily),AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA),C-terminal, D2-small domain, of ClpB protein,Sigma-54 interaction domainrs2946670 1.0 (pos.65449169) Caseinolytic mitochondrial matrix peptidase chaperone subunitATP binding,ATP metabolic process,ATP-dependent peptidase activity,ATPase activity,cytosol,endopeptidase Clp complex,metal ion binding,mitochondrial endopeptidase Clp complex,mitochondrial inner membrane,mitochondrial matrix,mitochondrial nucleoid,mitochondrion,nucleoplasm,peptidase activator activity,positive regulation of peptidase activity,protein binding,protein folding,proteolysis involved in cellular protein catabolic process,unfolded protein bindingC=0, T=57 C=0.0, T=1.0 0.00001 839.825 57 C=0/0, T=32/25

chr17:78078709 C/C T C SNV GAA GAA:exonic:NM_001079804.2 1 100 2 synonymous NM_001079804.2c.324T>C p.(=) 1.99 0.18(COSM3755978)Galactose mutarotase-like,Glycosyl hydrolases family 31,N-terminal barrel of NtMGAM and CtMGAM, maltase-glucoamylase,Trefoil (P-type) domainrs1800300 0.251 YES 6.37E-1 (pos.78078709) adenocarcinoma,carcinoma,neoplasmGlucosidase, acid alpha-alpha-1,4-glucosidase activity,azurophil granule membrane,carbohydrate binding,carbohydrate metabolic process,cardiac muscle contraction,catalytic activity,diaphragm contraction,extracellular exosome,ficolin-1-rich granule membrane,glucose metabolic process,glycogen catabolic process,heart morphogenesis,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of membrane,locomotory behavior,lysosomal lumen,lysosomal membrane,lysosome,lysosome organization,maltose alpha-glucosidase activity,maltose metabolic process,membrane,muscle cell cellular homeostasis,neuromuscular process controlling balance,neuromuscular process controlling posture,neutrophil degranulation,oligo-1,6-glucosidase activity,plasma membrane,regulation of the force of heart contraction,sucrose metabolic process,tertiary granule membrane,tissue development,vacuolar sequesteringAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Autoimmune Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Glycogen Storage Disease;Glycogen Storage Disease Type II;Heart Diseases;Heart Valve Diseases;Hypertrophy, Left Ventricular;Immune System Diseases;Kidney Diseases;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Nutritional and Metabolic Diseases;Other Disorder;Pompe disease;Recommended Newborn Screening Panels;Urologic Diseases;Ventricular DysfunctionAT2220,Acarbose,MiglitolBenign T=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=4/20

chr17:78091405 A/A G A SNV GAA GAA:exonic:NM_001079804.2 1 100 17 missense NM_001079804.2c.2338G>A p.Val780Ile -0.39 0.54 29 0.001 0.03(COSM3755982)Galactose mutarotase-like,Glycosyl hydrolases family 31,N-terminal barrel of NtMGAM and CtMGAM, maltase-glucoamylase,Trefoil (P-type) domainrs1126690 0.2501 YES 6.212E-1;0.0 (pos.78091405)adenocarcinoma,carcinoma,hepatocellular_carcinoma,neoplasmGlucosidase, acid alpha-alpha-1,4-glucosidase activity,azurophil granule membrane,carbohydrate binding,carbohydrate metabolic process,cardiac muscle contraction,catalytic activity,diaphragm contraction,extracellular exosome,ficolin-1-rich granule membrane,glucose metabolic process,glycogen catabolic process,heart morphogenesis,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of membrane,locomotory behavior,lysosomal lumen,lysosomal membrane,lysosome,lysosome organization,maltose alpha-glucosidase activity,maltose metabolic process,membrane,muscle cell cellular homeostasis,neuromuscular process controlling balance,neuromuscular process controlling posture,neutrophil degranulation,oligo-1,6-glucosidase activity,plasma membrane,regulation of the force of heart contraction,sucrose metabolic process,tertiary granule membrane,tissue development,vacuolar sequesteringAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Autoimmune Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Glycogen Storage Disease;Glycogen Storage Disease Type II;Heart Diseases;Heart Valve Diseases;Hypertrophy, Left Ventricular;Immune System Diseases;Kidney Diseases;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Nutritional and Metabolic Diseases;Other Disorder;Pompe disease;Recommended Newborn Screening Panels;Urologic Diseases;Ventricular DysfunctionAT2220,Acarbose,MiglitolBenign G=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=9/13

chr5:161119071 T/T G T SNV GABRA6 GABRA6:exonic:NM_000811.2 1 100 8 synonymous NM_000811.2c.951G>T p.(=) -0.13 Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs12522663 5.00E-04 YES 1.0 (pos.161119071) Gamma-aminobutyric acid (GABA) A receptor, alpha-6GABA-A receptor activity,GABA-A receptor complex,benzodiazepine receptor activity,cell junction,chloride channel activity,chloride channel complex,chloride transmembrane transport,chloride transport,extracellular ligand-gated ion channel activity,gamma-aminobutyric acid signaling pathway,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,plasma membrane,postsynaptic membrane,signal transduction,synapse,transportMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersAcamprosate,Adipiplon,Alprazolam,Amobarbital,Amoxapine,Aprobarbital,Barbital,Barbituric acid derivative,Bromazepam,Butabarbital,Butalbital,Butethal,Chlordiazepoxide,Clobazam,Clonazepam,Clorazepate,Desflurane,Diazepam,Enflurane,Ergoloid mesylate,Estazolam,Eszopiclone,Ethanol,Ethchlorvynol,Etomidate,Flumazenil,Flunitrazepam,Flurazepam,Ganaxolone,Glutethimide,Halazepam,Halothane,Heptabarbital,Hexobarbital,Isoflurane,Lorazepam,Meprobamate,Metharbital,Methoxyflurane,Methylphenobarbital,Methyprylon,Midazolam,Nitrazepam,Olanzapine,Oxazepam,Pentobarbital,Prasterone,Prazepam,Primidone,Propofol,Quazepam,Secobarbital,Sevoflurane,Stiripentol,Talbutal,Temazepam,Thiocolchicoside,Thiopental,Topiramate,TriazolamG=0, T=22 G=0.0, T=1.0 0.00001 298.889 22 G=0/0, T=10/12

chr15:65495820 G/G A G SNV CILP CILP:intronic:NM_003613.3 1 100 intronic NM_003613.3c.920-12T>Cp.? 0.35 Immunoglobulin I-set domain,Immunoglobulin domain,Mucin-2 protein WxxW repeating region,Thrombospondin type 1 domainrs2072048 0.3578 YES 2.306E-1 (pos.65495820) Cartilage intermediate layer proteinalkaline phosphatase activity,extracellular exosome,extracellular matrix,extracellular space,negative regulation of insulin-like growth factor receptor signaling pathway,nucleotide diphosphatase activity,proteinaceous extracellular matrixBone Diseases;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Musculoskeletal Diseases;Spinal DiseasesA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=8/14

chr15:65495827 G/G A G SNV CILP CILP:intronic:NM_003613.3 1 100 intronic NM_003613.3c.920-19T>Cp.? 1.63 Immunoglobulin I-set domain,Immunoglobulin domain,Mucin-2 protein WxxW repeating region,Thrombospondin type 1 domainrs2073707 0.3623 YES 2.255E-1 (pos.65495827) Cartilage intermediate layer proteinalkaline phosphatase activity,extracellular exosome,extracellular matrix,extracellular space,negative regulation of insulin-like growth factor receptor signaling pathway,nucleotide diphosphatase activity,proteinaceous extracellular matrixBone Diseases;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Musculoskeletal Diseases;Spinal DiseasesA=0, G=22 A=0.0, G=1.0 0.00001 298.89 22 A=0/0, G=8/14

chr6:89907873 A/A G A SNV GABRR1 GABRR1:exonic:NM_002042.4 1 100 5 synonymous NM_002042.4c.438C>T p.(=) -0.03 0.53(COSM3762216)Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs422751 0.1695 YES 9.537E-1 (pos.89907873) adenocarcinomaGamma-aminobutyric acid (GABA) A receptor, rho-1GABA-A receptor activity,GABA-A receptor complex,cell junction,chemical synaptic transmission,chloride channel activity,chloride channel complex,chloride transmembrane transport,extracellular ligand-gated ion channel activity,gamma-aminobutyric acid signaling pathway,integral component of plasma membrane,plasma membrane,postsynaptic membrane,transportAdinazolam,Bromazepam,Cinolazepam,Clotiazepam,Diazepam,Estazolam,Fludiazepam,Flurazepam,Halazepam,Midazolam,Nitrazepam,Oxazepam,Picrotoxin,Prazepam,Quazepam,Temazepam,TriazolamG=0, A=59 G=0.0, A=1.0 0.00001 885.359 59 G=0/0, A=27/32

chr15:65684422 T/TC T TC INDEL IGDCC4 IGDCC4:intronic:NM_020962.2 1 50 intronic NM_020962.2c.2122+50A>GAp.? -1.04 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs3216754 0.2084 YES 2.495E-1 (pos.65684422) Immunoglobulin superfamily, DCC subclass, member 4integral component of membrane,plasma membrane T=17, TC=17T=0.5, TC=0.5 0.00001 154.072 34 T=6/11, TC=3/14

chr6:89981413 C/C T C SNV GABRR2 GABRR2:exonic:NM_002043.4 1 100 3 synonymous NM_002043.4c.249A>G p.(=) -0.01 0.28(COSM3762217),0.28(COSM451902)Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs282117 0.3999 YES 6.911E-1 (pos.89981413) adenocarcinoma,diffuse_large_B_cell_lymphomaGamma-aminobutyric acid (GABA) A receptor, rho-2GABA-A receptor activity,GABA-A receptor complex,cell junction,chemical synaptic transmission,chloride channel activity,chloride channel complex,chloride transmembrane transport,extracellular ligand-gated ion channel activity,gamma-aminobutyric acid signaling pathway,integral component of plasma membrane,plasma membrane,postsynaptic membrane,protein domain specific binding,signal transduction,transport,visual perceptionDigestive System Diseases;Liver Diseases;Nervous System Diseases;Neurotoxicity SyndromesAdinazolam,Bromazepam,Cinolazepam,Clotiazepam,Diazepam,Estazolam,Fludiazepam,Flurazepam,Halazepam,Midazolam,Nitrazepam,Oxazepam,Prazepam,Quazepam,Temazepam,TriazolamT=0, C=64 T=0.0, C=1.0 0.00001 977.631 64 T=0/0, C=22/42

chr4:843695 G/G A G SNV GAK GAK:exonic:NM_005255.3 1 100 27 synonymous NM_005255.3c.3819T>C p.(=) -4.75 0.03(COSM3760789)C2 domain of PTEN tumour-suppressor protein,Protein kinase domain,Protein tyrosine kinasers8093 0.3155 YES 8.864E-1 (pos.843695) adenocarcinomaCyclin G associated kinaseATP binding,Golgi apparatus,Golgi organization,Golgi to lysosome transport,cell cycle,chaperone binding,chaperone mediated protein folding requiring cofactor,clathrin coat disassembly,clathrin-coated pit assembly,clathrin-dependent endocytosis,cyclin binding,cytosol,endoplasmic reticulum organization,establishment of protein localization to Golgi,focal adhesion,intracellular membrane-bounded organelle,kinase activity,membrane,membrane organization,negative regulation of neuron projection development,perinuclear region of cytoplasm,phosphorylation,protein binding,protein kinase activity,protein localization to plasma membrane,protein phosphorylation,protein serine/threonine kinase activity,receptor-mediated endocytosis,synapse,synaptic vesicle uncoating,vesicleBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersA=0, G=55 A=0.0, G=1.0 0.00001 814.886 55 A=0/0, G=27/28

chr4:860192 G/G A G SNV GAK GAK:exonic:NM_005255.3 1 100 22 synonymous NM_005255.3c.3003T>C p.(=) -1.08 0.04(COSM4159243)C2 domain of PTEN tumour-suppressor protein,Protein kinase domain,Protein tyrosine kinasers1064207 0.3674 YES 6.583E-1 (pos.860192) neoplasm Cyclin G associated kinaseATP binding,Golgi apparatus,Golgi organization,Golgi to lysosome transport,cell cycle,chaperone binding,chaperone mediated protein folding requiring cofactor,clathrin coat disassembly,clathrin-coated pit assembly,clathrin-dependent endocytosis,cyclin binding,cytosol,endoplasmic reticulum organization,establishment of protein localization to Golgi,focal adhesion,intracellular membrane-bounded organelle,kinase activity,membrane,membrane organization,negative regulation of neuron projection development,perinuclear region of cytoplasm,phosphorylation,protein binding,protein kinase activity,protein localization to plasma membrane,protein phosphorylation,protein serine/threonine kinase activity,receptor-mediated endocytosis,synapse,synaptic vesicle uncoating,vesicleBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersA=0, G=33 A=0.0, G=1.0 0.00001 504.597 33 A=0/0, G=8/25

chr11:68458470 C/C T C SNV GAL GAL:utr_3:NM_015973.4 1 100 6 utr_3 NM_015973.4c.387T>C p.? -2.61 Galanin,Galanin message associated peptide (GMAP)rs1042577 0.3498 YES 7.777E-1 (pos.68458470) Galanin G-protein coupled receptor signaling pathway,Golgi apparatus,cAMP-mediated signaling,extracellular region,extracellular space,feeding behavior,galanin receptor activity,inflammatory response,insulin secretion,negative regulation of lymphocyte proliferation,negative regulation of root hair elongation,nervous system development,neuronal cell body,neuropeptide hormone activity,neuropeptide signaling pathway,positive regulation of apoptotic process,positive regulation of cortisol secretion,positive regulation of large conductance calcium-activated potassium channel activity,positive regulation of timing of catagen,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein kinase A signaling,regulation of glucocorticoid metabolic process,regulation of receptor activity,response to drug,response to estrogen,response to immobilization stress,response to insulin,secretory granule,type 1 galanin receptor binding,type 2 galanin receptor binding,type 3 galanin receptor bindingArrhythmias, Cardiac;Cardiovascular Diseases;Diabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Heart Diseases;Hyperalgesia;Hypertension;Metabolic Diseases;Nervous System Diseases;Neuralgia;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Pain;Peripheral Nervous System Diseases;Sensation Disorders;Somatosensory Disorders;Tachycardia;Vascular DiseasesT=0, C=101 T=0.0, C=1.0 0.00001 1579.73 101 T=0/0, C=55/46

chr15:67463013 AG/A AG A INDEL SMAD3 SMAD3:intronic:NM_005902.3 1 100 intronic NM_005902.3c.658+71AG>Ap.? 1.15, 0.13 MH1 domain,MH2 domain Mothers against decapentaplegic, Drosophila, homolog of, 3DEAD/H-box RNA helicase binding,DNA binding,DNA binding transcription factor activity,R-SMAD binding,RNA polymerase II activating transcription factor binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,SMAD protein complex,SMAD protein complex assembly,SMAD protein signal transduction,SMAD2-SMAD3 protein complex,T cell activation,activation of cysteine-type endopeptidase activity involved in apoptotic process,activation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,activin receptor signaling pathway,bHLH transcription factor binding,beta-catenin binding,canonical Wnt signaling pathway,cell cycle arrest,cell-cell junction organization,cellular response to transforming growth factor beta stimulus,chromatin DNA binding,co-SMAD binding,collagen binding,core promoter proximal region sequence-specific DNA binding,cytoplasm,cytosol,developmental growth,embryonic cranial skeleton morphogenesis,embryonic foregut morphogenesis,embryonic pattern specifACMG Recommendations...;Abnormalities, Multiple;Aneurysm;Aneurysm, Dissecting;Aortic Aneurysm;Aortic Diseases;Arthritis;Arthritis, Juvenile;Asthma;Autoimmune Diseases;Bronchial Diseases;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Coronary Disease;Craniofacial Abnormalities;Crohn Disease;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Leiomyoma;Liver Cirrhosis;Liver Cirrhosis, Alcoholic;Liver Diseases;Liver Diseases, Alcoholic;Loeys-Dietz Syndrome;Lung Diseases;Lung Diseases, Obstructive;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic TypAG=0, A=32 AG=0.0, A=1.0 0.00001 262.099 32 AG=0/0, A=5/27

chr7:99757612 A/A G A SNV GAL3ST4 GAL3ST4:exonic:NM_024637.4 1 100 4 missense NM_024637.4c.1400C>T p.Ala467Val 1.5 0.04 64 0.008 0.83(COSM3762940),0.83(COSM5830776)Galactose-3-O-sulfotransferasers3823646 0.4317 YES 6.351E-1 (pos.99757612) adenocarcinomaGalactose-3-O-sulfotransferase 43'-phosphoadenosine 5'-phosphosulfate binding,Golgi apparatus,Golgi cisterna membrane,cell-cell signaling,extracellular exosome,galactose 3-O-sulfotransferase activity,galactosylceramide sulfotransferase activity,glycolipid biosynthetic process,glycoprotein metabolic process,integral component of membrane,membrane,oligosaccharide metabolic process,proteoglycan biosynthetic process,proteoglycan sulfotransferase activity,sulfur compound metabolic processG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=10/15

chr15:67782440 A/A AGGAAAT A INDEL

IQCH,IQCH-

AS1 IQCH-AS1:intronic_nc:NR_040051.1, IQCH:intronic:NM_001031715.2 6
100

intronic NM_001031715.2, NR_040051.1c.2861+38AGGAAAT>Ap.? 1.07, -1.03, -0.78, 0.29, 2.41, 0.92, -0.99 IQ calmodulin-binding motifrs10574862,rs112308647,rs112713324,rs113465629,rs201207403,rs201619713,rs7794983570.1307 YES 0.0 (pos.67782446),7.836E-1 (pos.67782440)IQ motif-containing protein Hbiological_process,cellular_component,molecular_functionMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasAGGAAAT=0, A=20AGGAAAT=0.0, A=1.0 0.00001 262.239 20 AGGAAAT=0/0, A=10/10

chr15:67985931 C/C T C SNV MAP2K5 MAP2K5:intronic:NM_145160.2 1 100 intronic NM_145160.2c.972+25T>Cp.? 2.59 PB1 domain,Protein kinase domain,Protein tyrosine kinasers8034680 0 1.0 (pos.67985931) Mitogen-activated protein kinase kinase 5ATP binding,ERK5 cascade,activation of MAPK activity,activation of protein kinase activity,cellular response to growth factor stimulus,cellular response to laminar fluid shear stress,cytoplasm,cytosol,heart development,metal ion binding,negative regulation of NF-kappaB transcription factor activity,negative regulation of cell migration involved in sprouting angiogenesis,negative regulation of chemokine (C-X-C motif) ligand 2 production,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of extrinsic apoptotic signaling pathway in absence of ligand,negative regulation of heterotypic cell-cell adhesion,negative regulation of interleukin-8 biosynthetic process,negative regulation of response to cytokine stimulus,negative regulation of transcription from RNA polymerase II promoter,nucleus,peptidyl-tyrosine phosphorylation,positive regulation of cell growth,positive regulation of epithelial cell proliferation,positive regulation of protein metabolic processAmphetamine-Related Disorders;Dyssomnias;Mental Disorders;Nervous System Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Parasomnias;Restless Legs Syndrome;Sleep Disorders, Intrinsic;Sleep Wake Disorders;Substance-Related DisordersT=0, C=65 T=0.0, C=1.0 0.00001 996.462 65 T=0/0, C=39/26

chr15:68121483 C/C A C SNV SKOR1 SKOR1:intronic:NM_001258024.1 1 100 intronic NM_001258024.1c.2026-34A>Cp.? -0.06 SKI/SNO/DAC family,c-SKI Smad4 binding domainrs7183168,rs754105746 0.4249 YES 0.0;0.0 (pos.68121482),9.57E-1 (pos.68121483) SMAD binding,dendrite,negative regulation of BMP signaling pathway,negative regulation of cell differentiation,negative regulation of nucleic acid-templated transcription,negative regulation of transcription, DNA-templated,negative regulation of transforming growth factor beta receptor signaling pathway,neuron development,neuronal cell body,nucleus,regulation of transcription, DNA-templated,transcription corepressor activity,transcription factor complex,transcription, DNA-templatedA=0, C=28 A=0.0, C=1.0 0.00001 405.153 28 A=0/0, C=21/7

chr15:68510770 A/G A G SNV CLN6 CLN6:intronic:NM_017882.2 1 59.09 intronic NM_017882.2c.198+104T>Cp.? -0.7 Ceroid-lipofuscinosis neuronal protein 6rs8025947 YES CLN6 gene cellular macromolecule catabolic process,cholesterol metabolic process,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum membrane,ganglioside metabolic process,glycosaminoglycan metabolic process,integral component of membrane,locomotion involved in locomotory behavior,lysosomal lumen acidification,membrane,positive regulation of proteolysis,protein binding,protein catabolic process,protein homodimerization activity,visual perceptionBrain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsies, Myoclonic;Epilepsy;Eye Diseases;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Motor Skills Disorders;Myoclonic Epilepsies, Progressive;Nervous System Diseases;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuronal Ceroid-Lipofuscinoses;Nutritional and Metabolic Diseases;Sensation Disorders;Vision DisordersA=54, G=78 A=0.4091, G=0.5909 0.00001 913.451 132 A=41/13, G=13/65

chr15:68618961 C/C T C SNV ITGA11 ITGA11:intronic:NM_001004439.1 1 100 intronic NM_001004439.1c.2211+31A>Gp.? -2.04 FG-GAP repeat,Integrin alpha,von Willebrand factor type A domainrs2271722 0.2153 YES 8.36E-1 (pos.68618961) Integrin, alpha-11cell adhesion,cell adhesion mediated by integrin,cell-matrix adhesion,collagen binding,collagen binding involved in cell-matrix adhesion,collagen receptor activity,collagen-activated signaling pathway,extracellular matrix organization,focal adhesion,integrin alpha11-beta1 complex,integrin complex,integrin-mediated signaling pathway,membrane,metal ion binding,muscle organ development,osteoblast differentiation,plasma membrane,substrate-dependent cell migrationAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Depressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood Disorders;Neurodevelopmental DisordersT=0, C=20 T=0.0, C=1.0 0.00001 263.773 20 T=0/0, C=5/15

chr7:99758136 G/G T G SNV GAL3ST4 GAL3ST4:exonic:NM_024637.4 1 100 4 synonymous NM_024637.4c.876A>C p.(=) -0.01 0.08(COSM3762941),0.08(COSM5830778)Galactose-3-O-sulfotransferasers3800951 0.428 YES 6.364E-1 (pos.99758136) acute_myeloid_leukaemia,adenocarcinomaGalactose-3-O-sulfotransferase 43'-phosphoadenosine 5'-phosphosulfate binding,Golgi apparatus,Golgi cisterna membrane,cell-cell signaling,extracellular exosome,galactose 3-O-sulfotransferase activity,galactosylceramide sulfotransferase activity,glycolipid biosynthetic process,glycoprotein metabolic process,integral component of membrane,membrane,oligosaccharide metabolic process,proteoglycan biosynthetic process,proteoglycan sulfotransferase activity,sulfur compound metabolic processT=0, G=75 T=0.0, G=1.0 0.00001 1189.83 75 T=0/0, G=26/49

chr14:88407875 A/A T A SNV GALC GALC:exonic:NM_000153.3 1 100 15 synonymous NM_000153.3c.1698A>T p.(=) -0.03 Glycosyl hydrolase family 59,Glycosyl hydrolase family 59 central domainrs386779713,rs4214666.00E-04 YES 9.374E-1;0.0 (pos.88407875) Galactosylceramidaseextracellular exosome,galactosylceramidase activity,galactosylceramide catabolic process,glycosphingolipid metabolic process,lysosomal lumen,lysosome,mitochondrionBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Diseases;Genetic Diseases, Inborn;Hereditary Central Nervous System Demyelinating Diseases;Leukodystrophy, Globoid Cell;Leukoencephalopathies;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;SphingolipidosesBenign T=0, A=33 T=0.0, A=1.0 0.00001 504.598 33 T=0/0, A=12/21

chr15:69003871 T/T G T SNV CORO2B CORO2B:intronic:NM_001190456.1 1 100 intronic NM_001190456.1c.469-10G>Tp.? -0.06 Domain of unknown function (DUF1899),Type of WD40 repeat,WD domain, G-beta repeatrs3736272 0.283 YES 8.716E-1 (pos.69003871) Coronin 2B actin binding,actin cytoskeleton,actin cytoskeleton organization,actin filament binding,cytoplasm,membrane,protein bindingG=0, T=36 G=0.0, T=1.0 0.00001 563.744 36 G=0/0, T=7/29

chr16:88908306 G/A G A SNV GALNS GALNS:exonic:NM_000512.4 1 50 3 synonymous NM_000512.4c.318C>T p.(=) -1.24 0.13(COSM6356069)C-terminal region of aryl-sulfatase,Sulfatase,Type I phosphodiesterase / nucleotide pyrophosphatasers34278797 0.0307 YES 0.0 (pos.88908306) astrocytoma_Grade_IVGalactosamine (N-acetyl)-6-sulfate sulfataseN-acetylgalactosamine-4-sulfatase activity,N-acetylgalactosamine-6-sulfatase activity,azurophil granule lumen,extracellular exosome,extracellular region,keratan sulfate catabolic process,lysosomal lumen,metabolic process,metal ion binding,neutrophil degranulation,sulfuric ester hydrolase activityCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Genetic Diseases, Inborn;Lysosomal Storage Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Mucinoses;Mucopolysaccharidoses;Mucopolysaccharidosis IV;Nutritional and Metabolic Diseases;Skin and Connective Tissue DiseasesElosulfase alfaConflicting interpretations of pathogenicityG=13, A=13 G=0.5, A=0.5 0.00001 119.163 26 G=0/13, A=8/5

chr7:151818777 C/C T C SNV GALNT11 GALNT11:utr_3:NM_022087.3 1 100 12 utr_3 NM_022087.3c.1842T>C p.? -0.26 Glycosyl transferase family 2,Glycosyltransferase like family 2,Ricin-type beta-trefoil lectin domainrs967093 0.0098 9.999E-1;0.0 (pos.151818777) UDP-N-acetyl-alpha-D-galactosamine:polypeptide N-acetylgalactosaminyltransferase 11Golgi membrane,Notch binding,Notch receptor processing,Notch signaling involved in heart development,O-glycan processing,carbohydrate binding,cilium assembly,determination of left/right symmetry,integral component of membrane,metal ion binding,polypeptide N-acetylgalactosaminyltransferase activity,protein O-linked glycosylation via threonine,regulation of Notch signaling pathway,transferase activityT=0, C=30 T=0.0, C=1.0 0.00001 446.289 30 T=0/0, C=11/19

chr15:69732483 A/A G A SNV KIF23 KIF23:intronic:NM_138555.3 1 100 intronic NM_138555.3c.1887+67G>Ap.? -0.35 Arf6-interacting domain of mitotic kinesin-like protein 1,Kinesin motor domain,Microtubule bindingrs4776448 YES Kinesin family member 23ATP binding,ATPase activity,Flemming body,actomyosin contractile ring assembly,antigen processing and presentation of exogenous peptide antigen via MHC class II,centralspindlin complex,centrosome,cytosol,focal adhesion,intercellular bridge,intracellular,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,midbody,mitotic cytokinesis,mitotic spindle,mitotic spindle elongation,mitotic spindle midzone assembly,nucleoplasm,nucleus,plus-end-directed vesicle transport along microtubule,positive regulation of cytokinesis,protein binding,retrograde vesicle-mediated transport, Golgi to ER,spindleAnemia;Anemia, Dyserythropoietic, Congenital;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Autoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, A=51 G=0.0, A=1.0 0.00001 748.359 51 G=0/0, A=29/22

chr15:71146170 T/A T A SNV LARP6 LARP6:intronic:NM_018357.3 1 50 intronic NM_018357.3c.200+58A>Tp.? -0.47 La domain,SUZ-C motifrs531031621 La ribonucleoprotein domain family, member 6RNA processing,cytoplasm,intracellular ribonucleoprotein complex,mRNA 5'-UTR binding,nucleus,polysome,positive regulation of mRNA binding,protein binding,regulation of translation,sequence-specific mRNA bindingT=10, A=10 T=0.5, A=0.5 0.00001 82.8786 20 T=4/6, A=7/3

chr15:71175296 G/G A G SNV THAP10 THAP10:intronic:NM_020147.3 1 100 intronic NM_020147.3c.430-49T>Cp.? -0.12 THAP domain rs1528828 0 1.0 (pos.71175296) THAP domain-containing protein 10DNA binding,metal ion binding,protein binding A=0, G=55 A=0.0, G=1.0 0.00001 811.961 55 A=0/0, G=31/24

chr3:16261420 C/T C T SNV GALNT15 GALNT15:exonic:NM_054110.4 1 50 8 missense NM_054110.4c.1528C>T p.His510Tyr 1.69 0.57 83 0.01 0.5(COSM1752994)Glycosyl transferase family 2,Glycosyltransferase like family 2,Ricin-type beta-trefoil lectin domainrs2271077 0.059 YES 2.058E-1 (pos.16261420) acute_myeloid_leukaemia,carcinoma,transitional_cell_carcinomaUDP-N-acetyl-alpha-D-galactosamine:polypeptide N-acetylgalactosaminyltransferase 15Golgi membrane,O-glycan processing,carbohydrate binding,integral component of membrane,metal ion binding,polypeptide N-acetylgalactosaminyltransferase activity,protein glycosylation,transferase activity, transferring glycosyl groups,transport vesicleC=14, T=14 C=0.5, T=0.5 0.00001 131.115 28 C=7/7, T=7/7

chr12:4881766 C/T C T SNV GALNT8 GALNT8:utr_3:NM_017417.1 1 57.14 11 utr_3 NM_017417.1c.1917C>T p.? -0.19 Glycosyl transferase family 2,Ricin-type beta-trefoil lectin domainrs2286581 0.4151 YES 3.633E-1 (pos.4881766) UDP-N-acetyl-alpha-D-galactosamine:polypeptide N-acetylgalactosaminyltransferase 8Golgi membrane,O-glycan processing,carbohydrate binding,integral component of membrane,intracellular membrane-bounded organelle,metal ion binding,polypeptide N-acetylgalactosaminyltransferase activityC=18, T=24 C=0.4286, T=0.5714 0.00001 278.84 42 C=12/6, T=4/20

chr7:151680072 C/C T C SNV GALNTL5 GALNTL5:exonic:NM_145292.3 1 100 4 missense NM_145292.3c.370T>C p.Cys124Arg 3.52 0.01 180 1 Glycosyl transferase family 2,Glycosyltransferase like family 2rs6960270 0.1442 YES 8.539E-1 (pos.151680072) UDP-N-acetyl-alpha-D-galactosamine:polypeptide N-acetylgalactosaminyltransferase-like 5integral component of membrane,late endosome membrane,metal ion binding,protein glycosylation,spermatid development,transferase activity,transferase activity, transferring glycosyl groupsT=0, C=102 T=0.0, C=1.0 0.00001 1592.97 102 T=0/0, C=61/41

chr15:72454729 G/G C G SNV GRAMD2A GRAMD2A:intronic:NM_001012642.2 1 100 intronic NM_001012642.2c.957-11G>Cp.? -0.02 GRAM domainrs897731 0 1.0 (pos.72454729) integral component of membrane C=0, G=95 C=0.0, G=1.0 0.00001 1597.06 95 C=0/0, G=36/59

chr15:72462165 C/C A C SNV GRAMD2A GRAMD2A:intronic:NM_001012642.2 1 100 intronic NM_001012642.2c.134+23T>Gp.? -0.35 GRAM domainrs11072348 8.00E-04 YES 1.0 (pos.72462165) integral component of membrane A=0, C=41 A=0.0, C=1.0 0.00001 663.727 41 A=0/0, C=16/25

chr15:72543656 C/C T C SNV PARP6 PARP6:intronic:NM_020214.3 1 100 intronic NM_020214.3c.1260-60A>Gp.? -0.34 Poly(ADP-ribose) polymerase catalytic domainrs2959904 0 YES NAD+ ADP-ribosyltransferase activity T=0, C=29 T=0.0, C=1.0 0.00001 424.156 29 T=0/0, C=8/21

chr15:72545876 C/C T C SNV PARP6 PARP6:intronic:NM_020214.3 1 100 intronic NM_020214.3c.1192-31A>Gp.? -1.46 Poly(ADP-ribose) polymerase catalytic domainrs1426166 0 9.999E-1 (pos.72545876) NAD+ ADP-ribosyltransferase activity T=0, C=27 T=0.0, C=1.0 0.00001 389.959 27 T=0/0, C=8/19

chr18:74962645 C/C T C SNV GALR1 GALR1:exonic:NM_001480.3 1 100 1 synonymous NM_001480.3c.141T>C p.(=) -0.3 0.12(COSM1389815)7 transmembrane receptor (Secretin family),7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srvrs5374 0.355 YES 3.66E-1 (pos.74962645) adenocarcinoma,neoplasmGalanin receptor 1G-protein coupled receptor signaling pathway,adenylate cyclase-activating G-protein coupled receptor signaling pathway,digestion,galanin receptor activity,integral component of membrane,integral component of plasma membrane,intracellular,negative regulation of adenylate cyclase activity,neuropeptide binding,neuropeptide signaling pathway,peptide hormone binding,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of cortisol secretion,positive regulation of cytosolic calcium ion concentration,positive regulation of transcription from RNA polymerase II promoter,protein bindingT=0, C=89 T=0.0, C=1.0 0.00001 1472.49 89 T=0/0, C=53/36

chr15:73002035 A/A G A SNV BBS4 BBS4:intronic:NM_033028.4 1 100 intronic NM_033028.4c.77-6G>A p.? -2.12 TPR repeat,Tetratricopeptide repeatrs8033604 3.00E-04 YES 1.0 (pos.73002035) BBS4 gene BBSome,RNA polymerase II repressing transcription factor binding,adult behavior,alpha-tubulin binding,beta-tubulin binding,brain morphogenesis,centriolar satellite,centriole,centrosome,centrosome cycle,cerebral cortex development,ciliary basal body,ciliary membrane,ciliary transition zone,cilium,cilium assembly,cytosol,dendrite development,dynactin binding,face development,fat cell differentiation,fat pad development,heart looping,hippocampus development,integral component of membrane,intracellular transport,maintenance of protein location in nucleus,melanosome transport,microtubule anchoring at centrosome,microtubule cytoskeleton organization,microtubule motor activity,mitotic cytokinesis,motile cilium,negative regulation of GTPase activity,negative regulation of actin filament polymerization,negative regulation of appetite by leptin-mediated signaling pathway,negative regulation of gene expression,negative regulation of systemic arterial blood pressure,neural tube closure,neuron migration,non-motile cilium,Abnormalities, Multiple;Bardet-Biedl Syndrome;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Hypothalamic Diseases;Nervous System DiseasesBenign G=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=16/7

chr18:74980809 A/A G A SNV GALR1 GALR1:exonic:NM_001480.3 1 100 3 missense NM_001480.3c.1001G>A p.Ser334Asn 0.05 0.56 46 0 7 transmembrane receptor (Secretin family),7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srvrs5376 0.0012 YES 1.0 (pos.74980809) Galanin receptor 1G-protein coupled receptor signaling pathway,adenylate cyclase-activating G-protein coupled receptor signaling pathway,digestion,galanin receptor activity,integral component of membrane,integral component of plasma membrane,intracellular,negative regulation of adenylate cyclase activity,neuropeptide binding,neuropeptide signaling pathway,peptide hormone binding,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of cortisol secretion,positive regulation of cytosolic calcium ion concentration,positive regulation of transcription from RNA polymerase II promoter,protein bindingG=0, A=39 G=0.0, A=1.0 0.00001 621.952 39 G=0/0, A=21/18

chr15:42568547 G/G C G SNV GANC GANC:exonic:NM_198141.2 1 100 2 missense NM_198141.2c.31C>G p.Leu11Val 1.63 32 0 0.03(COSM5461510)Galactose mutarotase-like,Glycosyl hydrolases family 31rs8043515 8.00E-04 YES 9.474E-1;0.0 (pos.42568547)adenocarcinomaNeutral alpha-glucosidase Calpha-1,4-glucosidase activity,carbohydrate binding,carbohydrate metabolic process,catalytic activity,maltose alpha-glucosidase activity,maltose metabolic processMiglitol C=0, G=26 C=0.0, G=1.0 0.00001 361.019 26 C=0/0, G=16/10

chr9:128074807 T/C T C SNV GAPVD1 GAPVD1:exonic:NM_015635.3 1 95.45 7 synonymous NM_015635.3c.1518T>C p.(=) -0.05 GTPase-activator protein for Ras-like GTPase,Vacuolar sorting protein 9 (VPS9) domainrs432757 0.0569 YES 1.0 (pos.128074807) GTPase-activating protein and VPS9 domains 1GTPase activating protein binding,GTPase activator activity,Rab guanyl-nucleotide exchange factor activity,cadherin binding,cytosol,endocytosis,endosome,guanyl-nucleotide exchange factor activity,membrane,membrane organization,positive regulation of GTPase activity,regulation of GTPase activity,regulation of protein transport,signal transductionT=1, C=21 T=0.0455, C=0.9545 0.00001 271.509 22 T=1/0, C=11/10

chr15:73551250 G/G A G SNV NEO1 NEO1:intronic:NM_002499.3 1 100 intronic NM_002499.3c.2203+33A>Gp.? -0.41 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Neogenin C-terminusrs2251205 0.4808 YES 3.116E-1 (pos.73551250) Neogenin, chicken, homolog of, 1Golgi apparatus,axon guidance,cell adhesion,co-receptor binding,integral component of plasma membrane,iron ion homeostasis,nucleoplasm,plasma membrane,plasma membrane protein complex,positive regulation of BMP signaling pathway,protein binding,receptor activityA=0, G=28 A=0.0, G=1.0 0.00001 408.702 28 A=0/0, G=18/10

chr2:26410214 C/T C T SNV GAREM2 GAREM2:exonic:NM_001168241.1 1 58.33 6 synonymous NM_001168241.1c.1713C>T p.(=) -4.86 Cell-cycle sustaining, positive selection,rs1019972 0.0493 YES 0.0;0.0 (pos.26410214) extracellular exosome C=15, T=21 C=0.4167, T=0.5833 0.00001 229.596 36 C=8/7, T=20/1

chr21:34897113 T/T C T SNV GART GART:exonic:NM_000819.4 1 100 11 missense NM_000819.4c.1261G>A p.Val421Ile 5.79 1 29 0 AIR synthase related protein, C-terminal domain,AIR synthase related protein, N-terminal domain,Carbamoyl-phosphate synthase L chain, ATP binding domain,Formyl transferase,Phosphoribosylglycinamide synthetase, ATP-grasp (A) domain,Phosphoribosylglycinamide synthetase, C domain,Phosphoribosylglycinamide synthetase, N domainrs8788 0.2394 YES 9.923E-1 (pos.34897113) Phosphoribosylglycinamide formyltransferase (phosphoribosylglycinamide synthetase; phosphoribosylaminoimidazole synthetase)'de novo' IMP biosynthetic process,ATP binding,brainstem development,catalytic activity,cerebellum development,cerebral cortex development,cytoplasm,cytosol,extracellular exosome,glycine metabolic process,metal ion binding,phosphoribosylamine-glycine ligase activity,phosphoribosylformylglycinamidine cyclo-ligase activity,phosphoribosylglycinamide formyltransferase activity,purine nucleobase biosynthetic process,purine ribonucleoside monophosphate biosynthetic process,response to inorganic substance,response to organic substance,tetrahydrofolate biosynthetic processAbnormalities, Multiple;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Down Syndrome;Genetic Diseases, Inborn;Immune System Diseases;Intellectual Disability;Joint Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Rheumatic Diseases;Skin and Connective Tissue Diseases10-CF3C(OH)2-DDACTHF,Glycinamide Ribonucleotide,PemetrexedC=0, T=21 C=0.0, T=1.0 0.00001 280.532 21 C=0/0, T=11/10

chr16:90102835 A/G A G SNV GAS8 GAS8:exonic:NM_001481.2 1 55.77 6 synonymous NM_001481.2c.597A>G p.(=) 2.26 Growth-arrest specific micro-tubule bindingrs868045 0.4107 YES 7.63E-3 (pos.90102835) Growth arrest-specific 8Golgi apparatus,Rab GTPase binding,axoneme,axoneme assembly,brain development,cell motility,cellular protein localization,ciliary basal body,cilium,cilium movement involved in cell motility,determination of left/right symmetry,epithelial cilium movement,flagellated sperm motility,microtubule,microtubule binding,molecular_function,motile cilium,negative regulation of cell proliferation,regulation of microtubule binding,sperm flagellumBenign A=23, G=29 A=0.4423, G=0.5577 0.00001 294.59 52 A=8/15, G=8/21

chr15:74033033 G/G A G SNV C15orf59 C15orf59:intronic:NM_001039614.2 1 100 intronic NM_001039614.2c.157-50T>Cp.? -0.78 Domain of unknown function (DUF4589)rs11858458 0.1032 YES 8.978E-1 (pos.74033033) Chromosome 15 open reading frame 59 A=0, G=146 A=0.0, G=1.0 0.00001 2467.38 146 A=0/0, G=84/62

chr19:19606634 A/A G A SNV GATAD2A GATAD2A:exonic:NM_017660.3 1 100 6 synonymous NM_017660.3c.696G>A p.(=) -1.37 0.15(COSM3756521),0.15(COSM3756522),0.15(COSM3756523)Coiled-coil and interaction region of P66A and P66B with MBD2,GATA zinc fingerrs1047361 0.3524 YES 2.948E-1 (pos.19606634) adenocarcinoma,neoplasmGATA zinc finger domain-containing protein 2ADNA binding transcription factor activity,DNA methylation,NuRD complex,negative regulation of transcription, DNA-templated,nuclear speck,nucleoplasm,nucleus,protein binding,protein binding, bridging,sequence-specific DNA binding,transcription, DNA-templated,zinc ion bindingG=0, A=54 G=0.0, A=1.0 0.00001 799.421 54 G=0/0, A=37/17

chr15:74477216 G/A G A SNV STRA6 STRA6:intronic:NM_001199042.1 1 97.06 intronic NM_001199042.1c.1283+105C>Tp.? 0.29 Retinol binding protein receptorrs351238 YES Stimulated by retinoic acid 6, mouse, homolog ofadrenal gland development,alveolar primary septum development,artery morphogenesis,blood vessel development,camera-type eye development,cognition,developmental growth,diaphragm development,digestive tract morphogenesis,ductus arteriosus closure,ear development,embryonic camera-type eye formation,embryonic digestive tract development,eyelid development in camera-type eye,face morphogenesis,feeding behavior,female genitalia development,head development,head morphogenesis,heart development,integral component of membrane,integral component of plasma membrane,kidney development,learning,lung alveolus development,lung development,lung vasculature development,neuromuscular process,nose morphogenesis,paramesonephric duct development,plasma membrane,positive regulation of behavior,protein complex,pulmonary artery morphogenesis,pulmonary valve morphogenesis,receptor activity,retinoid metabolic process,retinol transport,retinol transporter activity,smooth muscle tissue development,uterus morphogenesis,ventricular septumAnophthalmos;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Eye Abnormalities;Eye Diseases;Heart Defects, Congenital;Heart Diseases;Hypertension, Pulmonary;Infant, Newborn, Diseases;Intellectual Disability;Lung Diseases;Mental Disorders;Microphthalmos;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Persistent Fetal Circulation Syndrome;Respiratory Tract DiseasesG=1, A=33 G=0.0294, A=0.9706 0.00001 493.406 34 G=1/0, A=13/20

chr15:74477239 A/A G A SNV STRA6 STRA6:intronic:NM_001199042.1 1 100 intronic NM_001199042.1c.1283+82C>Tp.? 1.28 Retinol binding protein receptorrs351237 YES Stimulated by retinoic acid 6, mouse, homolog ofadrenal gland development,alveolar primary septum development,artery morphogenesis,blood vessel development,camera-type eye development,cognition,developmental growth,diaphragm development,digestive tract morphogenesis,ductus arteriosus closure,ear development,embryonic camera-type eye formation,embryonic digestive tract development,eyelid development in camera-type eye,face morphogenesis,feeding behavior,female genitalia development,head development,head morphogenesis,heart development,integral component of membrane,integral component of plasma membrane,kidney development,learning,lung alveolus development,lung development,lung vasculature development,neuromuscular process,nose morphogenesis,paramesonephric duct development,plasma membrane,positive regulation of behavior,protein complex,pulmonary artery morphogenesis,pulmonary valve morphogenesis,receptor activity,retinoid metabolic process,retinol transport,retinol transporter activity,smooth muscle tissue development,uterus morphogenesis,ventricular septumAnophthalmos;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Eye Abnormalities;Eye Diseases;Heart Defects, Congenital;Heart Diseases;Hypertension, Pulmonary;Infant, Newborn, Diseases;Intellectual Disability;Lung Diseases;Mental Disorders;Microphthalmos;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Persistent Fetal Circulation Syndrome;Respiratory Tract DiseasesG=0, A=28 G=0.0, A=1.0 0.00001 408.666 28 G=0/0, A=8/20

chr15:74659609 T/T G T SNV CYP11A1 CYP11A1:intronic:NM_000781.2 1 100 intronic NM_000781.2c.269+49C>Ap.? -0.2 Cytochrome P450rs28681535 0.1583 YES 4.246E-1 (pos.74659609) Cytochrome P450, subfamily XIA, polypeptide 1 (cholesterol side chain cleavage enzyme)C21-steroid hormone biosynthetic process,cholesterol metabolic process,cholesterol monooxygenase (side-chain-cleaving) activity,heme binding,iron ion binding,mitochondrial matrix,mitochondrial membrane,mitochondrion,oxidation-reduction process,sterol metabolic process,vitamin D metabolic process46, XY Disorders of Sex Development;Adrenal Gland Diseases;Adrenal Hyperplasia, Congenital;Adrenal Insufficiency;Adrenogenital Syndrome;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Disorders of Sex Development;Endocrine System Diseases;Endometrial Neoplasms;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Glucose Metabolism Disorders;Gonadal Disorders;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Seizures;Steroid Metabolism, Inborn Errors;Urogenital Abnormalities;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsAminoglutethimide,Cholecalciferol,Clomifene,Clotrimazole,Dexamethasone,Digitoxin,Digoxin,Dihydrotestosterone,Dinoprostone,Glutethimide,Ketoconazole,Omeprazole,Saquinavir,Terbinafine,TestosteroneG=0, T=27 G=0.0, T=1.0 0.00001 394.375 27 G=0/0, T=19/8

chr7:99821685 T/T C T SNV GATS GATS:exonic:NM_178831.6 1 100 3 synonymous NM_178831.6c.231G>A p.(=) -2.38 0.06(COSM1743408)ACT domain rs863450 0.2585 YES 3.8E-1 (pos.99821685) adenocarcinoma C=0, T=44 C=0.0, T=1.0 0.00001 726.555 44 C=0/0, T=27/17

chr7:99818639 ACCCCC/ACCCCACCCCC ACCCC,ACCCCG INDEL GATS,PVRIG PVRIG:exonic:NM_024070.3, GATS:intronic:NM_178831.6 1
73.33

6 frameshiftDeletion NM_178831.6, NM_024070.3c.*540+2554GT>T, c.751delCp.?, p.His251fs 0.03, -0.33, -1.23, -1.26, 0.46, 0.15 ACT domain rs184351940,rs768826187,rs769179429,rs7767120330 0.0 (pos.99818640),0.0;0.0 (pos.99818639),2.2E-3 (pos.99818642)Poliovirus receptor-related immunoglobulin domain-containing proteinintegral component of membrane,negative regulation of T cell receptor signaling pathway,phosphatase binding,plasma membrane,protein binding,receptor activityACCCCC=6, ACCCC=22, ACCCCG=2ACCCCC=0.2, ACCCC=0.7333, ACCCCG=0.06670.00001 169.17 30 ACCCCC=2/4, ACCCC=18/4, ACCCCG=2/0

chr7:99817859 G/G A G SNV GATS,PVRIG PVRIG:exonic:NM_024070.3, GATS:intronic:NM_178831.6 1
100

3 missense NM_178831.6, NM_024070.3c.*540+3334T>C, c.241A>Gp.?, p.Asn81Asp 0.36 1 23 0 0.01(COSM1132895)ACT domain rs2906645 0.2619 YES 4.591E-1 (pos.99817859) adenocarcinoma,carcinomaPoliovirus receptor-related immunoglobulin domain-containing proteinintegral component of membrane,negative regulation of T cell receptor signaling pathway,phosphatase binding,plasma membrane,protein binding,receptor activityA=0, G=22 A=0.0, G=1.0 0.00001 298.876 22 A=0/0, G=14/8

chr4:22820504 T/T A T SNV GBA3 GBA3:exonic:NM_020973.4 1 100 5 stoploss NM_020973.4c.1368A>T p.Ter456Tyr 0.36 Glycosyl hydrolase family 1rs358231 0.1508 YES 7.789E-1 (pos.22820504) Glucosidase, beta, acid 3beta-galactosidase activity,beta-glucosidase activity,carbohydrate metabolic process,catalytic complex,cellular oligosaccharide catabolic process,cytosol,glucosylceramidase activity,glycoside catabolic process,glycosphingolipid metabolic process,glycosylceramidase activity,glycosylceramide catabolic process,hydrolase activity, hydrolyzing O-glycosyl compounds,positive regulation of exo-alpha-sialidase activity,protein binding,protein stabilization,scopolin beta-glucosidase activityMental Disorders;Substance-Related DisordersA=0, T=33 A=0.0, T=1.0 0.00001 504.598 33 A=0/0, T=12/21

chr10:104136469 C/C T C SNV GBF1 GBF1:exonic:NM_004193.2 1 100 32 synonymous NM_004193.2c.4197T>C p.(=) -1.06 Guanine nucleotide exchange factor in Golgi transport N-terminal,Sec7 domainrs2180707 0 1.0 (pos.104136469) Golgi-specific brefeldin-A resistance factor 1,Prostaglandin E synthase 2ARF guanyl-nucleotide exchange factor activity,COPI coating of Golgi vesicle,ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi disassembly,Golgi membrane,Golgi organization,Golgi stack,Golgi to endosome transport,cell activation involved in immune response,cell leading edge,cellular response to virus,cis-Golgi network,cytosol,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment,endoplasmic reticulum-Golgi intermediate compartment organization,establishment of monopolar cell polarity,guanyl-nucleotide exchange factor activity,lipid droplet,membrane,mitochondrion,neutrophil chemotaxis,peroxisome,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,5-bisphosphate binding,post-Golgi vesicle-mediated transport,protein binding,protein localization to Golgi apparatus,protein localization to endoplasmic reticulum exit site,protein localization to endoplasmic reticulum tubular network,protein transport,reactive oxygen species biosynthetic process,regulation of T=0, C=48 T=0.0, C=1.0 0.00001 810.435 48 T=0/0, C=16/32

chr15:75653378 C/C T C SNV MAN2C1 MAN2C1:intronic:NM_001256494.1 1 100 intronic NM_001256494.1c.1460+9A>Gp.? -0.06 Alpha mannosidase middle domain,Glycosyl hydrolases family 38 C-terminal domain,Glycosyl hydrolases family 38 N-terminal domainrs7174408 3.00E-04 1.0 (pos.75653378) Mannosidase, alpha, class 2C, member 1alpha-mannosidase activity,carbohydrate binding,cytosol,mannose metabolic process,metal ion binding,nucleoplasm,oligosaccharide catabolic process,protein deglycosylation,vacuoleT=0, C=23 T=0.0, C=1.0 0.00001 316.736 23 T=0/0, C=16/7

chr1:89849742 T/T A T SNV GBP6 GBP6:exonic:NM_198460.2 1 100 10 missense NM_198460.2c.1559A>T p.Asp520Val 3.71 0.02 152 0.011 Guanylate-binding protein, C-terminal domain,Guanylate-binding protein, N-terminal domainrs959460 0.1087 YES 7.505E-1 (pos.89849742) Guanylate-binding protein 6GTP binding,GTPase activity,cellular response to interferon-gamma,defense response to bacterium,extracellular exosome,immune responseA=0, T=43 A=0.0, T=1.0 0.00001 705.844 43 A=0/0, T=14/29

chr15:76673716 T/C T C SNV SCAPER SCAPER:intronic:NM_020843.3 1 46.88 intronic NM_020843.3c.3705+3A>Gp.? 7.38 S phase cyclin A-associated protein in the endoplasmic reticulum,Zinc-finger of C2H2 typers3765115 0.3125 YES 5.96E-1 (pos.76673716) S-phase cyclin A-associated protein in the endoplasmic reticulumcytosol,endoplasmic reticulum,nucleic acid binding,nucleus,zinc ion bindingIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsT=17, C=15 T=0.5313, C=0.4688 0.00001 143.732 32 T=9/8, C=4/11

chr15:76957958 G/G A G SNV SCAPER SCAPER:intronic:NM_020843.3 1 100 intronic NM_020843.3c.2645+36T>Cp.? -0.67 S phase cyclin A-associated protein in the endoplasmic reticulum,Zinc-finger of C2H2 typers280021 5.00E-04 YES 9.998E-1 (pos.76957958) S-phase cyclin A-associated protein in the endoplasmic reticulumcytosol,endoplasmic reticulum,nucleic acid binding,nucleus,zinc ion bindingIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsA=0, G=35 A=0.0, G=1.0 0.00001 543.903 35 A=0/0, G=12/23

chr15:77087785 T/C T C SNV SCAPER SCAPER:intronic:NM_020843.3 1 53.33 intronic NM_020843.3c.612-4A>Gp.? -1.35 S phase cyclin A-associated protein in the endoplasmic reticulum,Zinc-finger of C2H2 typers11852395 0.2846 YES 5.455E-1 (pos.77087785) S-phase cyclin A-associated protein in the endoplasmic reticulumcytosol,endoplasmic reticulum,nucleic acid binding,nucleus,zinc ion bindingIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsT=14, C=16 T=0.4667, C=0.5333 0.00001 159.925 30 T=3/11, C=8/8

chr15:78474517 C/C T C SNV ACSBG1 ACSBG1:intronic:NM_015162.4 1 100 intronic NM_015162.4c.895-30A>Gp.? -1.7 AMP-binding enzymers6495277 0.1784 YES 8.921E-1 (pos.78474517) Acyl-CoA synthetase, bubble gum family, member 1ATP binding,catalytic activity,cytoplasm,cytoplasmic vesicle,cytosol,decanoate--CoA ligase activity,endoplasmic reticulum,long-chain fatty acid metabolic process,long-chain fatty acid-CoA ligase activity,long-chain fatty-acyl-CoA biosynthetic process,metabolic process,myelination,response to glucocorticoid,very long-chain fatty acid metabolic process,very long-chain fatty acid-CoA ligase activity2-(6-HYDROXY-1,3-BENZOTHIAZOL-2-YL)-1,3-THIAZOL-4(5H)-ONET=0, C=31 T=0.0, C=1.0 0.00001 465.745 31 T=0/0, C=18/13

chr1:89850843 G/A G A SNV GBP6 GBP6:exonic:NM_198460.2 1 50.99 11 missense NM_198460.2c.1717G>A p.Ala573Thr -0.17 0.32 58 0.003 Guanylate-binding protein, C-terminal domain,Guanylate-binding protein, N-terminal domainrs76159539 1.00E-04 0.0 (pos.89850843) Guanylate-binding protein 6GTP binding,GTPase activity,cellular response to interferon-gamma,defense response to bacterium,extracellular exosome,immune responseG=74, A=77 G=0.4901, A=0.5099 0.00001 817.244 151 G=20/54, A=28/49

chr15:78587910 G/G A G SNV WDR61 WDR61:intronic:NM_025234.2 1 100 intronic NM_025234.2c.12+107T>Cp.? 0.29 Anaphase-promoting complex subunit 4 WD40 domain,Eukaryotic translation initiation factor eIF2A,WD domain, G-beta repeatrs1040262 YES 9.995E-1 (pos.78587910) Cdc73/Paf1 complex,Ski complex,Wnt signaling pathway,cytoplasm,cytosol,exonucleolytic nuclear-transcribed mRNA catabolic process involved in deadenylation-dependent decay,histone H3-K4 trimethylation,negative regulation of myeloid cell differentiation,nucleoplasm,nucleus,positive regulation of histone H3-K4 methylation,positive regulation of histone H3-K79 methylation,positive regulation of transcription elongation from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein ubiquitination,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcriptionally active chromatinA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=17/8

chr17:79770740 C/T C T SNV GCGR GCGR:exonic:NM_000160.4 1 53.13 12 synonymous NM_000160.4c.1095C>T p.(=) -1.09 0.05(COSM4955795),0.05(COSM4955796)7 transmembrane receptor (Secretin family),Hormone receptor domainrs5384 0.1741 YES 1.608E-1 (pos.79770740) carcinoma,ductal_carcinoma,hepatocellular_carcinomaGlucagon receptorG-protein coupled receptor signaling pathway,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,cellular response to glucagon stimulus,endosome,exocytosis,generation of precursor metabolites and energy,glucagon receptor activity,glucose homeostasis,guanyl-nucleotide exchange factor activity,hormone-mediated signaling pathway,integral component of membrane,integral component of plasma membrane,membrane,peptide hormone binding,plasma membrane,regulation of blood pressure,regulation of glycogen metabolic process,regulation of molecular function,response to nutrient,response to starvationDiabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesGlucagon recombinant C=15, T=17 C=0.4688, T=0.5313 0.00001 172.885 32 C=7/8, T=4/13

chr15:78786410 C/C A C SNV IREB2 IREB2:intronic:NM_004136.3 1 100 intronic NM_004136.3c.2472+12A>Cp.? -0.19 Aconitase C-terminal domain,Aconitase family (aconitate hydratase)rs4887060 2.00E-04 1.0 (pos.78786410) Iron-responsive element-binding protein-24 iron, 4 sulfur cluster binding,RNA binding,cellular iron ion homeostasis,cytoplasm,cytosol,erythrocyte homeostasis,intestinal absorption,iron ion transport,iron-responsive element binding,metabolic process,metal ion binding,mitochondrion,negative regulation of translation,osteoclast differentiation,post-embryonic development,protein binding,protoporphyrinogen IX biosynthetic process,translation repressor activityLung Diseases;Lung Diseases, Obstructive;Neoplasm Invasiveness;Neoplasms;Neoplastic Processes;Pulmonary Disease, Chronic Obstructive;Respiratory Tract DiseasesA=0, C=60 A=0.0, C=1.0 0.00001 903.531 60 A=0/0, C=21/39

chr12:120589160 G/G A G SNV GCN1 GCN1:exonic:NM_006836.1 1 100 34 synonymous NM_006836.1c.4098T>C p.(=) -5.28 rs2286046 0.217 YES 9.845E-1 (pos.120589160) RNA binding,cadherin binding,cellular response to amino acid starvation,cellular response to leucine starvation,cytoplasm,cytosol,membrane,polysome,positive regulation of kinase activity,positive regulation of transcription from RNA polymerase II promoter in response to stress,protein kinase binding,protein kinase regulator activity,regulation of protein kinase activity,regulation of translation,ribosome,ribosome binding,translation,translation factor activity, RNA bindingA=0, G=50 A=0.0, G=1.0 0.00001 852.745 50 A=0/0, G=15/35

chr15:78909480 A/A G A SNV CHRNA3 CHRNA3:intronic:NM_000743.4 1 100 intronic NM_000743.4c.268-5C>T p.? -0.59 0.05(COSM5468711)Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs3743074 0.37 YES 5.703E-1 (pos.78909480) adenocarcinomaCholinergic receptor, neuronal nicotinic, alpha polypeptide-3acetylcholine binding,acetylcholine receptor activity,acetylcholine receptor signaling pathway,acetylcholine-gated cation-selective channel activity,acetylcholine-gated channel complex,activation of transmembrane receptor protein tyrosine kinase activity,behavioral response to nicotine,cation transmembrane transport,cell junction,dendrite,excitatory postsynaptic potential,integral component of membrane,ion transport,ligand-gated ion channel activity,locomotory behavior,nervous system development,neuronal cell body,plasma membrane,plasma membrane raft,postsynaptic density,postsynaptic membrane,protein binding,regulation of acetylcholine secretion, neurotransmission,regulation of dendrite morphogenesis,regulation of membrane potential,regulation of smooth muscle contraction,response to acetylcholine,serotonin-gated cation-selective channel activity,signal transduction,synaptic transmission involved in micturition,synaptic transmission, cholinergicAdenocarcinoma;Alcohol-Related Disorders;Alcoholism;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Carcinoma;Central Nervous System Diseases;Epilepsy;Lung Diseases;Lung Diseases, Obstructive;Lung Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Respiratory Tract Neoplasms;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Seizures;Substance-Related Disorders;Thoracic Neoplasms;Tobacco Use DisorderBupropion,Cytisine,Dextromethorphan,Ethanol,Galantamine,Levamisole,Levomethadyl Acetate,Nicotine,Pentolinium,VareniclineG=0, A=69 G=0.0, A=1.0 0.00001 1072.78 69 G=0/0, A=29/40

chr15:78911261 C/C T C SNV CHRNA3 CHRNA3:intronic:NM_000743.4 1 100 intronic NM_000743.4c.83-4A>G p.? -0.95 Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs2869547,rs7501585663.00E-04 1.0;0.0 (pos.78911261) Cholinergic receptor, neuronal nicotinic, alpha polypeptide-3acetylcholine binding,acetylcholine receptor activity,acetylcholine receptor signaling pathway,acetylcholine-gated cation-selective channel activity,acetylcholine-gated channel complex,activation of transmembrane receptor protein tyrosine kinase activity,behavioral response to nicotine,cation transmembrane transport,cell junction,dendrite,excitatory postsynaptic potential,integral component of membrane,ion transport,ligand-gated ion channel activity,locomotory behavior,nervous system development,neuronal cell body,plasma membrane,plasma membrane raft,postsynaptic density,postsynaptic membrane,protein binding,regulation of acetylcholine secretion, neurotransmission,regulation of dendrite morphogenesis,regulation of membrane potential,regulation of smooth muscle contraction,response to acetylcholine,serotonin-gated cation-selective channel activity,signal transduction,synaptic transmission involved in micturition,synaptic transmission, cholinergicAdenocarcinoma;Alcohol-Related Disorders;Alcoholism;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Carcinoma;Central Nervous System Diseases;Epilepsy;Lung Diseases;Lung Diseases, Obstructive;Lung Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Respiratory Tract Neoplasms;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Seizures;Substance-Related Disorders;Thoracic Neoplasms;Tobacco Use DisorderBupropion,Cytisine,Dextromethorphan,Ethanol,Galantamine,Levamisole,Levomethadyl Acetate,Nicotine,Pentolinium,VareniclineT=0, C=26 T=0.0, C=1.0 0.00001 371.362 26 T=0/0, C=8/18

chr15:79066932 A/G A G SNV ADAMTS7 ADAMTS7:intronic:NM_014272.4 1 50 intronic NM_014272.4c.1876+34T>Cp.? -0.05 ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs12900168 YES 4.762E-1 (pos.79066932) A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 7cell surface,cellular response to BMP stimulus,cellular response to interleukin-1,cellular response to tumor necrosis factor,endoplasmic reticulum lumen,extracellular space,metalloendopeptidase activity,metallopeptidase activity,negative regulation of chondrocyte differentiation,protein O-linked fucosylation,protein binding,proteinaceous extracellular matrix,proteolysis involved in cellular protein catabolic process,zinc ion bindingAdnexal Diseases;Arterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Heart Diseases;Myocardial Ischemia;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Vascular DiseasesA=13, G=13 A=0.5, G=0.5 0.00001 119.163 26 A=11/2, G=11/2

chr6:10587038 G/G C G SNV GCNT2 GCNT2:exonic:NM_145655.3 1 100 1 missense NM_145655.3c.816C>G p.Asp272Glu -0.62 1 45 0 Core-2/I-Branching enzymers539351 0.0013 9.065E-1 (pos.10587038) Glucosaminyl (N-acetyl) transferase 2, I-branching enzymeGolgi membrane,N-acetyllactosaminide beta-1,6-N-acetylglucosaminyltransferase activity,acetylglucosaminyltransferase activity,cellular_component,glycosaminoglycan biosynthetic process,integral component of membrane,maintenance of lens transparency,membrane,multicellular organism development,negative regulation of cell-substrate adhesion,positive regulation of ERK1 and ERK2 cascade,positive regulation of cell migration,positive regulation of cell proliferation,positive regulation of epithelial to mesenchymal transition,positive regulation of heterotypic cell-cell adhesion,positive regulation of protein kinase B signaling,posttranscriptional regulation of gene expression,protein glycosylation,transforming growth factor beta receptor signaling pathwayCataract;Eye Diseases;Lens Diseases C=0, G=31 C=0.0, G=1.0 0.00001 465.819 31 C=0/0, G=22/9

chr15:79185877 A/G A G SNV MORF4L1 MORF4L1:intronic:NM_206839.2 1 56.36 intronic NM_206839.2c.658-4A>Gp.? -0.66 MRG,RNA binding activity-knot of a chromodomainrs1836556 0.1271 YES 2.733E-1 (pos.79185877) Mortality factor 4-like 1NuA4 histone acetyltransferase complex,Sin3 complex,cell proliferation,chromatin binding,chromatin organization,chromatin remodeling,chromatin silencing,covalent chromatin modification,double-strand break repair via homologous recombination,histone H2A acetylation,histone H4 acetylation,histone deacetylation,nuclear speck,nucleoplasm,nucleus,protein N-terminus binding,protein binding,regulation of growth,regulation of transcription, DNA-templated,transcription, DNA-templatedAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and EpithelialA=24, G=31 A=0.4364, G=0.5636 0.00001 319.021 55 A=10/14, G=18/13

chr8:75262798 C/C G C SNV GDAP1 GDAP1:exonic:NM_018972.2 1 100 1 synonymous NM_018972.2c.102G>C p.(=) 0.13 0.01(COSM4163063)Glutathione S-transferase, C-terminal domain,Glutathione S-transferase, N-terminal domainrs7828201 1.0 (pos.75262798) neoplasm,squamous_cell_carcinomaGanglioside-induced differentiation-associated protein 1cellular response to vitamin D,cytosol,glutathione metabolic process,glutathione transferase activity,integral component of mitochondrial outer membrane,membrane,mitochondrial fission,mitochondrial fusion,mitochondrion,nucleus,protein targeting to mitochondrion,response to retinoic acidCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;PolyneuropathiesG=0, C=38 G=0.0, C=1.0 0.00001 603.03 38 G=0/0, C=7/31

chr19:18497024 C/C G C SNV

GDF15,MIR

3189 GDF15:exonic:NM_004864.3, MIR3189:upstream:NR_036156.1 1
100

1 missense NM_004864.3, NR_036156.1c.25G>C p.Val9Leu -0.41 1 32 0 0.06(COSM137684)Transforming growth factor beta like domainrs1059519 0.3407 YES 6.6E-1 (pos.18497024) adenocarcinoma,squamous_cell_carcinomaGrowth/differentiation factor-15 (bone morphogenetic protein, placental)BMP signaling pathway,SMAD protein signal transduction,cell development,cell-cell signaling,cytokine activity,cytoplasm,extracellular exosome,extracellular region,extracellular space,growth factor activity,nucleus,positive regulation of myoblast fusion,positive regulation of pathway-restricted SMAD protein phosphorylation,protein binding,regulation of MAPK cascade,regulation of apoptotic process,regulation of receptor activity,signal transduction,transforming growth factor beta receptor binding,transforming growth factor beta receptor signaling pathwayAdenocarcinoma;Anemia;Anemia, Sideroblastic;Arterial Occlusive Diseases;Arteriosclerosis;Bone Marrow Diseases;Carcinoma;Carcinoma, Hepatocellular;Cardiomegaly;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Heart Failure;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypertrophy, Left Ventricular;Liver Diseases;Liver Neoplasms;Male Urogenital Diseases;Melanoma;Mouth Diseases;Myelodysplastic Syndromes;Myocardial Ischemia;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplastic Processes;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Prostatic Diseases;Prostatic Neoplasms;Stomatognathic Diseases;Urogenital Neoplasms;Vascular DiseasesG=0, C=20 G=0.0, C=1.0 0.00001 263.698 20 G=0/0, C=10/10

chr20:34022387 C/C A C SNV

GDF5,GDF5

OS GDF5OS:exonic:NM_001350519.1, GDF5:exonic:NM_000557.4 1
100

2 synonymous NM_001350519.1, NM_000557.4c.798A>C, c.826T>Gp.(=), p.Ser276Ala 1.59 1 99 0 0.13(COSM1483571),0.13(COSM1483572),0.13(COSM443713)TGF-beta propeptide,Transforming growth factor beta like domainrs224331 0.346 YES 2.941E-1;1.285E-4 (pos.34022387)adenocarcinomaGrowth/differentiation factor-5 (cartilage-derived morphogenetic protein-1)BMP binding,SMAD protein import into nucleus,SMAD protein signal transduction,cell development,cell-cell signaling,chondroblast differentiation,chondrocyte differentiation,cytokine activity,embryonic limb morphogenesis,extracellular region,extracellular space,forelimb morphogenesis,growth factor activity,hindlimb morphogenesis,identical protein binding,intracellular,negative regulation of chondrocyte differentiation,negative regulation of epithelial cell proliferation,negative regulation of mesenchymal cell apoptotic process,negative regulation of neuron apoptotic process,ossification involved in bone remodeling,plasma membrane,positive regulation of BMP signaling pathway,positive regulation of chondrocyte differentiation,positive regulation of neuron differentiation,positive regulation of pathway-restricted SMAD protein phosphorylation,protein binding,regulation of MAPK cascade,regulation of apoptotic process,regulation of multicellular organism growth,regulation of receptor activity,response to mechanical sArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Brachydactyly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Dwarfism;Dysostoses;Endocrine System Diseases;Foot Deformities;Foot Deformities, Congenital;Genetic Diseases, Inborn;Hand Deformities;Hand Deformities, Congenital;Immune System Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteoarthritis;Osteoarthritis, Hip;Osteochondrodysplasias;Rheumatic Diseases;Skin and Connective Tissue Diseases;Synostosis;Upper Extremity Deformities, CongenitalIsopropyl AlcoholBenign A=0, C=31 A=0.0, C=1.0 0.00001 464.198 31 A=0/0, C=16/15

chr2:20871190 C/C A C SNV GDF7 GDF7:utr_3:NM_182828.3 1 100 2 utr_3 NM_182828.3c.1358A>C p.? -0.45 TGF-beta propeptide,Transforming growth factor beta like domainrs4666457 0 1.0 (pos.20871190) Growth/differentiation factor 7BMP signaling pathway,SMAD protein signal transduction,activin receptor signaling pathway,axon guidance,branching morphogenesis of an epithelial tube,cell development,cell fate commitment,cytokine activity,epithelial cell differentiation,extracellular space,forebrain morphogenesis,gland morphogenesis,growth factor activity,midbrain development,morphogenesis of an epithelial fold,pathway-restricted SMAD protein phosphorylation,positive regulation of neuron differentiation,positive regulation of pathway-restricted SMAD protein phosphorylation,positive regulation of tendon cell differentiation,positive regulation of transcription, DNA-templated,protein binding,protein homodimerization activity,regulation of MAPK cascade,regulation of apoptotic process,regulation of receptor activity,reproductive structure development,roof plate formation,spinal cord association neuron differentiation,transforming growth factor beta receptor bindingA=0, C=32 A=0.0, C=1.0 0.00001 476.521 32 A=0/0, C=12/20

chr15:79606408 T/T C T SNV TMED3 TMED3:intronic:NM_007364.3 1 100 intronic NM_007364.3c.417+61C>Tp.? -0.73 emp24/gp25L/p24 family/GOLDrs3784544 YES COPI vesicle coat,ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi cisterna membrane,Golgi membrane,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,protein transport,retrograde vesicle-mediated transport, Golgi to ER,transport,transport vesicleC=0, T=28 C=0.0, T=1.0 0.00001 408.717 28 C=0/0, T=18/10

chr2:20871293 G/G A G SNV GDF7 GDF7:utr_3:NM_182828.3 1 100 2 utr_3 NM_182828.3c.1461A>G p.? 0.3 rs1564696 Growth/differentiation factor 7BMP signaling pathway,SMAD protein signal transduction,activin receptor signaling pathway,axon guidance,branching morphogenesis of an epithelial tube,cell development,cell fate commitment,cytokine activity,epithelial cell differentiation,extracellular space,forebrain morphogenesis,gland morphogenesis,growth factor activity,midbrain development,morphogenesis of an epithelial fold,pathway-restricted SMAD protein phosphorylation,positive regulation of neuron differentiation,positive regulation of pathway-restricted SMAD protein phosphorylation,positive regulation of tendon cell differentiation,positive regulation of transcription, DNA-templated,protein binding,protein homodimerization activity,regulation of MAPK cascade,regulation of apoptotic process,regulation of receptor activity,reproductive structure development,roof plate formation,spinal cord association neuron differentiation,transforming growth factor beta receptor bindingA=0, G=36 A=0.0, G=1.0 0.00001 557.74 36 A=0/0, G=12/24

chr15:80452268 A/A G A SNV FAH FAH:intronic:NM_000137.2 1 100 intronic NM_000137.2c.314+49G>Ap.? -0.62 Fumarylacetoacetase N-terminal,Fumarylacetoacetate (FAA) hydrolase familyrs1370273 0.404 YES 7.836E-1;0.0 (pos.80452268) FumarylacetoacetaseL-phenylalanine catabolic process,arginine catabolic process,aromatic amino acid family metabolic process,cytosol,extracellular exosome,fumarylacetoacetase activity,metal ion binding,protein binding,tyrosine catabolic processAmino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Recommended Newborn Screening Panels;Tyrosinemia type I;Tyrosinemias4-Hydroxy-Methyl-Phosphinoyl-3-Oxo-Butanoic Acid,Acetoacetic Acid,Fumaric AcidBenign G=0, A=21 G=0.0, A=1.0 0.00001 281.234 21 G=0/0, A=7/14

chr15:80452886 G/G T G SNV FAH FAH:intronic:NM_000137.2 1 100 intronic NM_000137.2c.364+85T>Gp.? -0.54 Fumarylacetoacetase N-terminal,Fumarylacetoacetate (FAA) hydrolase familyrs733679 YES 5.254E-1 (pos.80452886) FumarylacetoacetaseL-phenylalanine catabolic process,arginine catabolic process,aromatic amino acid family metabolic process,cytosol,extracellular exosome,fumarylacetoacetase activity,metal ion binding,protein binding,tyrosine catabolic processAmino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Recommended Newborn Screening Panels;Tyrosinemia type I;Tyrosinemias4-Hydroxy-Methyl-Phosphinoyl-3-Oxo-Butanoic Acid,Acetoacetic Acid,Fumaric AcidT=0, G=24 T=0.0, G=1.0 0.00001 334.792 24 T=0/0, G=10/14

chr10:5808086 A/A G A SNV GDI2 GDI2:exonic:NM_001494.3 1 100 11 synonymous NM_001494.3c.1221C>T p.(=) -0.12 0.81(COSM3751882),0.81(COSM4418578)GDP dissociation inhibitorrs1129614 0.2083 YES 1.564E-1 (pos.5808086) acute_myeloid_leukaemia,adenocarcinomaGDP dissociation inhibitor 2GTPase activator activity,RNA binding,Rab GDP-dissociation inhibitor activity,azurophil granule lumen,cytoplasm,cytosol,extracellular exosome,extracellular region,focal adhesion,membrane,neutrophil degranulation,positive regulation of GTPase activity,protein binding,protein transport,regulation of small GTPase mediated signal transduction,secretory granule lumen,signal transduction,small GTPase binding,small GTPase mediated signal transduction,vesicleCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellG=0, A=30 G=0.0, A=1.0 0.00001 446.639 30 G=0/0, A=19/11

chr15:90784250 C/C T C SNV GDPGP1 GDPGP1:exonic:NM_001013657.2 1 100 4 missense NM_001013657.2c.110T>C p.Met37Thr 0.12 81 0.11(COSM3999684) rs7171194,rs752791465 0.3517 YES 1.156E-4 (pos.90784234),8.171E-1 (pos.90784250)acute_myeloid_leukaemia,carcinomaGDP-D-glucose phosphorylase activity,cytoplasm,glucose metabolic process,guanyl-nucleotide exchange factor activity,hydrolase activity,nucleotide binding,nucleotidyltransferase activity,regulation of molecular functionT=0, C=33 T=0.0, C=1.0 0.00001 504.595 33 T=0/0, C=9/24

chr17:648498 T/T C T SNV GEMIN4 GEMIN4:exonic:NM_015721.2 1 100 2 missense NM_015721.2c.2785G>A p.Asp929Asn 1.2 1 23 0 0.1(COSM4130507),0.1(COSM4130508)rs2740349 0.1742 YES 8.881E-1 (pos.648498) acute_myeloid_leukaemia,neoplasmGemini of coiled bodies,SMN complex,SMN-Sm protein complex,cytoplasm,cytosol,extracellular exosome,membrane,nuclear body,nuclear import,nucleolus,nucleoplasm,protein binding,rRNA processing,small nuclear ribonucleoprotein complex,spliceosomal snRNP assemblyC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=6/17

chr17:649935 C/C G C SNV GEMIN4 GEMIN4:exonic:NM_015721.2 1 100 2 missense NM_015721.2c.1348C>G p.Gln450Glu 2.12 1 29 0 rs2740348 0.1741 YES 8.873E-1 (pos.649935) Gemini of coiled bodies,SMN complex,SMN-Sm protein complex,cytoplasm,cytosol,extracellular exosome,membrane,nuclear body,nuclear import,nucleolus,nucleoplasm,protein binding,rRNA processing,small nuclear ribonucleoprotein complex,spliceosomal snRNP assemblyG=0, C=88 G=0.0, C=1.0 0.00001 1451.91 88 G=0/0, C=26/62

chrX:14027179 C/C A C SNV GEMIN8 GEMIN8:exonic:NM_001042480.1 1 100 4 synonymous NM_001042480.1c.582T>G p.(=) -2.99 Gemini of Cajal bodies-associated protein 8 GEM-associated protein 8Gemini of coiled bodies,SMN complex,SMN-Sm protein complex,cytoplasm,cytosol,nuclear import,nucleoplasm,nucleus,protein binding,spliceosomal snRNP assemblyA=0, C=46 A=0.0, C=1.0 0.00001 768.313 46 A=0/0, C=26/20

chr15:83240293 C/C A C SNV CPEB1 CPEB1:intronic:NM_030594.4 1 100 intronic NM_030594.4c.191-11T>Gp.? -0.16 Cytoplasmic polyadenylation element-binding protein 1 N-terminus,Cytoplasmic polyadenylation element-binding protein ZZ domain,RNA recognition motifrs783544 0.2389 YES 7.948E-1 (pos.83240293) Cytoplasmic polyadenylation element-binding protein 1P-body,cell junction,cellular response to amino acid stimulus,cellular response to hypoxia,cellular response to insulin stimulus,cellular response to lipopolysaccharide,centrosome,cytoplasm,dendrite,growth cone,mRNA 3'-UTR AU-rich region binding,mRNA 3'-UTR binding,mRNA processing,mRNA transport,messenger ribonucleoprotein complex,metal ion binding,negative regulation of cell proliferation,negative regulation of cytoplasmic translation,neuron projection,neuronal cell body,nucleus,perinuclear region of cytoplasm,positive regulation of cell migration,positive regulation of neuron projection development,positive regulation of nitric-oxide synthase biosynthetic process,positive regulation of translation,postsynaptic density,postsynaptic membrane,regulation of translation,ribosome binding,synapse,translation,translation factor activity, RNA binding,translation regulator activity,translation repressor activity, nucleic acid bindingHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeA=0, C=73 A=0.0, C=1.0 0.00001 1150.51 73 A=0/0, C=36/37

chr15:84473531 A/A G A SNV ADAMTSL3 ADAMTSL3:intronic:NM_207517.2 1 100 intronic NM_207517.2c.363+84G>Ap.? -1.09 Immunoglobulin I-set domain,Immunoglobulin domain,PLAC (protease and lacunin) domain,Thrombospondin type 1 domainrs7179507 YES ADAMTS-like protein 3intracellular membrane-bounded organelle,metalloendopeptidase activity,protein binding,proteinaceous extracellular matrix,proteolysis,zinc ion bindingMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=0, A=30 G=0.0, A=1.0 0.00001 446.639 30 G=0/0, A=15/15

chr2:17962518 C/T C T SNV GEN1 GEN1:exonic:NM_182625.4 1 58.33 14 missense NM_182625.4c.2039C>T p.Thr680Ile 0.18 1 89 0 XPG I-region,XPG N-terminal domainrs300169 0.3755 YES 9.843E-1 (pos.17962518) GEN1, Drosophila, homolog ofDNA binding,DNA repair,centrosome,crossover junction endodeoxyribonuclease activity,double-strand break repair via homologous recombination,endodeoxyribonuclease activity,extracellular exosome,metal ion binding,nuclease activity,nucleic acid phosphodiester bond hydrolysis,nucleoplasm,positive regulation of mitotic cell cycle spindle assembly checkpoint,regulation of centrosome duplication,resolution of mitotic recombination intermediates,resolution of recombination intermediatesC=10, T=14 C=0.4167, T=0.5833 0.00001 135.338 24 C=1/9, T=4/10

chr15:85407564 A/C A C SNV ALPK3 ALPK3:intronic:NM_020778.4 1 52.27 intronic NM_020778.4c.5106-109A>Cp.? -0.18 Alpha-kinase family,Immunoglobulin I-set domain,Immunoglobulin domainrs2289138 YES Alpha kinase 3ATP binding,heart development,nucleus,protein phosphorylation,protein serine/threonine kinase activityA=21, C=23 A=0.4773, C=0.5227 0.00001 260.157 44 A=13/8, C=7/16

chr3:158366900 A/A G A SNV GFM1 GFM1:exonic:NM_024996.5 1 100 5 missense NM_024996.5c.643G>A p.Val215Ile 3.32 0.74 29 0.002 0.25(COSM4002505)Elongation Factor G, domain II,Elongation factor G C-terminus,Elongation factor G, domain IV,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2rs2303909 0.4612 YES 3.25E-1 (pos.158366900) NS,acute_myeloid_leukaemiaMitochondrial elongation factor G1GTP binding,GTPase activity,RNA binding,mitochondrial matrix,mitochondrial translational elongation,mitochondrion,protein binding,translation elongation factor activityBrain Diseases;Brain Diseases, Metabolic;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Genetic Diseases, Inborn;Hepatic Encephalopathy;Hepatic Insufficiency;Liver Diseases;Liver Failure;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic DiseasesBenign G=0, A=45 G=0.0, A=1.0 0.00001 747.386 45 G=0/0, A=25/20

chr5:74021847 ACTCAAA/A ACTCAAA A INDEL GFM2 GFM2:exonic:NM_032380.4 6 47.62 18 nonframeshiftDeletion NM_032380.4c.1825_1830delTTTGAGp.Phe609_Glu610del 4.71, -0.93, 3.23, 0.42, -0.22, 3.79, 2.21 Elongation Factor G, domain II,Elongation factor G C-terminus,Elongation factor G, domain IV,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2rs141759476,rs5868753,rs76339998YES 1.899E-1 (pos.74021846) GTP binding,GTPase activity,mitochondrial matrix,mitochondrial translation,mitochondrial translational elongation,mitochondrial translational termination,protein binding,ribosome disassembly,translation elongation factor activityACTCAAA=22, A=20ACTCAAA=0.5238, A=0.4762 0.00001 210.722 42 ACTCAAA=10/12, A=8/12

chr5:179729519 G/G A G SNV GFPT2 GFPT2:exonic:NM_005110.3 1 100 18 synonymous NM_005110.3c.1908T>C p.(=) -0.36 Glutamine amidotransferase domain,Glutamine amidotransferases class-II,SIS domainrs1035411 0.3804 YES 9.157E-1 (pos.179729519) Glutamine: fructose-6-phosphate amidotransferase 2UDP-N-acetylglucosamine biosynthetic process,UDP-N-acetylglucosamine metabolic process,carbohydrate derivative binding,cellular response to leukemia inhibitory factor,cytosol,energy reserve metabolic process,fructose 6-phosphate metabolic process,glutamine metabolic process,glutamine-fructose-6-phosphate transaminase (isomerizing) activity,protein N-linked glycosylation,protein bindingL-Glutamine A=0, G=30 A=0.0, G=1.0 0.00001 446.533 30 A=0/0, G=10/20

chr16:23489711 G/G C G SNV GGA2 GGA2:exonic:NM_015044.4 1 100 13 missense NM_015044.4c.1270G>C p.Ala424Pro 0.67 1 27 0 0.02(COSM5941388)Adaptin C-terminal domain,GAT domain,VHS domainrs1135045 0.1936 YES 6.863E-1 (pos.23489711) basal_cell_carcinoma ADP-ribosylation factor binding,Golgi apparatus,cellular protein metabolic process,clathrin adaptor complex,clathrin-coated vesicle,early endosome membrane,endosome membrane,intracellular,intracellular protein transport,protein binding,trans-Golgi network,vesicle-mediated transportC=0, G=27 C=0.0, G=1.0 0.00001 389.637 27 C=0/0, G=12/15

chr2:85781318 G/G T G SNV GGCX GGCX:exonic:NM_000821.6 1 100 7 synonymous NM_000821.6c.837A>C p.(=) 0.34 Vitamin K-dependent gamma-carboxylasers1254896 0.0153 YES 1.0 (pos.85781318) Gamma-glutamyl carboxylaseblood coagulation,cellular protein modification process,endoplasmic reticulum membrane,gamma-glutamyl carboxylase activity,integral component of membrane,membrane,peptidyl-glutamic acid carboxylationBlood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Cardiovascular Diseases;Coagulation Protein Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Pseudoxanthoma Elasticum;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesAnisindione,Coagulation Factor IX (Recombinant),Coagulation Factor IX Human,Coagulation factor VIIa Recombinant Human,Drotrecogin alfa,Glutamic Acid,Menadione,PhylloquinoneT=0, G=22 T=0.0, G=1.0 0.00001 298.617 22 T=0/0, G=18/4

chr17:4463023 A/A G A SNV GGT6 GGT6:exonic:NM_001122890.2 1 100 2 missense NM_001122890.2c.173C>T p.Ala58Val 2.36 0.03 64 0.437 Gamma-glutamyltranspeptidasers11657054 0.229 YES 9.147E-1 (pos.4463023) Gamma-glutamyltransferase 6biological_process,extracellular exosome,glutathione biosynthetic process,glutathione catabolic process,glutathione hydrolase activity,hypoglycin A gamma-glutamyl transpeptidase activity,integral component of membrane,leukotriene D4 biosynthetic process,molecular_function,proteolysisG=0, A=34 G=0.0, A=1.0 0.00001 524.185 34 G=0/0, A=17/17

chr17:61996204 C/C T C SNV GH1 GH1:utr_5:NM_000515.4 1 100 1 utr_5 NM_000515.4c.-68A>G p.? -1.61 rs6171 0.4271 YES Growth hormone-1JAK-STAT cascade involved in growth hormone signaling pathway,bone maturation,endosome lumen,extracellular region,extracellular space,glucose transport,growth factor activity,growth hormone receptor binding,growth hormone receptor complex,growth hormone receptor signaling pathway,hormone activity,metal ion binding,positive regulation of JAK-STAT cascade,positive regulation of MAP kinase activity,positive regulation of activation of Janus kinase activity,positive regulation of insulin-like growth factor receptor signaling pathway,positive regulation of multicellular organism growth,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of phosphatidylinositol 3-kinase signaling,positive regulation of receptor internalization,positive regulation of tyrosine phosphorylation of STAT protein,prolactin receptor binding,protein binding,regulation of receptor activity,response to estradiolAcromegaly;Adenoma;Azotemia;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Brain Diseases;Brain Neoplasms;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Central Nervous System Neoplasms;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Digestive System Diseases;Disorders of Sex Development;Dwarfism;Dwarfism, Pituitary;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Gonadal Disorders;Gonadal Dysgenesis;Growth Hormone-Secreting Pituitary Adenoma;Heart Defects, Congenital;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hyperinsulinism;Hyperpituitarism;Hypopituitarism;Hypothalamic Diseases;Hypothalamic Neoplasms;Insulin Resistance;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Male Urogenital DiLikely benign T=0, C=88 T=0.0, C=1.0 0.00001 1451.89 88 T=0/0, C=57/31

chr5:42700044 G/G A G SNV GHR GHR:exonic:NM_000163.4 1 100 6 synonymous NM_000163.4c.558A>G p.(=) 0.32 Erythropoietin receptor, ligand binding,Fibronectin type III domain,Growth hormone receptor bindingrs6179 0.2709 YES 8.565E-1 (pos.42700044) Growth hormone receptor2-oxoglutarate metabolic process,JAK-STAT cascade,JAK-STAT cascade involved in growth hormone signaling pathway,SH2 domain binding,activation of Janus kinase activity,activation of MAPK activity,allantoin metabolic process,cartilage development involved in endochondral bone morphogenesis,cell surface,cellular response to hormone stimulus,cellular response to insulin stimulus,citrate metabolic process,creatine metabolic process,creatinine metabolic process,cytokine receptor activity,cytokine-mediated signaling pathway,cytoplasmic ribonucleoprotein granule,cytosol,endocytosis,extracellular region,extracellular space,fatty acid metabolic process,growth factor binding,growth hormone receptor activity,growth hormone receptor complex,growth hormone receptor signaling pathway,hormone-mediated signaling pathway,identical protein binding,insulin-like growth factor receptor signaling pathway,integral component of membrane,integral component of plasma membrane,isoleucine metabolic process,mitochondrion,multicellular orgAutistic Disorder;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Dwarfism;Dwarfism, Pituitary;Dyslipidemias;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Hypopituitarism;Hypothalamic Diseases;Laron Syndrome;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurodevelopmental Disorders;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Pituitary Diseases;Prostatic DiseasePegvisomant,SomatotropinBenign A=0, G=34 A=0.0, G=1.0 0.00001 523.566 34 A=0/0, G=13/21

chr7:100285974 C/C A C SNV GIGYF1 GIGYF1:utr_5:NM_022574.5 1 100 1 utr_5 NM_022574.5c.-113T>G p.? -0.68 GYF domain rs221797 YES GRB10-interacting GYF protein 1biological_process,insulin-like growth factor receptor signaling pathway,protein binding,protein complexA=0, C=85 A=0.0, C=1.0 0.00001 1368.28 85 A=0/0, C=41/44

chr7:150434700 A/G A G SNV

GIMAP1-

GIMAP5,GI

MAP5 GIMAP1-GIMAP5:exonic:NM_001199577.1, GIMAP5:utr_5:NM_018384.41

46.88

4 synonymous NM_001199577.1, NM_018384.4c.510A>G, c.-3273A>Gp.(=), p.? -1.02 50S ribosome-binding GTPase,AIG1 familyrs11977474 YES 0.0 (pos.150434700) GTPase, IMAP family, member 5GTP binding,endoplasmic reticulum,integral component of membrane,lysosome,mitochondrial outer membrane,protein bindingImmune System Diseases A=170, G=150A=0.5313, G=0.4688 0.00001 1558.28 320 A=66/104, G=56/94

chr15:86253768 A/A T A SNV AKAP13 AKAP13:intronic:NM_006738.5 1 100 intronic NM_006738.5c.5545-42T>Ap.? -0.95 PH domain,RII binding domain,RhoGEF domainrs8037947 0.1575 YES 6.369E-1 (pos.86253768) A-kinase anchor protein 13G-protein coupled receptor signaling pathway,MAP-kinase scaffold activity,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,actin filament,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in heart process,bone development,cAMP-dependent protein kinase activity,cardiac muscle cell differentiation,cell cortex,cortical actin cytoskeleton,cytosol,guanyl-nucleotide exchange factor activity,heart development,intracellular,intracellular signal transduction,membrane,metal ion binding,nuclear export,nucleus,perinuclear region of cytoplasm,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of apoptotic process,protein binding,protein complex scaffold activity,protein kinase A binding,protein phosphorylation,regulation of Rho protein signal transduction,regulation of cardiac muscle hypertrophy,regulation of glucocorticoid mediated signaling pathAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, A=43 T=0.0, A=1.0 0.00001 705.844 43 T=0/0, A=19/24

chr15:86253911 G/G T G SNV AKAP13 AKAP13:intronic:NM_006738.5 1 100 intronic NM_006738.5c.5611+35T>Gp.? -0.26 PH domain,RII binding domain,RhoGEF domainrs8038249 0.2199 YES 6.333E-1 (pos.86253911) A-kinase anchor protein 13G-protein coupled receptor signaling pathway,MAP-kinase scaffold activity,Rho GTPase binding,Rho guanyl-nucleotide exchange factor activity,actin filament,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in heart process,bone development,cAMP-dependent protein kinase activity,cardiac muscle cell differentiation,cell cortex,cortical actin cytoskeleton,cytosol,guanyl-nucleotide exchange factor activity,heart development,intracellular,intracellular signal transduction,membrane,metal ion binding,nuclear export,nucleus,perinuclear region of cytoplasm,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of apoptotic process,protein binding,protein complex scaffold activity,protein kinase A binding,protein phosphorylation,regulation of Rho protein signal transduction,regulation of cardiac muscle hypertrophy,regulation of glucocorticoid mediated signaling pathAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, G=47 T=0.0, G=1.0 0.00001 789.327 47 T=0/0, G=19/28

chr7:150324976 T/C T C SNV GIMAP6 GIMAP6:exonic:NM_001244072.1 1 53.13 3 missense NM_001244072.1c.920A>G p.Gln307Arg -0.18 0.15 43 0.013 50S ribosome-binding GTPase,AIG1 familyrs11977216 5.00E-04 YES 0.0 (pos.150324976) GTPase, IMAP family, member 6GTP binding,cytosol T=15, C=17 T=0.4688, C=0.5313 0.00001 173.092 32 T=10/5, C=11/6

chr15:87217488 C/C T C SNV AGBL1 AGBL1:intronic:NM_152336.3 1 100 intronic NM_152336.3c.3058-16T>Cp.? 0.72 Zinc carboxypeptidasers11853730 0.4156 YES 3.296E-1 (pos.87217488) ATP/GTP-binding protein-like 1 T=0, C=30 T=0.0, C=1.0 0.00001 446.598 30 T=0/0, C=27/3

chr7:150217248 G/G A G SNV GIMAP7 GIMAP7:exonic:NM_153236.3 1 100 2 synonymous NM_153236.3c.186A>G p.(=) -2.63 0.02(COSM3762485)50S ribosome-binding GTPase,AIG1 familyrs3735081 0.3748 YES 7.175E-1 (pos.150217248)acute_myeloid_leukaemia,adenocarcinoma,neoplasmGTPase IMAP family, member 7GTP binding,GTP metabolic process,GTPase activity,Golgi apparatus,cytosol,endoplasmic reticulum,identical protein binding,intracellular membrane-bounded organelle,lipid droplet,protein binding,protein homodimerization activityA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=6/15

chr19:46181392 G/C G C SNV GIPR GIPR:exonic:NM_000164.3 1 45.83 12 missense NM_000164.3c.1060G>C p.Glu354Gln 3.27 0.06 29 1 0.79(COSM4132137),0.79(COSM4132138),0.84(COSM4886838),0.84(COSM4886839)7 transmembrane receptor (Secretin family),Hormone receptor domainrs1800437 0.2035 YES 2.236E-1 (pos.46181392) carcinoma,neoplasm,rhabdomyosarcomaGastric inhibitory polypeptide receptorG-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,cell surface receptor signaling pathway,desensitization of G-protein coupled receptor protein signaling pathway,endocrine pancreas development,gastric inhibitory peptide receptor activity,gastric inhibitory peptide signaling pathway,generation of precursor metabolites and energy,integral component of membrane,peptide hormone binding,plasma membrane,positive regulation of cytosolic calcium ion concentration,positive regulation of insulin secretion,protein binding,regulation of insulin secretion,response to axon injury,response to calcium ion,response to fatty acid,response to glucose,response to nutrient,transmembrane signaling receptor activityBronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Diabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsG=13, C=11 G=0.5417, C=0.4583 0.00001 93.2642 24 G=3/10, C=2/9

chr3:33110383 G/A G A SNV GLB1 GLB1:exonic:NM_000404.3 1 50 3 missense NM_000404.3c.325C>T p.Arg109Trp 1.29 0 101 0.999 Beta-galactosidase,Beta-galactosidase jelly roll domain,Glycosyl hydrolases family 35rs35289681 0.0208 YES 0.0 (pos.33110383) Galactosidase, beta-1Golgi apparatus,azurophil granule lumen,beta-galactosidase activity,carbohydrate metabolic process,cellular carbohydrate metabolic process,cytoplasm,exo-alpha-sialidase activity,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,galactose catabolic process,galactoside binding,glycosaminoglycan catabolic process,glycosphingolipid metabolic process,hydrolase activity, hydrolyzing O-glycosyl compounds,intracellular membrane-bounded organelle,keratan sulfate catabolic process,lysosomal lumen,neutrophil degranulation,perinuclear region of cytoplasm,protein binding,response to Thyroglobulin triiodothyronine,response to cortisone,vacuoleBone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Corneal Diseases;Corneal Opacity;Dermatitis;Dermatitis, Atopic;Dermatitis, Contact;Eye Diseases;Gangliosidoses;Gangliosidosis, GM1;Genetic Diseases, Inborn;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Mucinoses;Mucopolysaccharidoses;Mucopolysaccharidosis IV;Musculoskeletal Diseases;Nervous System Diseases;Nutritional and Metabolic Diseases;Osteochondrodysplasias;Skin Diseases;Skin Diseases, Eczematous;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;SphingolipidosesBenign/Likely benignG=33, A=33 G=0.5, A=0.5 0.00001 328.386 66 G=10/23, A=8/25

chr15:89172352 T/T C T SNV AEN AEN:intronic:NM_022767.3 1 100 intronic NM_022767.3c.541-105C>Tp.? -0.55 Exonuclease rs3826040 YES Interferon-stimulated exonuclease gene 20kD-like 1exonuclease activity,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,nuclear membrane,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleolus,nucleoplasm,nucleus,protein binding,response to ionizing radiationC=0, T=35 C=0.0, T=1.0 0.00001 543.903 35 C=0/0, T=30/5

chr11:134182375 A/A G A SNV GLB1L3 GLB1L3:exonic:NM_001080407.2 1 100 14 missense NM_001080407.2c.1420G>A p.Val474Met -2.06 0.09 21 0.002 0(COSM4145555),0(COSM4145556)Beta-galactosidase,Glycosyl hydrolases family 35rs2509062 4.00E-04 9.962E-1 (pos.134182375)neoplasm beta-galactosidase activity,carbohydrate metabolic process,hydrolase activity, hydrolyzing O-glycosyl compounds,vacuoleG=0, A=27 G=0.0, A=1.0 0.00001 395.52 27 G=0/0, A=12/15

chr11:134158745 A/G A G SNV GLB1L3 GLB1L3:exonic:NM_001080407.2 1 46.88 7 synonymous NM_001080407.2c.690A>G p.(=) -1.57 0.02(COSM1127835),0.02(COSM5435592)Beta-galactosidase,Glycosyl hydrolases family 35rs3824995 0.184 YES 3.138E-1;1.173E-4 (pos.134158745)adenocarcinoma,squamous_cell_carcinomabeta-galactosidase activity,carbohydrate metabolic process,hydrolase activity, hydrolyzing O-glycosyl compounds,vacuoleA=17, G=15 A=0.5313, G=0.4688 0.00001 143.733 32 A=7/10, G=5/10

chr7:8125964 T/T C T SNV GLCCI1 GLCCI1:exonic:NM_138426.3 1 100 8 synonymous NM_138426.3c.1440C>T p.(=) -0.14 0.31(COSM150237)Protein Family FAM117rs929509 0.3097 YES 7.464E-1 (pos.8125964) adenocarcinoma,neoplasmGlucocorticoid-induced transcript 1 C=0, T=62 C=0.0, T=1.0 0.00001 940.32 62 C=0/0, T=33/29

chr7:8126194 G/G A G SNV GLCCI1 GLCCI1:utr_3:NM_138426.3 1 100 8 utr_3 NM_138426.3c.1670A>G p.? -0.17 Protein Family FAM117rs12847 0.4606 YES 5.834E-1 (pos.8126194) Glucocorticoid-induced transcript 1 A=0, G=29 A=0.0, G=1.0 0.00001 427.597 29 A=0/0, G=4/25

chr9:6533010 G/G C G SNV GLDC GLDC:utr_3:NM_000170.2 1 100 25 utr_3 NM_000170.2c.3070G>C p.? 0.33 Beta-eliminating lyase,Glycine cleavage system P-proteinrs2228098 0.3823 YES 9.503E-1 (pos.6533010) Glycine dehydrogenase (decarboxylating; glycine decarboxylase, glycine cleavage system protein P)cellular response to leukemia inhibitory factor,electron transfer activity,electron transport chain,enzyme binding,glycine binding,glycine catabolic process,glycine cleavage complex,glycine decarboxylation via glycine cleavage system,glycine dehydrogenase (decarboxylating) activity,lyase activity,mitochondrial matrix,mitochondrion,nucleus,oxidation-reduction process,plasma membrane,protein homodimerization activity,pyridoxal binding,pyridoxal phosphate binding,response to lipoic acid,response to methylamineAmino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hyperglycinemia, Nonketotic;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic DiseasesGlycine,Pyridoxal PhosphateBenign C=0, G=221 C=0.0, G=1.0 0.00001 3647.21 221 C=0/0, G=94/127



chr7:42088222 C/C T C SNV GLI3 GLI3:exonic:NM_000168.5 1 100 5 missense NM_000168.5c.547A>G p.Thr183Ala 3.14 1 58 0 0.57(COSM3762667)Zinc finger, C2H2 typers846266 0.4371 YES 5.606E-1 (pos.42088222) adenocarcinoma,diffuse_large_B_cell_lymphoma,ductal_carcinoma,haemangioblastomaGLI-Kruppel family member GLI3 (oncogene GLI3)DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,T cell differentiation in thymus,anterior semicircular canal development,anterior/posterior pattern specification,artery development,axon guidance,axoneme,beta-catenin binding,branching involved in ureteric bud morphogenesis,camera-type eye morphogenesis,cell differentiation involved in kidney development,chromatin binding,ciliary base,ciliary tip,cilium,cytoplasm,cytosol,developmental growth,dorsal/ventral pattern formation,embryonic digestive tract development,embryonic digestive tract morphogenesis,embryonic digit morphogenesis,embryonic organ development,embryonic skeletal system morphogenesis,forebrain dorsal/ventral pattern formation,forebrain radial glial cell differentiation,frontal suture morphogenesis,heart development,hindgut morphogenesis,hippocampus development,histone acetyltransferase binding,histone deacetylaseAbnormalities, Multiple;Acrocallosal Syndrome;Acrocephalosyndactylia;Agenesis of Corpus Callosum;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Neoplasms;Central Nervous System Diseases;Central Nervous System Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniosynostoses;Digestive System Diseases;Digestive System Neoplasms;Dysostoses;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hamartoma;Hypopigmentation;Hypothalamic Diseases;Hypothalamic Neoplasms;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Nervous System Neoplasms;Neural Tube Defects;Pallister-Hall Syndrome;Pigmentation Disorders;Polydactyly;Skin Diseases;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Supratentorial Neoplasms;Syndactyly;SynostosisBenign T=0, C=51 T=0.0, C=1.0 0.00001 754.578 51 T=0/0, C=33/18

chr7:42003792 A/T A T SNV GLI3 GLI3:utr_3:NM_000168.5 1 52.27 15 utr_3 NM_000168.5c.4879T>A p.? 2.2 Zinc finger, C2H2 typers78794712 YES GLI-Kruppel family member GLI3 (oncogene GLI3)DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,T cell differentiation in thymus,anterior semicircular canal development,anterior/posterior pattern specification,artery development,axon guidance,axoneme,beta-catenin binding,branching involved in ureteric bud morphogenesis,camera-type eye morphogenesis,cell differentiation involved in kidney development,chromatin binding,ciliary base,ciliary tip,cilium,cytoplasm,cytosol,developmental growth,dorsal/ventral pattern formation,embryonic digestive tract development,embryonic digestive tract morphogenesis,embryonic digit morphogenesis,embryonic organ development,embryonic skeletal system morphogenesis,forebrain dorsal/ventral pattern formation,forebrain radial glial cell differentiation,frontal suture morphogenesis,heart development,hindgut morphogenesis,hippocampus development,histone acetyltransferase binding,histone deacetylaseAbnormalities, Multiple;Acrocallosal Syndrome;Acrocephalosyndactylia;Agenesis of Corpus Callosum;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Neoplasms;Central Nervous System Diseases;Central Nervous System Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniosynostoses;Digestive System Diseases;Digestive System Neoplasms;Dysostoses;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hamartoma;Hypopigmentation;Hypothalamic Diseases;Hypothalamic Neoplasms;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Nervous System Neoplasms;Neural Tube Defects;Pallister-Hall Syndrome;Pigmentation Disorders;Polydactyly;Skin Diseases;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Supratentorial Neoplasms;Syndactyly;SynostosisLikely benign A=21, T=23 A=0.4773, T=0.5227 0.00001 254.638 44 A=13/8, T=12/11

chr1:156263940 T/C T C SNV GLMP GLMP:exonic:NM_144580.2 1 50 4 missense NM_144580.2c.667A>G p.Ile223Val -0.07 0.89 29 0 0.01(COSM3750419),0.01(COSM3750420)Lysosomal transcription factor, NCU-G1rs10908495 0.2933 YES 2.486E-1 (pos.156263940)adenocarcinoma,neoplasm DNA binding transcription factor activity,cytosol,integral component of membrane,intracellular receptor signaling pathway,ligand-dependent nuclear receptor transcription coactivator activity,lysosomal membrane,lysosome,nuclear receptor activity,nucleus,positive regulation of transcription from RNA polymerase II promoter,transcription regulatory region DNA bindingT=11, C=11 T=0.5, C=0.5 0.00001 96.6901 22 T=3/8, C=3/8

chr15:89864317 C/CTACC C CTACC INDEL POLG POLG:intronic:NM_001126131.1 4 53.33 intronic NM_001126131.1c.2734+39G>GGTAGp.? -0.45 DNA polymerase family A Polymerase (DNA directed), gamma3'-5' exonuclease activity,DNA binding,DNA biosynthetic process,DNA metabolic process,DNA replication,DNA-dependent DNA replication,DNA-directed DNA polymerase activity,aging,base-excision repair, gap-filling,cellular response to glucose stimulus,chromatin binding,extracellular exosome,gamma DNA polymerase complex,mitochondrial DNA replication,mitochondrial nucleoid,mitochondrion,nucleic acid phosphodiester bond hydrolysis,protease binding,protein binding,protein complex,response to gamma radiation,response to hyperoxia,response to light stimulus,terminal boutonArticulation Disorders;Ataxia;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Charcot-Marie-Tooth Disease;Communication Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Diffuse Cerebral Sclerosis of Schilder;Digestive System Diseases;Drug-Induced Liver Injury;Dysarthria;Dyskinesias;Epilepsy;Eye Diseases;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Ileus;Immune System Diseases;Infertility;Infertility, Male;Intestinal Diseases;Intestinal Obstruction;Intestinal Pseudo-Obstruction;Language Disorders;Leigh Disease;Leukoencephalopathies;Liver Diseases;MaC=14, CTACC=16C=0.4667, CTACC=0.5333 0.00001 159.925 30 C=11/3, CTACC=9/7

chr17:685640 G/T G T SNV

GLOD4,MR

M3 GLOD4:upstream:NM_016080.3, MRM3:exonic:NM_018146.3 1
58.33

1 missense NM_016080.3, NM_018146.3c.-145C>A, c.22G>Tp.?, p.Ala8Ser -0.78 0.48 99 0 0.01(COSM3755784)SpoU rRNA Methylase familyrs2273454 0.1997 YES 4.429E-1 (pos.685640) adenocarcinoma RNA binding,RNA methylation,RNA methyltransferase activity,RNA processing,cadherin binding,extracellular exosome,mitochondrial matrix,mitochondrion,protein binding,rRNA (guanosine-2'-O-)-methyltransferase activity,rRNA 2'-O-methylationG=25, T=35 G=0.4167, T=0.5833 0.00001 370.432 60 G=7/18, T=5/30

chr17:685752 G/A G A SNV

GLOD4,MR

M3 GLOD4:upstream:NM_016080.3, MRM3:exonic:NM_018146.3 1
46.58

1 missense NM_016080.3, NM_018146.3c.-257C>T, c.134G>Ap.?, p.Gly45Glu 1.42 0.14 98 0.261 0.07(COSM6350550)SpoU rRNA Methylase familyrs2249542 0.2622 YES 1.021E-1 (pos.685752) carcinoma RNA binding,RNA methylation,RNA methyltransferase activity,RNA processing,cadherin binding,extracellular exosome,mitochondrial matrix,mitochondrion,protein binding,rRNA (guanosine-2'-O-)-methyltransferase activity,rRNA 2'-O-methylationG=39, A=34 G=0.5342, A=0.4658 0.00001 336.844 73 G=8/31, A=11/23

chr15:90144851 C/C T C SNV TICRR TICRR:intronic:NM_152259.3 1 100 intronic NM_152259.3c.2327+52T>Cp.? -0.93 Treslin N-terminusrs4932233 0.0899 YES 7.04E-1 (pos.90144851) DNA repair,DNA replication,cell cycle checkpoint,chromatin binding,formation of translation preinitiation complex,mitotic DNA replication checkpoint,nucleoplasm,nucleus,protein binding,regulation of DNA-dependent DNA replication initiation,response to ionizing radiationNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesT=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=11/15

chr15:90144894 C/C T C SNV TICRR TICRR:intronic:NM_152259.3 1 100 intronic NM_152259.3c.2328-74T>Cp.? -1.04 Treslin N-terminusrs4932234 YES DNA repair,DNA replication,cell cycle checkpoint,chromatin binding,formation of translation preinitiation complex,mitotic DNA replication checkpoint,nucleoplasm,nucleus,protein binding,regulation of DNA-dependent DNA replication initiation,response to ionizing radiationNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesT=0, C=32 T=0.0, C=1.0 0.00001 485.141 32 T=0/0, C=17/15

chr15:90174955 T/T C T SNV KIF7 KIF7:intronic:NM_198525.2 1 100 intronic NM_198525.2c.2896-14G>Ap.? -1.02 Kinesin motor domain,Microtubule bindingrs9672296 0.4131 YES 3.172E-1 (pos.90174955) Kinesin family member 7ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,ciliary basal body,ciliary tip,cilium,cytoplasm,kinesin complex,microtubule binding,microtubule motor activity,microtubule-based movement,negative regulation of smoothened signaling pathway,positive regulation of smoothened signaling pathway,protein bindingAbnormalities, Multiple;Acrocallosal Syndrome;Agenesis of Corpus Callosum;Bardet-Biedl Syndrome;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Neoplasms;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Central Nervous System Neoplasms;Chromosome Disorders;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Genetic Diseases, Inborn;Hamartoma;Hand Deformities;Hand Deformities, Congenital;Heart Defects, Congenital;Heart Diseases;Hydrocephalus;Hypothalamic Diseases;Hypothalamic Neoplasms;Intellectual Disability;Jaw Abnormalities;Jaw Diseases;Limb Deformities, Congenital;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Maxillofacial Abnormalities;Megalencephaly;Mental Disorders;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System MalformaBenign C=0, T=37 C=0.0, T=1.0 0.00001 583.678 37 C=0/0, T=25/12

chr6:39040654 A/C A C SNV GLP1R GLP1R:exonic:NM_002062.4 1 57.14 6 synonymous NM_002062.4c.526A>C p.(=) 2.37 0.42(COSM150087)7 transmembrane receptor (Secretin family),Hormone receptor domainrs2235868 0.4771 YES 4.43E-1;0.0 (pos.39040654)acute_myeloid_leukaemia,adenocarcinomaGlucagon-like peptide 1 receptorG-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,cAMP-mediated signaling,cell surface receptor signaling pathway,cellular response to glucagon stimulus,glucagon receptor activity,glucagon-like peptide 1 receptor activity,integral component of membrane,integral component of plasma membrane,intracellular,learning or memory,plasma membrane,positive regulation of blood pressure,positive regulation of cytosolic calcium ion concentration,protein binding,regulation of heart contraction,regulation of insulin secretion,response to stress,transmembrane signaling receptor activityCardiovascular Diseases;Diabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Hypertension;Metabolic Diseases;Nutritional and Metabolic Diseases;Vascular DiseasesAlbiglutide,Dulaglutide,Exenatide,Glucagon recombinant,Liraglutide,LixisenatideA=9, C=12 A=0.4286, C=0.5714 0.00001 109.039 21 A=6/3, C=9/3

chr6:39041502 A/C A C SNV GLP1R GLP1R:exonic:NM_002062.4 1 51.85 7 missense NM_002062.4c.780A>C p.Leu260Phe 0.91 1 22 0 7 transmembrane receptor (Secretin family),Hormone receptor domainrs1042044 0.4412 YES 5.565E-1 (pos.39041502) Glucagon-like peptide 1 receptorG-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,cAMP-mediated signaling,cell surface receptor signaling pathway,cellular response to glucagon stimulus,glucagon receptor activity,glucagon-like peptide 1 receptor activity,integral component of membrane,integral component of plasma membrane,intracellular,learning or memory,plasma membrane,positive regulation of blood pressure,positive regulation of cytosolic calcium ion concentration,protein binding,regulation of heart contraction,regulation of insulin secretion,response to stress,transmembrane signaling receptor activityCardiovascular Diseases;Diabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Hypertension;Metabolic Diseases;Nutritional and Metabolic Diseases;Vascular DiseasesAlbiglutide,Dulaglutide,Exenatide,Glucagon recombinant,Liraglutide,LixisenatideA=13, C=14 A=0.4815, C=0.5185 0.00001 132.663 27 A=6/7, C=5/9

chr4:175598334 C/C T C SNV GLRA3 GLRA3:exonic:NM_006529.3 1 100 7 synonymous NM_006529.3c.822A>G p.(=) -0.66 Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs6812439 3.00E-04 1.0 (pos.175598334) malignant_melanomaGlycine receptor, alpha-3 polypeptidecell junction,chemical synaptic transmission,chloride transmembrane transport,dendrite,excitatory postsynaptic potential,extracellularly glycine-gated chloride channel activity,glycine binding,glycine-gated chloride channel complex,glycine-gated chloride ion channel activity,integral component of plasma membrane,metal ion binding,neuropeptide signaling pathway,perikaryon,plasma membrane,postsynaptic membrane,protein homooligomerization,response to amino acid,synaptic transmission, glycinergicGlycine,Ivermectin,Lindane,PicrotoxinT=0, C=39 T=0.0, C=1.0 0.00001 623.976 39 T=0/0, C=15/24

chr10:131959150 C/T C T SNV GLRX3 GLRX3:exonic:NM_006541.4 1 54.46 4 missense NM_006541.4c.367C>T p.Pro123Ser 0.67 0.26 74 0 0.24(COSM3675683),0.24(COSM3675684),0.28(COSM1346807),0.28(COSM1346808)Glutaredoxin,Mitosis protein DIM1,Phosducin,Thioredoxinrs2274217 0.2609 YES 1.066E-1 (pos.131959150)acute_myeloid_leukaemia,adenocarcinomaGlutaredoxin 32Fe-2S cluster assembly,RNA binding,Z disc,cell cortex,cell redox homeostasis,cytosol,dendrite,electron transfer activity,electron transport chain,extracellular exosome,identical protein binding,iron-sulfur cluster binding,metal ion binding,negative regulation of cardiac muscle hypertrophy,nucleus,protein binding,protein disulfide oxidoreductase activity,protein kinase C binding,protein maturation by iron-sulfur cluster transfer,regulation of the force of heart contractionAutoimmune Diseases;Cardiomegaly;Cardiovascular Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Heart Diseases;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=46, T=55 C=0.4554, T=0.5446 0.00001 592.065 101 C=24/22, T=25/30

chr15:90270567 T/C T C SNV WDR93 WDR93:intronic:NM_020212.1 1 97.92 intronic NM_020212.1c.1052+8T>Cp.? 0.01 0(COSM5765111) rs3743117 0.4457 YES 2.092E-1 (pos.90270567) adenocarcinoma electron transport chain,oxidoreductase activity, acting on NAD(P)HT=1, C=47 T=0.0208, C=0.9792 0.00001 776.185 48 T=0/1, C=18/29

chr9:138518010 G/G A G SNV GLT6D1 GLT6D1:exonic:NM_182974.2 1 100 4 synonymous NM_182974.2c.162T>C p.(=) -6.66 0(COSM4163524)Glycosyltransferase family 6rs1333240 5.00E-04 9.984E-1 (pos.138518010)neoplasm Glycosyltransferase 6 domain-containing 1Golgi apparatus,carbohydrate metabolic process,glycolipid biosynthetic process,integral component of membrane,lipid glycosylation,membrane,transferase activity, transferring glycosyl groups,transferase activity, transferring hexosyl groups,vesicleMouth Diseases;Periodontal Diseases;Periodontitis;Stomatognathic DiseasesBeta-D-Glucose,Lactose,Uridine diphosphate glucose,Uridine monophosphate,Uridine-5'-DiphosphateA=0, G=81 A=0.0, G=1.0 0.00001 1309.48 81 A=0/0, G=32/49

chr15:90764359 T/G T G SNV SEMA4B SEMA4B:intronic:NM_198925.2 1 57.58 intronic NM_198925.2c.595+34T>Gp.? -0.49 Plexin repeat,Sema domainrs3826001,rs552532476 0.3111 YES 8.334E-1 (pos.90764359) Semaphorin 4Bcell differentiation,extracellular space,integral component of membrane,membrane,negative chemotaxis,nervous system development,neuropilin binding,plasma membrane,synapseT=28, G=38 T=0.4242, G=0.5758 0.00001 411.843 66 T=2/26, G=1/37

chr15:90768156 G/G A G SNV SEMA4B SEMA4B:intronic:NM_198925.2 1 100 intronic NM_198925.2c.1195-44A>Gp.? -1.05 Plexin repeat,Sema domainrs1040083,rs202077359 0.1691 YES 9.972E-1;2.32E-4 (pos.90768156) Semaphorin 4Bcell differentiation,extracellular space,integral component of membrane,membrane,negative chemotaxis,nervous system development,neuropilin binding,plasma membrane,synapseA=0, G=81 A=0.0, G=1.0 0.00001 1314.06 81 A=0/0, G=20/61

chr6:49494241 G/G A G SNV GLYATL3 GLYATL3:exonic:NM_001010904.1 1 100 6 missense NM_001010904.1c.481A>G p.Asn161Asp 3.04 0.33 23 0 0.14(COSM3762116)Aralkyl acyl-CoA:amino acid N-acyltransferase,Aralkyl acyl-CoA:amino acid N-acyltransferase, C-terminal region,FR47-like proteinrs9367359 0.3558 YES 5.161E-1 (pos.49494241) adenocarcinoma,carcinomaGlycine N-acyltransferase-like 3glycine N-acyltransferase activity,mitochondrion A=0, G=72 A=0.0, G=1.0 0.00001 1130.94 72 A=0/0, G=38/34

chr15:90773782 T/T C T SNV

CIB1,SEMA4

B SEMA4B:downstream:NM_198925.2, CIB1:intronic:NM_001277764.11
100

intronic NM_198925.2, NM_001277764.1c.*1907C>T, c.675-45G>Ap.?, p.? -1.14 EF hand,EF-hand domain pairrs2073706 0.433 YES 8.42E-1 (pos.90773782) Semaphorin 4BGolgi apparatus,Ras GTPase binding,angiogenesis,apical plasma membrane,apoptotic process,axon,calcium ion binding,calcium-dependent protein kinase inhibitor activity,cell adhesion,cell differentiation,cell division,cell periphery,cellular response to DNA damage stimulus,cellular response to growth factor stimulus,cellular response to nerve growth factor stimulus,cellular response to tumor necrosis factor,centrosome,cytoplasm,cytoplasmic microtubule organization,dendrite,double-strand break repair,endomitotic cell cycle,endoplasmic reticulum,extracellular exosome,extracellular space,extrinsic apoptotic signaling pathway,filopodium tip,growth cone,integral component of membrane,ion channel binding,lamellipodium,membrane,negative chemotaxis,negative regulation of apoptotic process,negative regulation of cell proliferation,negative regulation of megakaryocyte differentiation,negative regulation of microtubule depolymerization,negative regulation of neuron projection development,negative regulation of protein kinaCalcium Citrate,Calcium PhosphateC=0, T=47 C=0.0, T=1.0 0.00001 789.328 47 C=0/0, T=27/20

chr16:4861709 C/C G C SNV GLYR1 GLYR1:exonic:NM_032569.3 1 100 14 missense NM_032569.3c.1377C>G p.His459Gln 0.1 0.79 24 0 0.64(COSM4590631)AT hook motif,NAD binding domain of 6-phosphogluconate dehydrogenase,NAD-binding of NADP-dependent 3-hydroxyisobutyrate dehydrogenase,NADP oxidoreductase coenzyme F420-dependent,PWWP domainrs2085329 YES 1.0 (pos.4861709) squamous_cell_carcinoma DNA binding,Golgi apparatus,NAD binding,cytosol,histone binding,methylated histone binding,nuclear speck,nucleoplasm,nucleosome,oxidation-reduction process,phosphogluconate dehydrogenase (decarboxylating) activity,protein bindingG=0, C=28 G=0.0, C=1.0 0.00001 407.566 28 G=0/0, C=13/15

chr5:150639409 G/G A G SNV GM2A GM2A:exonic:NM_000405.4 1 100 2 missense NM_000405.4c.175A>G p.Ile59Val -1 0.34 29 0 0(COSM5426808)ML domain rs153477 0.3735 YES 6.402E-1 (pos.150639409)acute_myeloid_leukaemia,carcinomaGM2 ganglioside activator proteinapical cortex,azurophil granule lumen,beta-N-acetylgalactosaminidase activity,cytoplasmic side of plasma membrane,enzyme activator activity,extracellular exosome,extracellular region,ganglioside catabolic process,glycosphingolipid metabolic process,hydrogen:potassium-exchanging ATPase complex,learning or memory,lipid storage,lipid transport,lipid transporter activity,lysosomal lumen,mitochondrion,neuromuscular process controlling balance,neutrophil degranulation,oligosaccharide catabolic process,phospholipase activator activity,positive regulation of catalytic activity,positive regulation of hydrolase activity,sphingolipid activator protein activityBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Gangliosidoses;Gangliosidoses, GM2;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Sphingolipidoses;Tay-Sachs Disease;Tay-Sachs Disease, AB VariantCholine alfoscerate,Isopropyl Alcohol,Lauric Acid,Lpc-Ether,MYRISTIC ACID,Platelet Activating FactorBenign A=0, G=43 A=0.0, G=1.0 0.00001 705.795 43 A=0/0, G=19/24

chr15:90809633 A/A G A SNV NGRN NGRN:intronic:NM_001033088.1 1 100 intronic NM_001033088.1c.275+3G>Ap.? -0.46 0.02(COSM6354165),0.02(COSM6354166)Neugrin rs755416585,rs9635390 0.0463 YES 0.0 (pos.90809623),8.704E-1;0.0 (pos.90809633)carcinoma Neurite outgrowth-associated proteinRNA binding,extracellular region,neuron differentiation,nucleusG=0, A=61 G=0.0, A=1.0 0.00001 921.805 61 G=0/0, A=25/36

chr5:150639439 G/G A G SNV GM2A GM2A:exonic:NM_000405.4 1 100 2 missense NM_000405.4c.205A>G p.Met69Val 0.53 0.37 21 0 ML domain rs153478 0.3428 YES 9.988E-1 (pos.150639439) GM2 ganglioside activator proteinapical cortex,azurophil granule lumen,beta-N-acetylgalactosaminidase activity,cytoplasmic side of plasma membrane,enzyme activator activity,extracellular exosome,extracellular region,ganglioside catabolic process,glycosphingolipid metabolic process,hydrogen:potassium-exchanging ATPase complex,learning or memory,lipid storage,lipid transport,lipid transporter activity,lysosomal lumen,mitochondrion,neuromuscular process controlling balance,neutrophil degranulation,oligosaccharide catabolic process,phospholipase activator activity,positive regulation of catalytic activity,positive regulation of hydrolase activity,sphingolipid activator protein activityBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Gangliosidoses;Gangliosidoses, GM2;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Sphingolipidoses;Tay-Sachs Disease;Tay-Sachs Disease, AB VariantCholine alfoscerate,Isopropyl Alcohol,Lauric Acid,Lpc-Ether,MYRISTIC ACID,Platelet Activating FactorBenign A=0, G=43 A=0.0, G=1.0 0.00001 705.811 43 A=0/0, G=19/24

chr15:91341599 T/G T G SNV BLM BLM:intronic:NM_000057.3 1 53.13 intronic NM_000057.3c.3358+32T>Gp.? -0.01 BDHCT (NUC031) domain,BDHCT-box associated domain on Bloom syndrome protein,DEAD/DEAH box helicase,HRDC domain,Helicase conserved C-terminal domain,N-terminal region of Bloom syndrome protein,RQC domain,RecQ zinc-bindingrs17273842 0.1823 YES 1.735E-1 (pos.91341599) DNA helicase, RecQ-like 38-hydroxy-2'-deoxyguanosine DNA binding,ATP binding,ATP-dependent 3'-5' DNA helicase activity,ATP-dependent DNA helicase activity,ATP-dependent helicase activity,ATPase activity,DNA binding,DNA double-strand break processing,DNA duplex unwinding,DNA helicase activity,DNA recombination,DNA repair,DNA replication,DNA strand renaturation,DNA synthesis involved in DNA repair,DNA-dependent ATPase activity,G-quadruplex DNA binding,G-quadruplex DNA unwinding,PML body,Y-form DNA binding,annealing helicase activity,bubble DNA binding,cellular response to DNA damage stimulus,cellular response to camptothecin,cellular response to hydroxyurea,cellular response to ionizing radiation,chromosome, telomeric region,cytoplasm,cytosol,double-strand break repair via homologous recombination,forked DNA-dependent helicase activity,four-way junction DNA binding,four-way junction helicase activity,helicase activity,lateral element,mitotic G2 DNA damage checkpoint,negative regulation of DNA recombination,negative regulation of cell dAbnormalities, Multiple;Bloom Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Genetic Diseases, Inborn;Metabolic Diseases;Neoplasms;Neoplastic Syndromes, Hereditary;Nutritional and Metabolic DiseasesBenign T=15, G=17 T=0.4688, G=0.5313 0.00001 173.549 32 T=4/11, G=9/8

chr15:91358271 GGAA/GGAA G GGAA INDEL BLM BLM:intronic:NM_000057.3 3 100 intronic NM_000057.3c.4077-61G>GGAAp.? -0.35 BDHCT (NUC031) domain,BDHCT-box associated domain on Bloom syndrome protein,DEAD/DEAH box helicase,HRDC domain,Helicase conserved C-terminal domain,N-terminal region of Bloom syndrome protein,RQC domain,RecQ zinc-bindingrs10685387,rs202095393 YES DNA helicase, RecQ-like 38-hydroxy-2'-deoxyguanosine DNA binding,ATP binding,ATP-dependent 3'-5' DNA helicase activity,ATP-dependent DNA helicase activity,ATP-dependent helicase activity,ATPase activity,DNA binding,DNA double-strand break processing,DNA duplex unwinding,DNA helicase activity,DNA recombination,DNA repair,DNA replication,DNA strand renaturation,DNA synthesis involved in DNA repair,DNA-dependent ATPase activity,G-quadruplex DNA binding,G-quadruplex DNA unwinding,PML body,Y-form DNA binding,annealing helicase activity,bubble DNA binding,cellular response to DNA damage stimulus,cellular response to camptothecin,cellular response to hydroxyurea,cellular response to ionizing radiation,chromosome, telomeric region,cytoplasm,cytosol,double-strand break repair via homologous recombination,forked DNA-dependent helicase activity,four-way junction DNA binding,four-way junction helicase activity,helicase activity,lateral element,mitotic G2 DNA damage checkpoint,negative regulation of DNA recombination,negative regulation of cell dAbnormalities, Multiple;Bloom Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Genetic Diseases, Inborn;Metabolic Diseases;Neoplasms;Neoplastic Syndromes, Hereditary;Nutritional and Metabolic DiseasesLikely benign G=0, GGAA=21G=0.0, GGAA=1.0 0.00001 281.235 21 G=0/0, GGAA=5/16

chr3:179137273 A/G A G SNV GNB4 GNB4:exonic:NM_021629.3 1 50 4 synonymous NM_021629.3c.117T>C p.(=) -2.75 0.02(COSM4418275)WD domain, G-beta repeatrs1362650 0.4693 YES 4.446E-1 (pos.179137273)acute_myeloid_leukaemiaGuanine nucleotide-binding protein, beta-4cellular response to glucagon stimulus,cytosol,extracellular exosome,lysosomal membrane,myelin sheath,protein complex binding,protein folding,signal transducer activity,signal transduction,substantia nigra developmentColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesBenign A=18, G=18 A=0.5, G=0.5 0.00001 185.884 36 A=10/8, G=8/10

chr15:91433265 C/G C G SNV FES FES:intronic:NM_002005.3 1 57.14 intronic NM_002005.3c.1050-57C>Gp.? 0.56 Protein kinase domain,Protein tyrosine kinase,SH2 domainrs4932376 YES Oncogene FES, feline sarcoma virusATP binding,Golgi apparatus,cell migration,cell proliferation,centrosome cycle,chemotaxis,cytoplasm,cytoplasmic vesicle,cytoskeleton,cytosol,epidermal growth factor receptor signaling pathway,extrinsic component of cytoplasmic side of plasma membrane,focal adhesion,immunoglobulin receptor binding,innate immune response,integral component of membrane,microtubule binding,microtubule bundle formation,microtubule cytoskeleton,multicellular organism development,non-membrane spanning protein tyrosine kinase activity,peptidyl-tyrosine autophosphorylation,peptidyl-tyrosine phosphorylation,phosphatidylinositol binding,positive regulation of actin cytoskeleton reorganization,positive regulation of microtubule polymerization,positive regulation of myeloid cell differentiation,positive regulation of neuron projection development,protein autophosphorylation,protein binding,protein phosphorylation,protein tyrosine kinase activity,regulation of cell adhesion,regulation of cell differentiation,regulation of cell motility,regCardiovascular Diseases;Hypertension;Mental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Vascular DiseasesC=9, G=12 C=0.4286, G=0.5714 0.00001 112.47 21 C=3/6, G=4/8

chr15:91482935 G/C G C SNV UNC45A UNC45A:intronic:NM_018671.4 1 45.45 intronic NM_018671.4c.427-26G>Cp.? -0.89 Myosin-binding striated muscle assembly central,Tetratricopeptide repeatrs12440774 0.4236 YES 9.963E-1;0.0 (pos.91482935) UNC45, C. elegans, homolog of, AGolgi apparatus,Hsp90 protein binding,cadherin binding,cell differentiation,chaperone-mediated protein folding,cytosol,muscle organ development,nuclear speck,perinuclear region of cytoplasm,protein bindingG=12, C=10 G=0.5455, C=0.4545 0.00001 75.4731 22 G=8/4, C=6/4

chr7:93540153 A/A G A SNV GNGT1 GNGT1:exonic:NM_021955.4 1 100 3 missense NM_021955.4c.148G>A p.Glu50Lys 6.79 0.02 56 0.799 GGL domain rs17243826 0.0514 YES 1.161E-4;0.0 (pos.93540153) Guanine nucleotide-binding protein, gamma-transducing activity polypeptide 1G-protein coupled receptor signaling pathway,GTPase activity,cardiac muscle cell apoptotic process,cellular response to hypoxia,eye photoreceptor cell development,heterotrimeric G-protein complex,photoreceptor disc membrane,photoreceptor inner segment,plasma membrane,protein binding,protein localization,regulation of rhodopsin mediated signaling pathway,rhodopsin mediated signaling pathway,signal transducer activity,signal transductionG=0, A=28 G=0.0, A=1.0 0.00001 408.712 28 G=0/0, A=21/7

chr6:30521137 A/A G A SNV GNL1 GNL1:exonic:NM_005275.3 1 100 6 synonymous NM_005275.3c.798C>T p.(=) -0.1 0.3(COSM4160559),0.3(COSM4160560)50S ribosome-binding GTPasers2074505 0.3391 YES 6.649E-1 (pos.30521137) neoplasm Guanine nucleotide-binding protein-like 1GTP binding,GTPase activity,T cell mediated immunity,cellular response to DNA damage stimulus,extracellular space,nucleus,ribosome biogenesis,signal transduction,structural molecule activityG=0, A=45 G=0.0, A=1.0 0.00001 747.392 45 G=0/0, A=12/33

chr5:141391532 A/A G A SNV GNPDA1 GNPDA1:exonic:NM_005471.4 1 100 2 synonymous NM_005471.4c.69C>T p.(=) 0.61 0.79(COSM149957)Glucosamine-6-phosphate isomerases/6-phosphogluconolactonasers164080 0.4566 YES 6.197E-1 (pos.141391532)adenocarcinoma,carcinoma,neoplasmGlucosamine 6-phosphate deaminase 1N-acetylglucosamine metabolic process,carbohydrate metabolic process,cytoplasm,cytosol,extracellular exosome,generation of precursor metabolites and energy,glucosamine catabolic process,glucosamine-6-phosphate deaminase activity,protein binding,single fertilization2-Deoxy-2-Amino Glucitol-6-Phosphate,Beta-D-Glucose,N-acetyl-D-glucosamine-6-phosphateG=0, A=77 G=0.0, A=1.0 0.00001 1229.44 77 G=0/0, A=58/19

chr12:102158763 C/C T C SNV GNPTAB GNPTAB:exonic:NM_024312.4 1 100 13 synonymous NM_024312.4c.1932A>G p.(=) -3.4 0.02(COSM1127589)DMAP1-binding Domain,LNR domain,Stealth protein CR1, conserved region 1,Stealth protein CR2, conserved region 2,Stealth protein CR3, conserved region 3,Stealth protein CR4, conserved region 4rs10778148,rs3867658120.4777 YES 9.014E-1 (pos.102158763)adenocarcinoma,neoplasmN-acetylglucosamine-1-phosphate transferase, alpha/beta subunitsGolgi apparatus,Golgi membrane,N-glycan processing to lysosome,UDP-N-acetylglucosamine-lysosomal-enzyme N-acetylglucosaminephosphotransferase activity,calcium ion binding,carbohydrate phosphorylation,integral component of membrane,lysosome organization,protein binding,secretion of lysosomal enzymesAbnormalities, Multiple;Bone Diseases;Bone Diseases, Metabolic;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Genetic Diseases, Inborn;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Mucinoses;Mucolipidoses;Mucopolysaccharidoses;Mucopolysaccharidosis III;Musculoskeletal Diseases;Nervous System Diseases;Nutritional and Metabolic Diseases;Skin and Connective Tissue DiseasesBenign T=0, C=82 T=0.0, C=1.0 0.00001 1323.89 82 T=0/0, C=51/31

chr12:133349620 G/G C G SNV GOLGA3 GOLGA3:utr_3:NM_005895.3 1 100 24 utr_3 NM_005895.3c.4568G>C p.? 0.04 rs3741483,rs925896556 YES Golgi autoantigen, golgin subfamily A, 3Golgi apparatus,Golgi cisterna membrane,Golgi membrane,Golgi transport complex,cadherin binding,cytosol,extrinsic component of Golgi membrane,intra-Golgi vesicle-mediated transport,membrane,nucleolus,nucleoplasm,nucleus,protein binding,spermatogenesis,transporter activityC=0, G=61 C=0.0, G=1.0 0.00001 921.854 61 C=0/0, G=31/30

chr15:93552330 T/T C T SNV CHD2 CHD2:intronic:NM_001271.3 1 100 intronic NM_001271.3c.4414-45C>Tp.? -0.13 Chromo (CHRromatin Organisation MOdifier) domain,Domain of unknown function (DUF4208),Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs12915582 0.1623 YES 9.971E-1 (pos.93552330) Chromodomain helicase DNA binding protein-2ATP binding,ATP-dependent DNA helicase activity,DNA binding,DNA duplex unwinding,RNA binding,cellular response to DNA damage stimulus,core promoter sequence-specific DNA binding,covalent chromatin modification,extracellular exosome,helicase activity,hematopoietic stem cell differentiation,histone binding,intracellular membrane-bounded organelle,muscle organ development,nucleolus,nucleoplasm,nucleus,protein binding,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedBrain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsy;Genetic Diseases, Inborn;Lennox Gastaut Syndrome;Nervous System DiseasesC=0, T=32 C=0.0, T=1.0 0.00001 485.141 32 C=0/0, T=9/23

chr17:45000547 C/C G C SNV GOSR2 GOSR2:utr_5:NM_054022.3 1 100 1 utr_5 NM_054022.3c.-12G>C p.? -0.79 Snare region anchored in the vesicle membrane C-terminusrs183199,rs3867974006.00E-04 YES 1.0;0.0 (pos.45000547) Golgi snap receptor complex member 2COPII vesicle coating,ER to Golgi transport vesicle membrane,ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi to vacuole transport,IRE1-mediated unfolded protein response,SNAP receptor activity,SNARE binding,SNARE complex,cytosol,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,intra-Golgi vesicle-mediated transport,late endosome membrane,membrane,membrane fusion,protein binding,protein targeting to vacuole,protein transport,retrograde transport, endosome to Golgi,transport,vesicle fusion with Golgi apparatus,vesicle-mediated transportBenign G=0, C=36 G=0.0, C=1.0 0.00001 563.544 36 G=0/0, C=31/5

chr15:99456553 G/A G A SNV IGF1R IGF1R:intronic:NM_000875.4 1 97.3 intronic NM_000875.4c.1828+42G>Ap.? -2.31 Furin-like cysteine rich region,Protein kinase domain,Protein tyrosine kinase,Receptor L domainrs951715 0.3506 YES 4.998E-1 (pos.99456553) Insulin-like growth factor-1 receptorATP binding,alphav-beta3 integrin-IGF-1-IGF1R complex,amyloid-beta clearance,cellular response to amyloid-beta,dendritic spine maintenance,identical protein binding,immune response,inactivation of MAPKK activity,insulin binding,insulin receptor binding,insulin receptor signaling pathway,insulin receptor substrate binding,insulin-like growth factor I binding,insulin-like growth factor binding,insulin-like growth factor receptor signaling pathway,insulin-like growth factor-activated receptor activity,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,membrane,negative regulation of apoptotic process,peptidyl-tyrosine autophosphorylation,peptidyl-tyrosine phosphorylation,phosphatidylinositol 3-kinase binding,phosphatidylinositol 3-kinase signaling,phosphatidylinositol-mediated signaling,plasma membrane,positive regulation of DNA replication,positive regulation of cell migration,positive regulation of cell proliferation,positive regulation of protein compAbnormalities, Multiple;Adenocarcinoma;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Alzheimer Disease;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Basal Ganglia Diseases;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Cell Transformation, Neoplastic;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Dementia;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Endometrial Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Fetal Growth Retardation;Genital Diseases, Female;Genital Neoplasms, Female;Glucose Metabolism Disorders;Heart Diseases;Hernias, Diaphragmatic, Congenital;Immune System Diseases;Joint Diseases;Kid(4Z)-6-bromo-4-({4-(pyrrolidin-1-ylmethyl)phenylamino}methylidene)isoquinoline-1,3(2H,4H)-dione,3-5-(1H-IMIDAZOL-1-YL)-7-METHYL-1H-BENZIMIDAZOL-2-YL-4-(PYRIDIN-2-YLMETHYL)AMINOPYRIDIN-2(1H)-ONE,ATL1101,Cixutumumab,Insulin Glargine,Insulin Human,Insulin Lispro,Insulin Pork,Mecasermin,Phosphoaminophosphonic Acid-Adenylate Ester,XL228,rhIGFBP-3G=1, A=36 G=0.027, A=0.973 0.00001 551.74 37 G=0/1, A=21/15

chr16:10788129 G/T G T SNV TEKT5 TEKT5:intronic:NM_144674.1 1 45.45 intronic NM_144674.1c.564+38C>Ap.? -3.04 Tektin family rs2251985 0.4792 YES 6.195E-1 (pos.10788129) cilium assembly,cilium movement involved in cell motility,flagellated sperm motility,nucleus,protein binding,sperm flagellumMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=12, T=10 G=0.5455, T=0.4545 0.00001 81.7627 22 G=6/6, T=8/2

chr16:10855341 C/T C T SNV NUBP1 NUBP1:intronic:NM_002484.3 1 46.43 intronic NM_002484.3c.717+10C>Tp.? -1.14 Anion-transporting ATPase,CobQ/CobB/MinD/ParA nucleotide binding domain,NUBPL iron-transfer P-loop NTPasers2233539 0.2485 YES 4.455E-1 (pos.10855341) Nucleotide-binding protein 14 iron, 4 sulfur cluster binding,ATP binding,cell growth,cell projection organization,cellular iron ion homeostasis,centriole,centrosome localization,cilium,cytosol,extracellular exosome,iron-sulfur cluster assembly,iron-sulfur cluster binding,metal ion binding,negative regulation of centrosome duplication,nucleotide binding,nucleus,plasma membrane,protein binding,protein localization to cell cortexC=15, T=13 C=0.5357, T=0.4643 0.00001 117.919 28 C=10/5, T=5/8

chr16:10992715 T/G T G SNV CIITA CIITA:intronic:NM_000246.3 1 56 intronic NM_000246.3c.359-67T>Gp.? -0.97 Leucine Rich repeat,NACHT domainrs6498121 YES Class II major histocompatibility complex transactivatorATP binding,DNA binding,GTP binding,PML body,activating transcription factor binding,aging,cell surface,cellular response to electrical stimulus,cellular response to exogenous dsRNA,cellular response to interferon-gamma,immune response,inflammatory response,interferon-gamma-mediated signaling pathway,kinase activity,negative regulation of collagen biosynthetic process,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,phosphorylation,positive regulation of MHC class I biosynthetic process,positive regulation of MHC class II biosynthetic process,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein C-terminus binding,protein binding,protein complex binding,regulation of transcription, DNA-templated,response to antibiotic,response to interferon-gamma,transcription coactivator activity,transcription regulatory region DNA binding,transcription, DNA-templated,Addison Disease;Adrenal Gland Diseases;Adrenal Insufficiency;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;DNA Repair-Deficiency Disorders;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Endocrine System Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Infant, Newborn, Diseases;Joint Diseases;Metabolic Diseases;Multiple Sclerosis;Musculoskeletal Diseases;Nervous System Diseases;Nutritional and Metabolic Diseases;Rheumatic Diseases;Severe Combined Immunodeficiency;Skin and Connective Tissue DiseasesT=11, G=14 T=0.44, G=0.56 0.00001 133.955 25 T=7/4, G=8/6

chr16:58750604 A/A G A SNV GOT2 GOT2:exonic:NM_002080.3 1 100 7 synonymous NM_002080.3c.816C>T p.(=) -0.26 0.15(COSM1128916)Aminotransferase class I and IIrs1058192 0.3519 YES 6.438E-1 (pos.58750604) adenocarcinoma,neoplasmGlutamic-oxaloacetic transaminase-2, mitochondrial (EC 2.6.1.1)2-oxoglutarate metabolic process,4-hydroxyglutamate transaminase activity,4-hydroxyproline catabolic process,L-aspartate:2-oxoglutarate aminotransferase activity,L-kynurenine metabolic process,L-phenylalanine:2-oxoglutarate aminotransferase activity,RNA binding,amino acid binding,aspartate biosynthetic process,aspartate catabolic process,aspartate metabolic process,cell surface,cellular amino acid biosynthetic process,enzyme binding,extracellular exosome,fatty acid transport,gluconeogenesis,glutamate catabolic process to 2-oxoglutarate,glutamate catabolic process to aspartate,glutamate metabolic process,glyoxylate metabolic process,kynurenine-oxoglutarate transaminase activity,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,myelin sheath,oxaloacetate metabolic process,perikaryon,phospholipid binding,plasma membrane,protein complex,protein homodimerization activity,pyridoxal phosphate binding,response to ethanol4'-Deoxy-4'-Acetylyamino-Pyridoxal-5'-Phosphate,Glutamic Acid,L-Aspartic Acid,Pyridoxal PhosphateG=0, A=25 G=0.0, A=1.0 0.00001 353.015 25 G=0/0, A=9/16

chr16:58757668 C/C A C SNV GOT2 GOT2:exonic:NM_002080.3 1 100 2 synonymous NM_002080.3c.228T>G p.(=) 0.86 0.57(COSM3999894)Aminotransferase class I and IIrs14221 0.351 YES 6.348E-1 (pos.58757668) acute_myeloid_leukaemia,neoplasmGlutamic-oxaloacetic transaminase-2, mitochondrial (EC 2.6.1.1)2-oxoglutarate metabolic process,4-hydroxyglutamate transaminase activity,4-hydroxyproline catabolic process,L-aspartate:2-oxoglutarate aminotransferase activity,L-kynurenine metabolic process,L-phenylalanine:2-oxoglutarate aminotransferase activity,RNA binding,amino acid binding,aspartate biosynthetic process,aspartate catabolic process,aspartate metabolic process,cell surface,cellular amino acid biosynthetic process,enzyme binding,extracellular exosome,fatty acid transport,gluconeogenesis,glutamate catabolic process to 2-oxoglutarate,glutamate catabolic process to aspartate,glutamate metabolic process,glyoxylate metabolic process,kynurenine-oxoglutarate transaminase activity,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,myelin sheath,oxaloacetate metabolic process,perikaryon,phospholipid binding,plasma membrane,protein complex,protein homodimerization activity,pyridoxal phosphate binding,response to ethanol4'-Deoxy-4'-Acetylyamino-Pyridoxal-5'-Phosphate,Glutamic Acid,L-Aspartic Acid,Pyridoxal PhosphateA=0, C=104 A=0.0, C=1.0 0.00001 1626.74 104 A=0/0, C=42/62

chr16:113493 C/C G C SNV RHBDF1 RHBDF1:intronic:NM_022450.3 1 100 intronic NM_022450.3c.462+92C>Gp.? -0.19 Rhomboid family,Rhomboid serine proteasers743724 YES Rhomboid 5, Drosophila, homolog of, 1Golgi membrane,cell migration,cell proliferation,endoplasmic reticulum membrane,growth factor binding,integral component of membrane,negative regulation of protein secretion,protein processing,protein transport,proteolysis,regulation of epidermal growth factor receptor signaling pathway,regulation of proteasomal protein catabolic process,regulation of protein secretion,serine-type endopeptidase activityG=0, C=27 G=0.0, C=1.0 0.00001 389.988 27 G=0/0, C=14/13

chr16:58757683 G/G A G SNV GOT2 GOT2:exonic:NM_002080.3 1 100 2 synonymous NM_002080.3c.213T>C p.(=) -0.63 0.09(COSM4129159)Aminotransferase class I and IIrs257636 0.3512 YES 6.056E-1 (pos.58757683) neoplasm Glutamic-oxaloacetic transaminase-2, mitochondrial (EC 2.6.1.1)2-oxoglutarate metabolic process,4-hydroxyglutamate transaminase activity,4-hydroxyproline catabolic process,L-aspartate:2-oxoglutarate aminotransferase activity,L-kynurenine metabolic process,L-phenylalanine:2-oxoglutarate aminotransferase activity,RNA binding,amino acid binding,aspartate biosynthetic process,aspartate catabolic process,aspartate metabolic process,cell surface,cellular amino acid biosynthetic process,enzyme binding,extracellular exosome,fatty acid transport,gluconeogenesis,glutamate catabolic process to 2-oxoglutarate,glutamate catabolic process to aspartate,glutamate metabolic process,glyoxylate metabolic process,kynurenine-oxoglutarate transaminase activity,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,myelin sheath,oxaloacetate metabolic process,perikaryon,phospholipid binding,plasma membrane,protein complex,protein homodimerization activity,pyridoxal phosphate binding,response to ethanol4'-Deoxy-4'-Acetylyamino-Pyridoxal-5'-Phosphate,Glutamic Acid,L-Aspartic Acid,Pyridoxal PhosphateA=0, G=104 A=0.0, G=1.0 0.00001 1626.75 104 A=0/0, G=42/62

chr16:20335325 G/A G A SNV GP2 GP2:exonic:NM_001502.3 1 50 3 synonymous NM_001502.3c.348C>T p.(=) -1.3 Zona pellucida-like domainrs12930599 0.2198 YES 9.486E-3 (pos.20335325) Glycoprotein 2, zymogen granule membraneC-terminal protein lipidation,anchored component of membrane,extracellular exosome,extracellular region,plasma membraneG=16, A=16 G=0.5, A=0.5 0.00001 158.383 32 G=11/5, A=10/6

chr16:11444425 C/T C T SNV RMI2 RMI2:intronic:NM_152308.2 1 45.83 intronic NM_152308.2c.296-74C>Tp.? 0.61 RecQ-mediated genome instability protein 2rs28627609 YES BLM-associated protein, 18kD,RecQ-mediated genome instability 1, S. cerevisiae, homolog ofDNA binding,DNA replication,DNA synthesis involved in DNA repair,cytosol,nuclear speck,nucleoplasm,protein binding,regulation of signal transduction by p53 class mediator,regulation of sister chromatid segregation,strand displacementC=13, T=11 C=0.5417, T=0.4583 0.00001 93.4399 24 C=4/9, T=2/9

chr16:11444430 G/G T G SNV RMI2 RMI2:intronic:NM_152308.2 1 100 intronic NM_152308.2c.296-69T>Gp.? -0.23 RecQ-mediated genome instability protein 2rs2032930 YES BLM-associated protein, 18kD,RecQ-mediated genome instability 1, S. cerevisiae, homolog ofDNA binding,DNA replication,DNA synthesis involved in DNA repair,cytosol,nuclear speck,nucleoplasm,protein binding,regulation of signal transduction by p53 class mediator,regulation of sister chromatid segregation,strand displacementT=0, G=24 T=0.0, G=1.0 0.00001 334.791 24 T=0/0, G=6/18

chr16:11444469 T/T C T SNV RMI2 RMI2:intronic:NM_152308.2 1 100 intronic NM_152308.2c.296-30C>Tp.? -0.08 RecQ-mediated genome instability protein 2rs2032931 0.1873 YES 9.463E-1 (pos.11444469) BLM-associated protein, 18kD,RecQ-mediated genome instability 1, S. cerevisiae, homolog ofDNA binding,DNA replication,DNA synthesis involved in DNA repair,cytosol,nuclear speck,nucleoplasm,protein binding,regulation of signal transduction by p53 class mediator,regulation of sister chromatid segregation,strand displacementC=0, T=24 C=0.0, T=1.0 0.00001 334.508 24 C=0/0, T=4/20

chr19:55525497 G/G A G SNV GP6 GP6:exonic:NM_001083899.2 1 100 8 missense NM_001083899.2c.1816T>C p.Phe606Leu -1.85 1 22 0 Immunoglobulin domainrs1671150 0.1297 YES 8.361E-1 (pos.55525497) Glycoprotein VI, plateletblood coagulation,cell surface,collagen binding,enzyme linked receptor protein signaling pathway,extracellular exosome,integral component of plasma membrane,leukocyte migration,plasma membrane,platelet activation,protein binding,receptor activity,tetraspanin-enriched microdomain,transmembrane signaling receptor activityBenign A=0, G=57 A=0.0, G=1.0 0.00001 831.166 57 A=0/0, G=31/26

chr19:55530035 T/T C T SNV GP6 GP6:exonic:NM_001083899.2 1 100 6 missense NM_001083899.2c.709G>A p.Glu237Lys -0.15 0.16 56 0.01 Immunoglobulin domainrs1654416,rs747661380,rs7549293490.1671 YES 0.0;0.0 (pos.55530032),1.159E-4 (pos.55530034),8.302E-1;0.0 (pos.55530035)Glycoprotein VI, plateletblood coagulation,cell surface,collagen binding,enzyme linked receptor protein signaling pathway,extracellular exosome,integral component of plasma membrane,leukocyte migration,plasma membrane,platelet activation,protein binding,receptor activity,tetraspanin-enriched microdomain,transmembrane signaling receptor activityBenign C=0, T=45 C=0.0, T=1.0 0.00001 747.325 45 C=0/0, T=22/23

chr16:11828018 G/G A G SNV TXNDC11 TXNDC11:intronic:NM_015914.6 1 100 intronic NM_015914.6c.472-83T>Cp.? -0.19 Thioredoxin rs4780398 YES Thioredoxin domain-containing protein 11cell,cell redox homeostasis,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressA=0, G=26 A=0.0, G=1.0 0.00001 371.024 26 A=0/0, G=9/17

chr5:56526783 A/A G A SNV GPBP1 GPBP1:exonic:NM_001127236.2 1 100 3 synonymous NM_001127236.2c.195G>A p.(=) 0.13 Vascular protein family Vasculin-like 1rs1130203 0.3201 YES 9.983E-1 (pos.56526783) GC-rich promoter-binding protein 1DNA binding,DNA binding transcription factor activity,cytosol,intracellular membrane-bounded organelle,nucleus,plasma membrane,positive regulation of transcription, DNA-templated,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=56 G=0.0, A=1.0 0.00001 831.938 56 G=0/0, A=32/24

chr16:12371915 C/C T C SNV SNX29 SNX29:intronic:NM_032167.4 1 100 intronic NM_032167.4c.1782+22T>Cp.? -3.38 PX domain,RUN domainrs12448443 0.3881 YES 4.983E-1 (pos.12371915) extracellular exosome,phosphatidylinositol bindingMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersT=0, C=20 T=0.0, C=1.0 0.00001 263.785 20 T=0/0, C=6/14

chr13:92345579 C/T C T SNV GPC5 GPC5:exonic:NM_004466.5 1 45.45 3 missense NM_004466.5c.464C>T p.Ala155Val 2.73 0.27 64 0.013 0.87(COSM3753756)Glypican rs553717 0.1128 YES 2.914E-1 (pos.92345579) acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomaGlypican 5 Golgi lumen,anchored component of membrane,extracellular region,extracellular space,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,heparan sulfate proteoglycan binding,integral component of plasma membrane,lysosomal lumen,plasma membrane,proteinaceous extracellular matrix,retinoid metabolic processAlbuminuria;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Heart Defects, Congenital;Heart Diseases;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Multiple Sclerosis;Nephrosis;Nephrotic Syndrome;Nervous System Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Proteinuria;Tetralogy of Fallot;Urination Disorders;Urologic DiseasesC=42, T=35 C=0.5455, T=0.4545 0.00001 347.799 77 C=21/21, T=15/20

chr6:24437445 A/A G A SNV GPLD1 GPLD1:exonic:NM_001503.3 1 100 21 missense NM_001503.3c.2093C>T p.Thr698Ile 0.32 0 89 0.022 FG-GAP repeat,Zinc dependent phospholipase Crs1772256 0.0214 YES 9.993E-1 (pos.24437445) Phospholipase D1, glycosylphosphatidylinositol-specificC-terminal protein lipidation,GPI anchor release,cell migration involved in sprouting angiogenesis,cellular response to calcium ion,cellular response to cholesterol,cellular response to drug,cellular response to insulin stimulus,cellular response to pH,cellular response to triglyceride,chondrocyte differentiation,complement receptor mediated signaling pathway,cytoplasm,extracellular exosome,extracellular region,extracellular space,glycosylphosphatidylinositol phospholipase D activity,hematopoietic stem cell migration,hematopoietic stem cell migration to bone marrow,insulin receptor signaling pathway,intracellular,intracellular membrane-bounded organelle,lysosomal membrane,negative regulation of cell proliferation,negative regulation of triglyceride catabolic process,ossification,phosphatidylcholine metabolic process,phospholipase D activity,positive regulation of alkaline phosphatase activity,positive regulation of apoptotic process,positive regulation of cytolysis,positive regulation of endothelial cell migrG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=12/14

chr1:27210721 C/C T C SNV GPN2 GPN2:exonic:NM_018066.3 1 100 4 missense NM_018066.3c.790A>G p.Arg264Gly 5.79 1 125 0 Conserved hypothetical ATP binding proteinrs3170660 0.3735 YES 9.985E-1 (pos.27210721) GTP binding,GTPase activity,RNA polymerase II complex import to nucleus,RNA polymerase III complex localization to nucleus,biological_process,cellular_component,cytoplasm,molecular_functionT=0, C=66 T=0.0, C=1.0 0.00001 1022.08 66 T=0/0, C=36/30

chr16:1272472 T/T C T SNV

CACNA1H,T

PSG1 TPSG1:intronic:NM_012467.3, CACNA1H:downstream:NM_021098.2 1
100

intronic NM_021098.2, NM_012467.3c.*1478C>T, c.512-131G>Ap.?, p.? -0.07 Trypsin rs7198064 YES Calcium channel, voltage-dependent, T type, alpha-1H subunit,Tryptase, gamma-1aldosterone biosynthetic process,calcium ion import,calcium ion transmembrane transport,cellular response to hormone stimulus,cellular response to potassium ion,cortisol biosynthetic process,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,low voltage-gated calcium channel activity,membrane depolarization during action potential,metal ion binding,muscle contraction,muscle organ development,myoblast fusion,neuronal action potential,plasma membrane,positive regulation of acrosome reaction,positive regulation of calcium ion-dependent exocytosis,proteolysis,regulation of heart contraction,regulation of ion transmembrane transport,regulation of membrane potential,regulation of postsynaptic membrane potential,scaffold protein binding,serine-type endopeptidase activity,serine-type peptidase activity,sodium ion transmembrane transport,transport,voltage-gated calcium channel activity,voltage-gated calcium channel complex,voltage-gated sodium channel Adrenal Gland Diseases;Adrenocortical Hyperfunction;Autistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Endocrine System Diseases;Epilepsy;Epilepsy, Absence;Epilepsy, Generalized;Hyperaldosteronism;Hyperalgesia;Mental Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Sensation Disorders;Somatosensory DisordersAmiodarone,Bepridil,Calcium Citrate,Calcium Phosphate,Cinnarizine,Felodipine,Flunarizine,Isradipine,Mibefradil,Nifedipine,Nitrendipine,Spironolactone,Trimebutine,ZonisamideC=0, T=54 C=0.0, T=1.0 0.00001 798.148 54 C=0/0, T=49/5

chr19:6737481 C/C T C SNV

GPR108,MI

R6791 MIR6791:upstream:NR_106849.1, GPR108:exonic:NM_001080452.1 1
100

1 missense NM_001080452.1, NR_106849.1c.107A>G p.Gln36Arg 0.19 0.8 43 0 0.28(COSM3757397)Lung seven transmembrane receptorrs340138 0.1128 YES 9.788E-1 (pos.6737481) adenocarcinoma,neoplasm integral component of membrane T=0, C=24 T=0.0, C=1.0 0.00001 334.764 24 T=0/0, C=9/15

chr19:6737509 A/A G A SNV

GPR108,MI

R6791 MIR6791:upstream:NR_106849.1, GPR108:exonic:NM_001080452.1 1
100

1 synonymous NM_001080452.1, NR_106849.1c.79C>T p.(=) -0.81 0.11(COSM3749573)Lung seven transmembrane receptorrs339401 0.1137 YES 9.793E-1 (pos.6737509) adenocarcinoma,neoplasm integral component of membrane G=0, A=22 G=0.0, A=1.0 0.00001 298.891 22 G=0/0, A=5/17

chr1:6313938 T/T C T SNV GPR153 GPR153:exonic:NM_207370.3 1 100 3 missense NM_207370.3c.626G>A p.Arg209His 0.37 0.31 29 0.012 0.51(COSM3805738)7 transmembrane receptor (rhodopsin family)rs12735670 YES 5.941E-1 (pos.6313938) carcinoma,squamous_cell_carcinomaG protein-coupled receptor 153G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,integral component of membrane,plasma membraneMental Disorders;Neurodevelopmental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Schizophrenia, ChildhoodC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=10/12

chr16:1370303 C/C T C SNV UBE2I UBE2I:intronic:NM_194260.2 1 100 intronic NM_194260.2c.333+19T>Cp.? -0.98 Ubiquitin-conjugating enzymers909916 0.1157 YES 9.992E-1 (pos.1370303) Ubiquitin-conjugating enzyme E2I (homologous to yeast UBC9)ATP binding,HLH domain binding,PML body,RING-like zinc finger domain binding,RNA binding,SUMO conjugating enzyme activity,SUMO transferase activity,bHLH transcription factor binding,cell cycle,cell division,cellular protein modification process,chromosome segregation,cytoplasm,cytosol,dendrite,enzyme binding,fibrillar center,global genome nucleotide-excision repair,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear envelope,nucleoplasm,nucleus,positive regulation of DNA binding transcription factor activity,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of SUMO transferase activity,positive regulation of intracellular steroid hormone receptor signaling pathway,proteasome-mediated ubiquitin-dependent protein catabolic process,protein C-terminus binding,protein binding,protein sumoylation,protein ubiquitination,regulation of receptor activity,small protein activating enzyme binding,sumoylated E2 ligase Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalT=0, C=52 T=0.0, C=1.0 0.00001 767.001 52 T=0/0, C=30/22

chr16:1370309 G/G C G SNV UBE2I UBE2I:intronic:NM_194260.2 1 100 intronic NM_194260.2c.333+25C>Gp.? -0.57 Ubiquitin-conjugating enzymers909917 0.1155 YES 9.997E-1;0.0;0.0 (pos.1370309) Ubiquitin-conjugating enzyme E2I (homologous to yeast UBC9)ATP binding,HLH domain binding,PML body,RING-like zinc finger domain binding,RNA binding,SUMO conjugating enzyme activity,SUMO transferase activity,bHLH transcription factor binding,cell cycle,cell division,cellular protein modification process,chromosome segregation,cytoplasm,cytosol,dendrite,enzyme binding,fibrillar center,global genome nucleotide-excision repair,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear envelope,nucleoplasm,nucleus,positive regulation of DNA binding transcription factor activity,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of SUMO transferase activity,positive regulation of intracellular steroid hormone receptor signaling pathway,proteasome-mediated ubiquitin-dependent protein catabolic process,protein C-terminus binding,protein binding,protein sumoylation,protein ubiquitination,regulation of receptor activity,small protein activating enzyme binding,sumoylated E2 ligase Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalC=0, G=54 C=0.0, G=1.0 0.00001 795.186 54 C=0/0, G=30/24

chr3:119886548 C/C G C SNV GPR156 GPR156:exonic:NM_153002.2 1 100 9 synonymous NM_153002.2c.1776C>G p.(=) -0.46 7 transmembrane sweet-taste receptor of 3 GCPRrs9858566 0.0829 YES 9.171E-1 (pos.119886548) G protein-coupled receptor 156G-protein coupled GABA receptor activity,G-protein coupled receptor signaling pathway,integral component of membrane,plasma membraneG=0, C=146 G=0.0, C=1.0 0.00001 2457.91 146 G=0/0, C=71/75

chr16:1388888 T/T C T SNV BAIAP3 BAIAP3:intronic:NM_003933.4 1 100 intronic NM_003933.4c.237-15C>Tp.? -1.41 C2 domain,Munc13 (mammalian uncoordinated) homology domainrs7197416 0.1197 YES 9.998E-1 (pos.1388888) BAI1-associated protein 3G-protein coupled receptor signaling pathway,endoplasmic reticulum,neurotransmitter secretion,presynapse,protein C-terminus bindingC=0, T=27 C=0.0, T=1.0 0.00001 389.742 27 C=0/0, T=17/10

chr3:119886776 A/A T A SNV GPR156 GPR156:exonic:NM_153002.2 1 100 9 missense NM_153002.2c.1548A>T p.Glu516Asp -0.61 0.86 45 0 0.01(COSM4157159)7 transmembrane sweet-taste receptor of 3 GCPRrs902790 0.0834 YES 9.168E-1 (pos.119886776)neoplasm G protein-coupled receptor 156G-protein coupled GABA receptor activity,G-protein coupled receptor signaling pathway,integral component of membrane,plasma membraneT=0, A=42 T=0.0, A=1.0 0.00001 685.22 42 T=0/0, A=24/18

chr16:1394551 G/G A G SNV BAIAP3 BAIAP3:intronic:NM_003933.4 1 100 intronic NM_003933.4c.1764+25A>Gp.? -2.32 C2 domain,Munc13 (mammalian uncoordinated) homology domainrs11248872 0.1009 YES 9.949E-1;4.393E-3 (pos.1394551) BAI1-associated protein 3G-protein coupled receptor signaling pathway,endoplasmic reticulum,neurotransmitter secretion,presynapse,protein C-terminus bindingA=0, G=61 A=0.0, G=1.0 0.00001 921.703 61 A=0/0, G=36/25

chr16:14026007 A/A G A SNV ERCC4 ERCC4:intronic:NM_005236.2 1 100 intronic NM_005236.2c.974-7G>Ap.? -4.2 ERCC4 domainrs254942 0.021 YES 7.878E-1;0.0 (pos.14026007) Excision-repair, complementing defective, in Chinese hamster, number 43' overhang single-stranded DNA endodeoxyribonuclease activity,DNA binding,DNA repair,ERCC4-ERCC1 complex,TFIID-class transcription factor binding,UV protection,cellular response to UV,chromosome, telomeric region,damaged DNA binding,double-strand break repair via homologous recombination,double-strand break repair via nonhomologous end joining,endodeoxyribonuclease activity,global genome nucleotide-excision repair,identical protein binding,interstrand cross-link repair,negative regulation of double-stranded telomeric DNA binding,negative regulation of protection from non-homologous end joining at telomere,negative regulation of telomerase activity,negative regulation of telomere maintenance,negative regulation of telomere maintenance via telomere lengthening,nuclear chromosome, telomeric region,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair complex,nucleotide-excision repair factor 1 complex,nucleotide-excision repair involved in interstrand cross-link repair,nucleotide-excision repair, DNAbnormalities, Multiple;Anemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Arsenic Poisoning;Bone Diseases;Bone Diseases, Developmental;Bone Marrow Diseases;Cockayne Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Dwarfism;Endocrine Gland Neoplasms;Endocrine System Diseases;Fanconi Anemia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Heavy Metal Poisoning, Nervous System;Hematologic Diseases;Hemic and Lymphatic Diseases;Heredodegenerative Disorders, Nervous System;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplastic Processes;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Neurotoxicity Syndromes;Nutritional and Metabolic Diseases;PeripheBenign G=0, A=45 G=0.0, A=1.0 0.00001 747.393 45 G=0/0, A=16/29

chr1:9165669 A/A G A SNV GPR157 GPR157:exonic:NM_024980.4 1 100 3 missense NM_024980.4c.668C>T p.Ala223Val 6.94 0 64 0.992 7 transmembrane receptor (Secretin family),7 transmembrane receptor (rhodopsin family),Frizzled/Smoothened family membrane region,Slime mold cyclic AMP receptorrs12075362 0.0441 YES 0.0 (pos.9165669) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,ciliary membrane,circadian behavior,integral component of membrane,positive regulation of cytosolic calcium ion concentration involved in phospholipase C-activating G-protein coupled signaling pathway,radial glial cell differentiationG=0, A=28 G=0.0, A=1.0 0.00001 408.716 28 G=0/0, A=17/11

chr16:1447319 A/A G A SNV UNKL UNKL:intronic:NM_001193388.3 1 100 intronic NM_001193388.3c.735-23C>Tp.? -1.21 Zinc finger C-x8-C-x5-C-x3-H type (and similar),Zinc finger, C3HC4 type (RING finger)rs79486249 YES 2E-2;0.0 (pos.1447319) Unkempt family-like zinc fingercytosol,metal ion binding,nucleus,protein binding,protein polyubiquitination,ubiquitin-protein transferase activityG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=8/13

chr16:1479250 T/T C T SNV 1 100 intronic -0.79 0(COSM148004),0.01(COSM3678553)rs11646599 0.3741 YES 2.751E-1 (pos.1479250) acute_myeloid_leukaemia,adenocarcinoma,neoplasm C=0, T=34 C=0.0, T=1.0 0.00001 524.184 34 C=0/0, T=14/20

chr16:1484338 G/G A G SNV CCDC154 CCDC154:downstream:NM_001143980.1 1 100 intronic NM_001143980.1c.*71T>C p.? -3.52 rs7192100 YES early endosome A=0, G=67 A=0.0, G=1.0 0.00001 1017.79 67 A=0/0, G=33/34

chr10:25701341 G/G C G SNV GPR158 GPR158:exonic:NM_020752.2 1 100 4 missense NM_020752.2c.1274C>G p.Ala425Gly 3.21 0.33 60 0.004 0.83(COSM5618405)7 transmembrane sweet-taste receptor of 3 GCPRrs2480345 0.2716 YES 1.475E-1 (pos.25701341) ductal_carcinomaG protein-coupled receptor 158G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,integral component of membrane,plasma membrane,protein localization to plasma membraneC=0, G=32 C=0.0, G=1.0 0.00001 477.32 32 C=0/0, G=8/24

chr16:15092116 C/T C T SNV PDXDC1 PDXDC1:intronic:NM_015027.3 1 45.83 intronic NM_015027.3c.96-81C>T p.? -0.77 Pyridoxal-dependent decarboxylase conserved domainrs6498535 Pyridoxal-dependent decarboxylase domain-containing protein 1Golgi apparatus,cadherin binding,carboxy-lyase activity,carboxylic acid metabolic process,catalytic activity,intracellular membrane-bounded organelle,pyridoxal phosphate bindingAdenocarcinoma;Autoimmune Diseases;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nephritis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsPyridoxal Phosphate C=13, T=11 C=0.5417, T=0.4583 0.00001 93.44 24 C=2/11, T=6/5

chr16:1510567 G/G T G SNV CLCN7 CLCN7:intronic:NM_001287.5 1 100 intronic NM_001287.5c.485-39A>Cp.? -1.81 CBS domain,Voltage gated chloride channelrs2072950 0.316 YES 3.655E-1 (pos.1510567) Chloride channel-7ATP binding,antiporter activity,chloride channel activity,chloride transmembrane transport,chloride transport,cytoplasmic vesicle,integral component of membrane,ion transmembrane transport,lysosomal membrane,membrane,regulation of anion transmembrane transport,response to pH,transport,voltage-gated chloride channel activityBone Diseases;Bone Diseases, Developmental;Musculoskeletal Diseases;Osteochondrodysplasias;Osteopetrosis;OsteosclerosisT=0, G=43 T=0.0, G=1.0 0.00001 705.841 43 T=0/0, G=17/26

chr16:15135071 A/A G A SNV NTAN1 NTAN1:intronic:NM_173474.3 1 100 intronic NM_173474.3c.488-93C>Tp.? -0.47 Protein N-terminal asparagine amidohydrolasers7498279 N-terminal asparagine amidaseadult locomotory behavior,cytoplasm,memory,nucleus,protein-N-terminal asparagine amidohydrolase activity,ubiquitin-dependent protein catabolic processG=0, A=42 G=0.0, A=1.0 0.00001 685.192 42 G=0/0, A=21/21

chr13:99948178 A/A C A SNV

GPR183,UB

AC2 GPR183:exonic:NM_004951.4, UBAC2:intronic:NM_001144072.1 1
100

2 synonymous NM_001144072.1, NM_004951.4c.390-18173C>A, c.222G>Tp.?, p.(=) 0.55 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srx,UBA/TS-N domainrs2230342 0.3734 YES 1.827E-1 (pos.99948178) G protein-coupled receptor 183B cell activation involved in immune response,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,T cell chemotaxis,T follicular helper cell differentiation,adaptive immune response,dendritic cell chemotaxis,dendritic cell homeostasis,endoplasmic reticulum,endoplasmic reticulum membrane,humoral immune response,immune response,integral component of membrane,integral component of plasma membrane,leukocyte chemotaxis,mature B cell differentiation involved in immune response,negative regulation of retrograde protein transport, ER to cytosol,osteoclast differentiation,oxysterol binding,plasma membrane,positive regulation of B cell proliferation,positive regulation of ERK1 and ERK2 cascade,protein binding,protein localization to endoplasmic reticulum,regulation of astrocyte chemotaxis,ubiquitin bindingAutoimmune Diseases;Behcet Syndrome;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hemic and Lymphatic Diseases;Hereditary Autoinflammatory Diseases;Immune System Diseases;Immunoproliferative Disorders;Inflammatory Bowel Diseases;Intestinal Diseases;Kidney Diseases;Leukemia;Leukemia, Lymphoid;Leukemia, T-Cell;Leukemia-Lymphoma, Adult T-Cell;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mouth Diseases;Neoplasms;Neoplasms by Histologic Type;Nephritis;Panuveitis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Urologic Diseases;Uveal Diseases;Uveitis;Uveitis, Anterior;Vascular Diseases;VasculitisC=0, A=21 C=0.0, A=1.0 0.00001 281.235 21 C=0/0, A=9/12

chr16:15705605 G/G A G SNV

MARF1,MIR

6506 MARF1:intronic:NM_001184998.1, MIR6506:upstream:NR_106761.1 1
100

intronic NM_001184998.1, NR_106761.1c.3475-14T>Cp.? 1.19 Limkain b1,NYN domain,OST-HTH/LOTUS domainrs7185421 0.3476 YES 5.236E-1 (pos.15705605) Meiosis regulator and mRNA stability factor 1Golgi apparatus,RNA binding,double-strand break repair,female meiotic nuclear division,intracellular membrane-bounded organelle,membrane,molecular_function,negative regulation of phosphatase activity,oogenesis,peroxisome,regulation of gene expressionA=0, G=67 A=0.0, G=1.0 0.00001 1034.41 67 A=0/0, G=30/37

chr16:15841708 C/CG C CG INDEL MYH11 MYH11:intronic:NM_001040114.1 1 57.14 intronic NM_001040114.1c.2271+23G>CGp.? -0.16 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailMyosin, heavy polypeptide-11, smooth muscleATP binding,actin filament binding,calmodulin binding,cardiac muscle fiber development,cytosol,elastic fiber assembly,extracellular exosome,melanosome,motor activity,muscle contraction,muscle myosin complex,myosin filament,protein binding,skeletal muscle myosin thick filament assembly,smooth muscle contraction,structural constituent of muscleACMG Recommendations...;Abnormalities, Multiple;Aneurysm;Aortic Aneurysm;Aortic Aneurysm, Thoracic;Aortic Diseases;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Ductus Arteriosus, Patent;Gastrointestinal Diseases;Heart Defects, Congenital;Heart Diseases;Ileus;Intestinal Diseases;Intestinal Obstruction;Intestinal Pseudo-Obstruction;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Myelomonocytic, Acute;Neoplasms;Neoplasms by Histologic Type;Vascular DiseasesTetrafluoroaluminate Ion C=18, CG=24C=0.4286, CG=0.5714 0.00001 168.924 42 C=11/7, CG=22/2

chr16:15854571 A/G A G SNV MYH11 MYH11:intronic:NM_001040114.1 1 59.09 intronic NM_001040114.1c.1151-56T>Cp.? 0.28 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailMyosin, heavy polypeptide-11, smooth muscleATP binding,actin filament binding,calmodulin binding,cardiac muscle fiber development,cytosol,elastic fiber assembly,extracellular exosome,melanosome,motor activity,muscle contraction,muscle myosin complex,myosin filament,protein binding,skeletal muscle myosin thick filament assembly,smooth muscle contraction,structural constituent of muscleACMG Recommendations...;Abnormalities, Multiple;Aneurysm;Aortic Aneurysm;Aortic Aneurysm, Thoracic;Aortic Diseases;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Ductus Arteriosus, Patent;Gastrointestinal Diseases;Heart Defects, Congenital;Heart Diseases;Ileus;Intestinal Diseases;Intestinal Obstruction;Intestinal Pseudo-Obstruction;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Myelomonocytic, Acute;Neoplasms;Neoplasms by Histologic Type;Vascular DiseasesTetrafluoroaluminate Ion A=9, G=13 A=0.4091, G=0.5909 0.00001 122.566 22 A=8/1, G=5/8

chr16:16184232 G/G C G SNV ABCC1 ABCC1:intronic:NM_004996.3 1 100 intronic NM_004996.3c.2461-30C>Gp.? 0.5 ABC transporter,ABC transporter transmembrane regionrs2074087 0.156 YES 8.283E-1 (pos.16184232) ATP-binding cassette, subfamily C, member 1 (multidrug resistance-associated protein 1)ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,basolateral plasma membrane,cell chemotaxis,cobalamin metabolic process,cobalamin transport,cobalamin-transporting ATPase activity,drug transmembrane transport,extracellular exosome,glutathione S-conjugate-exporting ATPase activity,glutathione transmembrane transport,glutathione transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,leukotriene metabolic process,membrane,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,response to drug,sphingolipid translocation,sphingolipid-translocating ATPase activity,transmembrane transport,transport,transporter activity,vitamin transmembrane transport,xenobiotic transmembrane transporting ATPase activity,xenobiotic transportBreast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Squamous Cell;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Heart Diseases;Hypertension;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Rectal Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesAbiraterone,Aminohippuric acid,Amprenavir,Atazanavir,Atorvastatin,Biricodar dicitrate,Cholic Acid,Colchicine,Conjugated estrogens,Cyclosporine,Dactinomycin,Daunorubicin,Diclofenac,Docetaxel,Doxorubicin,Epirubicin,Etoposide,Fluorescein,Genistein,Glutathione,Glyburide,Grepafloxacin,Ibuprofen,Idarubicin,Indinavir,Indomethacin,Irinotecan,Ivermectin,Lamivudine,Methotrexate,Mifepristone,Mitoxantrone,Myricetin,Naringenin,Ofloxacin,Paclitaxel,Phenobarbital,Probenecid,Progesterone,Quercetin,Rhodamine 6G,Rifampicin,Ritonavir,Rosuvastatin,Saquinavir,Saxagliptin,Sulfinpyrazone,Taurocholic Acid,Technetium Tc-99m sestamibi,Vandetanib,Vemurafenib,Verapamil,Vinblastine,Vincristine,Zoledronic acidC=0, G=21 C=0.0, G=1.0 0.00001 281.234 21 C=0/0, G=17/4

chr16:16263361 A/A G A SNV ABCC6 ABCC6:intronic:NM_001171.5 1 100 intronic NM_001171.5c.2995+142C>Tp.? -0.45 ABC transporter,ABC transporter transmembrane regionrs7194043 YES ATP-binding cassette, subfamily C, member 6ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,apical plasma membrane,basolateral plasma membrane,endoplasmic reticulum membrane,integral component of membrane,lateral plasma membrane,nucleus,plasma membrane,response to drug,transmembrane transport,transport,transporter activity,visual perceptionCalcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Intestinal Diseases;Intestinal Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Pseudoxanthoma Elasticum;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular Calcification;Vascular DiseasesCisplatin,Dactinomycin,Daunorubicin,Doxorubicin,Etoposide,Indomethacin,Probenecid,Sulfinpyrazone,Teniposide,VinblastineG=0, A=59 G=0.0, A=1.0 0.00001 885.326 59 G=0/0, A=33/26

chr12:12814818 T/T C T SNV GPR19 GPR19:exonic:NM_006143.2 1 100 4 missense NM_006143.2c.565G>A p.Val189Ile -0.37 29 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsxrs4763862 0.0672 YES 9.901E-1 (pos.12814818) G protein-coupled receptor-19G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,chemical synaptic transmission,feeding behavior,integral component of plasma membrane,neuropeptide signaling pathwayAutoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesC=0, T=65 C=0.0, T=1.0 0.00001 996.451 65 C=0/0, T=18/47

chr16:16286614 C/C G C SNV ABCC6 ABCC6:intronic:NM_001171.5 1 100 intronic NM_001171.5c.1431+73C>Gp.? -0.1 ABC transporter,ABC transporter transmembrane regionrs6498618 YES ATP-binding cassette, subfamily C, member 6ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,apical plasma membrane,basolateral plasma membrane,endoplasmic reticulum membrane,integral component of membrane,lateral plasma membrane,nucleus,plasma membrane,response to drug,transmembrane transport,transport,transporter activity,visual perceptionCalcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Intestinal Diseases;Intestinal Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Pseudoxanthoma Elasticum;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular Calcification;Vascular DiseasesCisplatin,Dactinomycin,Daunorubicin,Doxorubicin,Etoposide,Indomethacin,Probenecid,Sulfinpyrazone,Teniposide,VinblastineG=0, C=40 G=0.0, C=1.0 0.00001 644.286 40 G=0/0, C=26/14

chr16:1810116 C/A C A SNV MAPK8IP3 MAPK8IP3:intronic:NM_015133.4 1 57.14 intronic NM_015133.4c.1301+100C>Ap.? -1.71 JNK-interacting protein  leucine zipper II,JNK_SAPK-associated protein-1rs57876690 YES Mitogen-activated protein kinase 8-interacting protein 3Golgi membrane,JUN kinase binding,MAP-kinase scaffold activity,activation of JUN kinase activity,axolemma,axon guidance,cytoplasm,dendrite,forebrain development,in utero embryonic development,kinesin binding,lung alveolus development,lung morphogenesis,mitogen-activated protein kinase kinase binding,mitogen-activated protein kinase kinase kinase binding,positive regulation of neuron differentiation,post-embryonic development,protein binding,protein localization,receptor signaling complex scaffold activity,regulation of JNK cascade,regulation of gene expression,respiratory gaseous exchange,smooth endoplasmic reticulum,vesicle-mediated transportAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeC=9, A=12 C=0.4286, A=0.5714 0.00001 109.102 21 C=2/7, A=6/6

chr16:1818680 G/C G C SNV MAPK8IP3 MAPK8IP3:intronic:NM_015133.4 1 52.38 intronic NM_015133.4c.3890-24G>Cp.? -0.17 JNK-interacting protein  leucine zipper II,JNK_SAPK-associated protein-1rs2072989,rs928457770 0.1897 YES 6.162E-1 (pos.1818680) Mitogen-activated protein kinase 8-interacting protein 3Golgi membrane,JUN kinase binding,MAP-kinase scaffold activity,activation of JUN kinase activity,axolemma,axon guidance,cytoplasm,dendrite,forebrain development,in utero embryonic development,kinesin binding,lung alveolus development,lung morphogenesis,mitogen-activated protein kinase kinase binding,mitogen-activated protein kinase kinase kinase binding,positive regulation of neuron differentiation,post-embryonic development,protein binding,protein localization,receptor signaling complex scaffold activity,regulation of JNK cascade,regulation of gene expression,respiratory gaseous exchange,smooth endoplasmic reticulum,vesicle-mediated transportAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeG=10, C=11 G=0.4762, C=0.5238 0.00001 94.1426 21 G=4/6, C=6/5

chr8:142367335 C/C T C SNV GPR20 GPR20:exonic:NM_005293.2 1 100 2 missense NM_005293.2c.689A>G p.His230Arg 0.94 0.97 29 0 0.57(COSM3763064)7 transmembrane receptor (rhodopsin family)rs10875472 0.1942 YES 6.031E-1 (pos.142367335)adenocarcinomaG protein-coupled receptor-20G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,integral component of plasma membrane,plasma membrane,positive regulation of Rho protein signal transduction,positive regulation of cytosolic calcium ion concentration involved in phospholipase C-activating G-protein coupled signaling pathway,receptor complexT=0, C=46 T=0.0, C=1.0 0.00001 768.302 46 T=0/0, C=27/19

chr16:1837900 C/C T C SNV NUBP2 NUBP2:intronic:NM_012225.3 1 100 intronic NM_012225.3c.490-42T>Cp.? -0.58 AAA domain,ATPase MipZ,Anion-transporting ATPase,CobQ/CobB/MinD/ParA nucleotide binding domain,NUBPL iron-transfer P-loop NTPasers344358 1.00E-04 1.0 (pos.1837900) Nucleotide-binding protein 24 iron, 4 sulfur cluster binding,ATP binding,cell projection organization,centriole,cilium,iron-sulfur cluster assembly,metal ion binding,nucleotide binding,nucleus,protein binding,spindle pole centrosomeT=0, C=29 T=0.0, C=1.0 0.00001 427.6 29 T=0/0, C=10/19

chr8:142367400 A/A G A SNV GPR20 GPR20:exonic:NM_005293.2 1 100 2 synonymous NM_005293.2c.624C>T p.(=) -4.95 0.06(COSM454108)7 transmembrane receptor (rhodopsin family)rs11167054,rs7668243240.1913 YES 0.0 (pos.142367399),5.888E-1 (pos.142367400)adenocarcinoma,neoplasmG protein-coupled receptor-20G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,integral component of plasma membrane,plasma membrane,positive regulation of Rho protein signal transduction,positive regulation of cytosolic calcium ion concentration involved in phospholipase C-activating G-protein coupled signaling pathway,receptor complexG=0, A=64 G=0.0, A=1.0 0.00001 977.635 64 G=0/0, A=36/28

chr16:1877913 C/G C G SNV

FAHD1,HAG

H FAHD1:intronic:NM_001018104.2, HAGH:upstream:NM_005326.4 1
50

intronic NM_005326.4, NM_001018104.2c.-1125G>C, c.636+47C>Gp.?, p.? -0.05 Fumarylacetoacetate (FAA) hydrolase familyrs13166 0.136 YES 1.099E-1;0.0 (pos.1877913) Fumarylacetoacetate hydrolase domain-containing protein 1,Hydroxyacyl glutathione hydrolase; glyoxalase IIacetylpyruvate hydrolase activity,acylpyruvate hydrolase activity,cytoplasm,cytosol,extracellular exosome,fumarylpyruvate hydrolase activity,glutathione biosynthetic process,hydroxyacylglutathione hydrolase activity,metabolic process,metal ion binding,methylglyoxal catabolic process to D-lactate via S-lactoyl-glutathione,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,nucleoplasm,oxaloacetate decarboxylase activity,protein binding,pyruvate metabolic processGlutathione,S-(N-Hydroxy-N-Bromophenylcarbamoyl)GlutathioneC=32, G=32 C=0.5, G=0.5 0.00001 317.417 64 C=16/16, G=19/13

chr8:142367559 A/A G A SNV GPR20 GPR20:exonic:NM_005293.2 1 100 2 synonymous NM_005293.2c.465C>T p.(=) -1.21 7 transmembrane receptor (rhodopsin family)rs11785629 0.3111 YES 5.991E-1 (pos.142367559) G protein-coupled receptor-20G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,integral component of plasma membrane,plasma membrane,positive regulation of Rho protein signal transduction,positive regulation of cytosolic calcium ion concentration involved in phospholipase C-activating G-protein coupled signaling pathway,receptor complexG=0, A=28 G=0.0, A=1.0 0.00001 408.717 28 G=0/0, A=9/19

chr10:125426565 C/C G C SNV GPR26 GPR26:exonic:NM_153442.3 1 100 1 synonymous NM_153442.3c.642G>C p.(=) -1.72 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsxrs4980313 1.00E-04 1.0;0.0 (pos.125426565) G protein-coupled receptor 26G-protein coupled receptor activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,integral component of membrane,intracellular,plasma membrane,positive regulation of protein targeting to mitochondrion,regulation of protein stabilityG=0, C=39 G=0.0, C=1.0 0.00001 623.975 39 G=0/0, C=26/13

chr16:18861879 T/T TCATA T INDEL SMG1 SMG1:intronic:NM_015092.4 4 100 intronic NM_015092.4c.5053-90TATGA>Ap.? 0.26, -0.26, 1.03, -0.57, -0.79 FATC domain,Phosphatidylinositol 3- and 4-kinase,Region of unknown function (DUF5303),Serine/threonine-protein kinase smg-1rs35992129,rs756668955,rs796729668YES SMG1, C. elegans, homolog ofATP binding,DNA repair,RNA binding,cytoplasm,cytosol,mRNA export from nucleus,metal ion binding,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleoplasm,nucleus,peptidyl-serine phosphorylation,phosphatidylinositol phosphorylation,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of telomere maintenance,response to stress,telomeric DNA bindingTCATA=0, T=67TCATA=0.0, T=1.0 0.00001 1053.4 67 TCATA=0/0, T=8/59

chr16:18870270 C/C A C SNV SMG1 SMG1:intronic:NM_015092.4 1 100 intronic NM_015092.4c.4113+74T>Gp.? -0.46 FATC domain,Phosphatidylinositol 3- and 4-kinase,Region of unknown function (DUF5303),Serine/threonine-protein kinase smg-1rs3752679 YES SMG1, C. elegans, homolog ofATP binding,DNA repair,RNA binding,cytoplasm,cytosol,mRNA export from nucleus,metal ion binding,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleoplasm,nucleus,peptidyl-serine phosphorylation,phosphatidylinositol phosphorylation,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of telomere maintenance,response to stress,telomeric DNA bindingA=0, C=27 A=0.0, C=1.0 0.00001 314.218 27 A=0/0, C=17/10

chr7:124387374 G/G A G SNV GPR37 GPR37:exonic:NM_005302.4 1 100 2 synonymous NM_005302.4c.1047T>C p.(=) -0.82 7 transmembrane receptor (rhodopsin family)rs724356 0.2402 YES 9.992E-1 (pos.124387374) G protein-coupled receptor-37G-protein coupled peptide receptor activity,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Hsp70 protein binding,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,dopamine biosynthetic process,endoplasmic reticulum,endoplasmic reticulum membrane,heat shock protein binding,integral component of plasma membrane,locomotion involved in locomotory behavior,negative regulation of hydrogen peroxide-induced cell death,peptide binding,plasma membrane,positive regulation of MAPK cascade,positive regulation of dopamine metabolic process,prosaposin receptor activity,protein binding,receptor complex,ubiquitin ligase complex,ubiquitin protein ligase bindingA=0, G=31 A=0.0, G=1.0 0.00001 465.733 31 A=0/0, G=16/15

chr16:19079095 G/G T G SNV

COQ7,LOC1

02723385 COQ7:intronic:NM_016138.4, LOC102723385:upstream:NR_119379.11
100

intronic NR_119379.1, NM_016138.4c.73+36T>Gp.? 0.22 Ubiquinone biosynthesis protein COQ7rs4531717 0.0426 YES 9.662E-1 (pos.19079095) COQ7, S. cerevisiae, homolog ofchromatin binding,extrinsic component of mitochondrial inner membrane,metal ion binding,mitochondrial inner membrane,mitochondrion,monooxygenase activity,negative regulation of transcription from RNA polymerase II promoter,nucleus,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of reactive oxygen species metabolic process,ubiquinone biosynthetic processT=0, G=45 T=0.0, G=1.0 0.00001 747.393 45 T=0/0, G=15/30

chr16:19083221 G/G A G SNV COQ7 COQ7:intronic:NM_016138.4 1 100 intronic NM_016138.4c.74-29A>Gp.? -0.1 Ubiquinone biosynthesis protein COQ7rs4782202 0.0364 YES 9.658E-1 (pos.19083221) COQ7, S. cerevisiae, homolog ofchromatin binding,extrinsic component of mitochondrial inner membrane,metal ion binding,mitochondrial inner membrane,mitochondrion,monooxygenase activity,negative regulation of transcription from RNA polymerase II promoter,nucleus,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of reactive oxygen species metabolic process,ubiquinone biosynthetic processA=0, G=46 A=0.0, G=1.0 0.00001 768.275 46 A=0/0, G=20/26

chr1:202092360 A/A G A SNV GPR37L1 GPR37L1:exonic:NM_004767.3 1 100 1 missense NM_004767.3c.269G>A p.Gly90Asp -0.4 1 94 0 0.02(COSM3997145)7 transmembrane receptor (rhodopsin family)rs3795595 0.1065 YES 8.242E-1 (pos.202092360)acute_myeloid_leukaemiaG protein-coupled receptor 37-like 1G-protein coupled peptide receptor activity,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,integral component of membrane,negative regulation of astrocyte differentiation,negative regulation of hydrogen peroxide-induced cell death,negative regulation of neuron differentiation,negative regulation of smoothened signaling pathway,peptide binding,plasma membrane,positive regulation of MAPK cascade,positive regulation of cerebellar granule cell precursor proliferation,prosaposin receptor activity,protein binding,receptor complexG=0, A=25 G=0.0, A=1.0 0.00001 352.932 25 G=0/0, A=14/11

chr16:19460842 G/G A G SNV TMC5 TMC5:intronic:NM_001261841.1 1 100 intronic NM_001261841.1c.959-22A>Gp.? -0.12 TMC domain rs6497373 0.1982 YES 8.642E-1 (pos.19460842) Transmembrane channel-like protein 5extracellular exosome,integral component of membrane,ion transportA=0, G=27 A=0.0, G=1.0 0.00001 389.956 27 A=0/0, G=13/14

chr16:19471665 C/C T C SNV TMC5 TMC5:intronic:NM_001261841.1 1 100 intronic NM_001261841.1c.1148+9T>Cp.? -0.69 TMC domain rs6497375 0.2083 YES 8.646E-1 (pos.19471665) Transmembrane channel-like protein 5extracellular exosome,integral component of membrane,ion transportT=0, C=30 T=0.0, C=1.0 0.00001 446.639 30 T=0/0, C=7/23

chr1:202092580 C/C T C SNV GPR37L1 GPR37L1:exonic:NM_004767.3 1 100 1 synonymous NM_004767.3c.489T>C p.(=) -2.81 7 transmembrane receptor (rhodopsin family)rs7516762 0.1062 YES 8.298E-1 (pos.202092580) G protein-coupled receptor 37-like 1G-protein coupled peptide receptor activity,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,integral component of membrane,negative regulation of astrocyte differentiation,negative regulation of hydrogen peroxide-induced cell death,negative regulation of neuron differentiation,negative regulation of smoothened signaling pathway,peptide binding,plasma membrane,positive regulation of MAPK cascade,positive regulation of cerebellar granule cell precursor proliferation,prosaposin receptor activity,protein binding,receptor complexT=0, C=35 T=0.0, C=1.0 0.00001 543.903 35 T=0/0, C=15/20

chr16:19580699 A/G A G SNV C16orf62 C16orf62:intronic:NM_020314.5 1 58.33 intronic NM_020314.5c.385-47A>Gp.? 0.02 rs121235 0.356 YES 3.94E-1 (pos.19580699) Golgi to plasma membrane transport,early endosome,ficolin-1-rich granule membrane,integral component of membrane,neutrophil degranulation,plasma membrane,protein binding,protein transportA=10, G=14 A=0.4167, G=0.5833 0.00001 135.339 24 A=6/4, G=10/4

chr16:19580711 G/C G C SNV C16orf62 C16orf62:intronic:NM_020314.5 1 58.33 intronic NM_020314.5c.385-35G>Cp.? 0.31 rs8062210 0.0612 YES 2.55E-2;0.0 (pos.19580711) Golgi to plasma membrane transport,early endosome,ficolin-1-rich granule membrane,integral component of membrane,neutrophil degranulation,plasma membrane,protein binding,protein transportG=10, C=14 G=0.4167, C=0.5833 0.00001 135.339 24 G=6/4, C=10/4

chr16:19590334 G/A G A SNV C16orf62 C16orf62:intronic:NM_020314.5 1 59.09 intronic NM_020314.5c.701-40G>Ap.? -0.13 rs11861774 0.0177 YES 3.98E-2 (pos.19590334) Golgi to plasma membrane transport,early endosome,ficolin-1-rich granule membrane,integral component of membrane,neutrophil degranulation,plasma membrane,protein binding,protein transportG=9, A=13 G=0.4091, A=0.5909 0.00001 122.568 22 G=9/0, A=10/3

chr2:133174764 C/T C T SNV GPR39 GPR39:exonic:NM_001508.2 1 47.37 1 missense NM_001508.2c.149C>T p.Ala50Val 4.96 1 64 0 0.22(COSM3757633)7 transmembrane receptor (rhodopsin family)rs2241764 0.3267 YES 2.269E-1 (pos.133174764)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinomaG protein-coupled receptor-39G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,integral component of membrane,integral component of plasma membrane,metal ion binding,plasma membraneCardiovascular Diseases;Hypertension;Vascular DiseasesC=20, T=18 C=0.5263, T=0.4737 0.00001 184.536 38 C=4/16, T=7/11

chr14:88477413 T/T C T SNV GPR65 GPR65:exonic:NM_003608.3 1 100 2 synonymous NM_003608.3c.222C>T p.(=) -0.37 7 transmembrane receptor (rhodopsin family)rs6574978 0.329 YES 9.795E-1 (pos.88477413) G protein-coupled receptor 65G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,actin cytoskeleton reorganization,activation of GTPase activity,apoptotic process,immune response,integral component of plasma membrane,multicellular organism development,plasma membrane,positive regulation of Rho protein signal transduction,positive regulation of cAMP biosynthetic process,positive regulation of cytosolic calcium ion concentration involved in phospholipase C-activating G-protein coupled signaling pathway,positive regulation of stress fiber assembly,response to acidic pHAutoimmune Diseases;Crohn Disease;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=39 C=0.0, T=1.0 0.00001 621.329 39 C=0/0, T=28/11

chr14:88477882 A/C A C SNV GPR65 GPR65:exonic:NM_003608.3 1 53.49 2 missense NM_003608.3c.691A>C p.Ile231Leu 2.46 5 0.6(COSM3999390)7 transmembrane receptor (rhodopsin family)rs3742704 0.0879 YES 1.625E-1 (pos.88477882) acute_myeloid_leukaemia,carcinomaG protein-coupled receptor 65G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,actin cytoskeleton reorganization,activation of GTPase activity,apoptotic process,immune response,integral component of plasma membrane,multicellular organism development,plasma membrane,positive regulation of Rho protein signal transduction,positive regulation of cAMP biosynthetic process,positive regulation of cytosolic calcium ion concentration involved in phospholipase C-activating G-protein coupled signaling pathway,positive regulation of stress fiber assembly,response to acidic pHAutoimmune Diseases;Crohn Disease;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=20, C=23 A=0.4651, C=0.5349 0.00001 260.164 43 A=6/14, C=15/8

chr16:20352756 G/G A G SNV UMOD UMOD:intronic:NM_001008389.2 1 100 intronic NM_001008389.2c.1332-98T>Cp.? -3.62 Calcium-binding EGF domain,EGF domain,EGF-like domain,Human growth factor-like EGF,Zona pellucida-like domainrs9646256 YES Uromodulin (uromucoid, Tamm-Horsfall glycoprotein)Golgi lumen,IgG binding,anchored component of membrane,apical plasma membrane,basolateral plasma membrane,calcium ion binding,cellular defense response,chemical homeostasis,ciliary membrane,cilium,excretion,extracellular exosome,extracellular region,extrinsic component of membrane,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,integral component of membrane,leukocyte cell-cell adhesion,metanephric ascending thin limb development,metanephric distal convoluted tubule development,metanephric thick ascending limb development,negative regulation of cell proliferation,neutrophil migration,protein N-linked glycosylation via asparagine,regulation of ion homeostasis,spindle poleArthritis;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gout;Hypertension;Joint Diseases;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Polycystic Kidney Diseases;Polycystic Kidney, Autosomal Dominant;Purine-Pyrimidine Metabolism, Inborn Errors;Renal Insufficiency;Renal Insufficiency, Chronic;Rheumatic Diseases;Urologic Diseases;Vascular DiseasesA=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=14/12

chr4:8582742 C/T C T SNV GPR78 GPR78:exonic:NM_080819.4 1 50 1 synonymous NM_080819.4c.33C>T p.(=) -0.84 0.15(COSM3760792)7 transmembrane receptor (rhodopsin family)rs17844776 0.335 YES 2.248E-2 (pos.8582742) adenocarcinomaG protein-coupled receptor 78G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,adenylate cyclase-activating G-protein coupled receptor signaling pathway,integral component of membrane,intracellular,plasma membrane,protein bindingC=17, T=17 C=0.5, T=0.5 0.00001 171.712 34 C=9/8, T=7/10

chr16:20410669 A/G A G SNV PDILT PDILT:intronic:NM_174924.1 1 53.49 intronic NM_174924.1c.-6-40T>C p.? -1.28 Thioredoxin,Thioredoxin-like domainrs764499875,rs9928648 0.2866 YES 1.568E-1;0.0 (pos.20410669) cell migration,cell redox homeostasis,endoplasmic reticulum,multicellular organism development,peptidyl-proline 4-dioxygenase activity,peptidyl-proline hydroxylation,protein disulfide isomerase activity,protein folding,regulation of oxidative stress-induced intrinsic apoptotic signaling pathway,response to endoplasmic reticulum stress,spermatid developmentA=20, G=23 A=0.4651, G=0.5349 0.00001 261.077 43 A=7/13, G=15/8

chr16:20497775 C/C G C SNV ACSM2A ACSM2A:intronic:NM_001308954.1 1 100 intronic NM_001308954.1c.1630-121G>Cp.? -0.25 AMP-binding enzyme,AMP-binding enzyme C-terminal domainrs4783532 YES Acyl-CoA synthetase medium-chain family, member 2AATP binding,acyl-CoA ligase activity,butyrate-CoA ligase activity,catalytic activity,fatty acid biosynthetic process,fatty acid ligase activity,fatty-acyl-CoA synthase activity,glucose homeostasis,medium-chain fatty-acyl-CoA metabolic process,metabolic process,metal ion binding,mitochondrial matrix,mitochondrion,triglyceride homeostasisG=0, C=81 G=0.0, C=1.0 0.00001 1308.54 81 G=0/0, C=39/42

chr16:20792188 C/C T C SNV ACSM3 ACSM3:intronic:NM_005622.3 1 100 intronic NM_005622.3c.782+9T>Cp.? -0.35 0.01(COSM3999764),0.01(COSM3999765)AMP-binding enzyme,AMP-binding enzyme C-terminal domainrs5715 0.2707 YES 4.784E-1 (pos.20792188) acute_myeloid_leukaemiaAcyl-CoA synthetase medium-chain family member 3ATP binding,acyl-CoA ligase activity,acyl-CoA metabolic process,butyrate-CoA ligase activity,catalytic activity,cellular_component,cholesterol homeostasis,fatty acid biosynthetic process,fatty acid ligase activity,fatty-acyl-CoA synthase activity,metabolic process,metal ion binding,mitochondrial matrix,molecular_function,regulation of blood pressureCardiovascular Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Vascular DiseasesT=0, C=46 T=0.0, C=1.0 0.00001 768.28 46 T=0/0, C=28/18

chr4:8582856 T/G T G SNV GPR78 GPR78:exonic:NM_080819.4 1 46.88 1 synonymous NM_080819.4c.147T>G p.(=) -0.67 0.12(COSM3721970)7 transmembrane receptor (rhodopsin family)rs17844777 0.3448 YES 1.757E-2 (pos.8582856) adenocarcinoma,squamous_cell_carcinomaG protein-coupled receptor 78G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,adenylate cyclase-activating G-protein coupled receptor signaling pathway,integral component of membrane,intracellular,plasma membrane,protein bindingT=34, G=30 T=0.5313, G=0.4688 0.00001 288.123 64 T=15/19, G=6/24

chr7:112724417 G/G A G SNV GPR85 GPR85:exonic:NM_001146267.1 1 100 3 synonymous NM_001146267.1c.360T>C p.(=) 6.75 7 transmembrane receptor (rhodopsin family)rs2256044 0.1114 YES 9.782E-1 (pos.112724417) G protein-coupled receptor-85G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,endoplasmic reticulum,integral component of membrane,plasma membrane,protein binding,signal transductionA=0, G=30 A=0.0, G=1.0 0.00001 446.603 30 A=0/0, G=20/10

chr7:112724525 G/G A G SNV GPR85 GPR85:exonic:NM_001146267.1 1 100 3 synonymous NM_001146267.1c.252T>C p.(=) 4.63 7 transmembrane receptor (rhodopsin family)rs1608890 0.1116 YES 9.779E-1 (pos.112724525) G protein-coupled receptor-85G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,endoplasmic reticulum,integral component of membrane,plasma membrane,protein binding,signal transductionA=0, G=32 A=0.0, G=1.0 0.00001 485.133 32 A=0/0, G=17/15

chr16:21030897 C/C T C SNV DNAH3 DNAH3:intronic:NM_017539.2 1 100 intronic NM_017539.2c.6022+49A>Gp.? -0.76 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs3095922 9.994E-1;0.0 (pos.21030897) Dynein, axonemal, heavy chain 3ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,cilium movement,cilium-dependent cell motility,cytoplasm,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,inner dynein arm,inner dynein arm assembly,microtubule,microtubule motor activityT=0, C=29 T=0.0, C=1.0 0.00001 427.604 29 T=0/0, C=12/17

chr16:21136477 A/G A G SNV DNAH3 DNAH3:intronic:NM_017539.2 1 57.14 intronic NM_017539.2c.1404+19T>Cp.? -1.67 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs7191215 0.036 YES 9.999E-1 (pos.21136477) Dynein, axonemal, heavy chain 3ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,cilium movement,cilium-dependent cell motility,cytoplasm,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,inner dynein arm,inner dynein arm assembly,microtubule,microtubule motor activityA=9, G=12 A=0.4286, G=0.5714 0.00001 109.102 21 A=7/2, G=10/2

chr3:151012497 C/C T C SNV

GPR87,MED

12L GPR87:exonic:NM_023915.3, MED12L:intronic:NM_053002.5 1
100

3 synonymous NM_053002.5, NM_023915.3c.2146-55350T>C, c.537A>Gp.?, p.(=) -2.04 0.06(COSM5033856)7 transmembrane receptor (rhodopsin family),Eukaryotic Mediator 12 catenin-binding domain,Eukaryotic Mediator 12 subunit domain,Transcription mediator complex subunit Med12rs2242353 0.2217 YES 7.099E-1 (pos.151012497)carcinoma,diffuse_large_B_cell_lymphomaG protein-coupled receptor 87,Mediator complex subunit 12-likeG-protein coupled purinergic nucleotide receptor activity,G-protein coupled purinergic nucleotide receptor signaling pathway,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription cofactor activity,beta-catenin binding,biological_process,integral component of plasma membrane,mediator complex,negative regulation of adenylate cyclase activity,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedT=0, C=35 T=0.0, C=1.0 0.00001 537.041 35 T=0/0, C=19/16

chr3:151011969 G/A G A SNV

GPR87,MED

12L GPR87:exonic:NM_023915.3, MED12L:intronic:NM_053002.5 1
50

3 synonymous NM_053002.5, NM_023915.3c.2146-55878G>A, c.1065C>Tp.?, p.(=) -0.77 0.02(COSM3759829)7 transmembrane receptor (rhodopsin family),Eukaryotic Mediator 12 catenin-binding domain,Eukaryotic Mediator 12 subunit domain,Transcription mediator complex subunit Med12rs1048408 0.4698 YES 4.728E-1 (pos.151011969)adenocarcinoma,carcinoma,ductal_carcinomaG protein-coupled receptor 87,Mediator complex subunit 12-likeG-protein coupled purinergic nucleotide receptor activity,G-protein coupled purinergic nucleotide receptor signaling pathway,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription cofactor activity,beta-catenin binding,biological_process,integral component of plasma membrane,mediator complex,negative regulation of adenylate cyclase activity,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedG=28, A=28 G=0.5, A=0.5 0.00001 272.138 56 G=11/17, A=13/15

chr16:223735 G/G A G SNV HBA2 HBA2:downstream:NM_000517.4 1 100 intronic NM_000517.4c.*136A>G p.? 0.37 rs2685121 YES Hemoglobin alpha-2bicarbonate transport,blood microparticle,cellular oxidant detoxification,cytosol,cytosolic small ribosomal subunit,endocytic vesicle lumen,extracellular exosome,extracellular region,extracellular space,haptoglobin binding,haptoglobin-hemoglobin complex,heme binding,hemoglobin complex,hydrogen peroxide catabolic process,iron ion binding,membrane,oxygen binding,oxygen carrier activity,oxygen transport,peroxidase activity,positive regulation of cell death,protein binding,protein heterooligomerization,receptor-mediated endocytosis,response to hydrogen peroxideAcneiform Eruptions;Anemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Chloracne;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Polycythemia;Pregnancy Complications;Skin Diseases;Skin and Connective Tissue Diseases;Thalassemia;alpha-Thalassemia;beta-ThalassemiaBenign A=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=9/12

chr17:72443287 G/G C G SNV GPRC5C GPRC5C:utr_3:NM_018653.3 1 100 4 utr_3 NM_018653.3c.1482C>G p.? 0.34 7 transmembrane sweet-taste receptor of 3 GCPRrs6980 YES G protein-coupled receptor, family C, group 5, member CG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cytoplasmic vesicle membrane,extracellular exosome,integral component of membrane,integral component of plasma membrane,receptor complex,vesicleC=0, G=35 C=0.0, G=1.0 0.00001 543.745 35 C=0/0, G=20/15

chr6:117121894 A/A G A SNV GPRC6A GPRC6A:exonic:NM_148963.3 1 100 4 synonymous NM_148963.3c.1401C>T p.(=) -0.39 7 transmembrane sweet-taste receptor of 3 GCPR,Nine Cysteines Domain of family 3 GPCR,Receptor family ligand binding regionrs6917467 8.00E-04 1.0 (pos.117121894) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium-mediated signaling,cell surface,integral component of membrane,intracellular,plasma membrane,response to amino acidG=0, A=40 G=0.0, A=1.0 0.00001 644.284 40 G=0/0, A=24/16

chr16:23205657 G/C G C SNV SCNN1G SCNN1G:intronic:NM_001039.3 1 47.62 intronic NM_001039.3c.913+62G>Cp.? 0.28 Amiloride-sensitive sodium channelrs4247210 YES Sodium channel, nonvoltage-gated 1, gammaWW domain binding,apical plasma membrane,excretion,external side of plasma membrane,extracellular exosome,integral component of plasma membrane,ion channel activity,ion transmembrane transport,ligand-gated sodium channel activity,multicellular organismal water homeostasis,nucleolus,nucleoplasm,plasma membrane,protein binding,response to stimulus,sensory perception of taste,sodium channel activity,sodium channel complex,sodium ion homeostasis,sodium ion transmembrane transport,sodium ion transportBronchial Diseases;Bronchiectasis;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cystic Fibrosis;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hypertension;Hypotension;Infant, Newborn, Diseases;Kidney Diseases;Liddle Syndrome;Lung Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pancreatic Diseases;Pseudohypoaldosteronism;Renal Tubular Transport, Inborn Errors;Respiratory Tract Diseases;Urologic Diseases;Vascular DiseasesAmiloride,Triamterene G=11, C=10 G=0.5238, C=0.4762 0.00001 82.2901 21 G=2/9, C=1/9

chr5:176025938 C/C T C SNV GPRIN1 GPRIN1:exonic:NM_052899.2 1 100 2 missense NM_052899.2c.898A>G p.Met300Val -2.16 21 G protein-regulated inducer of neurite outgrowth C-terminusrs6556276 0 9.999E-1 (pos.176025938) G protein-regulated inducer of neurite outgrowth 1growth cone,neuron projection development,phosphoprotein binding,plasma membraneT=0, C=77 T=0.0, C=1.0 0.00001 1233.48 77 T=0/0, C=37/40

chr10:47000188 G/G A G SNV GPRIN2 GPRIN2:exonic:NM_014696.4 1 100 3 synonymous NM_014696.4c.1308A>G p.(=) -7.59 0.01(COSM3751795)G protein-regulated inducer of neurite outgrowth C-terminusrs3127824 0.0014 YES 1.0 (pos.47000188) adenocarcinomaG protein-regulated inducer of neurite outgrowth 2protein binding A=0, G=103 A=0.0, G=1.0 0.00001 1609.34 103 A=0/0, G=48/55



chr9:139252495 A/A G A SNV GPSM1 GPSM1:exonic:NM_001145638.2 1 100 14 synonymous NM_001145638.2c.1851G>A p.(=) -1.52 0.09(COSM3721974)GoLoco motif,Tetratricopeptide repeatrs3812547 0.333 YES 9.506E-1 (pos.139252495)adenocarcinoma,squamous_cell_carcinomaGDP-dissociation inhibitor activity,GTPase regulator activity,Golgi apparatus,Golgi membrane,cell cortex,cell differentiation,cytosol,endoplasmic reticulum membrane,negative regulation of GTPase activity,negative regulation of guanyl-nucleotide exchange factor activity,nervous system development,nucleoplasm,plasma membrane,positive regulation of macroautophagy,protein binding,protein complex,regulation of catalytic activityCocaine-Related Disorders;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Mental Disorders;Metabolic Diseases;Nutritional and Metabolic Diseases;Substance-Related DisordersG=0, A=27 G=0.0, A=1.0 0.00001 389.884 27 G=0/0, A=8/19

chr3:49395757 A/A G A SNV GPX1,RHOA GPX1:utr_5:NM_000581.3, RHOA:downstream:NM_001664.3 1
100

1 utr_5 NM_000581.3, NM_001664.3c.-46C>T, c.*1885C>Tp.?, p.? -1.78 Glutathione peroxidasers1800668,rs775819324 YES 0.0 (pos.49395755),8.85E-2 (pos.49395757)Glutathione peroxidase-1,Ras homolog gene family, member A (oncogene RHO H12)G-protein coupled receptor signaling pathway,GTP binding,GTPase activity,Lewy body,Rho protein signal transduction,Roundabout signaling pathway,SH3 domain binding,UV protection,Wnt signaling pathway, planar cell polarity pathway,actin cytoskeleton organization,actin cytoskeleton reorganization,angiogenesis involved in wound healing,apical junction assembly,apical junction complex,apolipoprotein A-I-mediated signaling pathway,blood vessel endothelial cell migration,cell cortex,cell junction,cell junction assembly,cell migration,cell periphery,cell redox homeostasis,cellular oxidant detoxification,cellular response to chemokine,cellular response to lipopolysaccharide,cellular response to oxidative stress,cleavage furrow,cleavage furrow formation,cytoplasm,cytoskeleton,cytosol,dendritic spine,endoplasmic reticulum membrane,endosome,endothelial cell development,endothelial cell migration,endothelial tube lumen extension,ephrin receptor signaling pathway,establishment of epithelial cell apical/basal polarity,extraAutistic Disorder;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Basal Ganglia Diseases;Bone Diseases;Bone Diseases, Metabolic;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Squamous Cell;Carcinoma, Transitional Cell;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Child Development Disorders, Pervasive;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Epilepsy;Fatty Liver;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, IGA;Glucose Metabolism Disorders;Head and Neck Neoplasms;Heart Diseases;Hemic and Lymphatic Diseases;Hepatitis;Hepatitis, Chronic;Hyperglycemia;Hyperinsulinism;Hypertension;Hyperthyroidism;Immune System Diseases;Immunoblastic LympGlutathione,Guanosine-5'-DiphosphateG=0, A=31 G=0.0, A=1.0 0.00001 465.67 31 G=0/0, A=11/20

chr16:24135112 C/C T C SNV PRKCB PRKCB:intronic:NM_002738.6 1 100 intronic NM_002738.6c.919-44T>Cp.? 0.17 C2 domain,Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers1013316 0.4041 YES 8.047E-1 (pos.24135112) ATP binding,B cell activation,B cell receptor signaling pathway,Rab GTPase binding,adaptive immune response,androgen receptor binding,apoptotic process,calcium channel regulator activity,calcium ion transport,calcium-dependent protein kinase C activity,cellular calcium ion homeostasis,cellular response to carbohydrate stimulus,chromatin binding,cytoplasm,cytosol,exocytosis,extracellular exosome,histone H3-T6 phosphorylation,histone binding,histone kinase activity (H3-T6 specific),intracellular,intracellular signal transduction,ligand-dependent nuclear receptor transcription coactivator activity,lipoprotein transport,membrane,mitotic nuclear envelope disassembly,negative regulation of glucose transport,negative regulation of insulin receptor signaling pathway,nucleoplasm,nucleus,peptidyl-serine phosphorylation,plasma membrane,platelet activation,positive regulation of B cell receptor signaling pathway,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of NF-kappaB transcription factAutistic Disorder;Cardiomegaly;Cardiovascular Diseases;Child Development Disorders, Pervasive;Colonic Diseases;Colorectal Neoplasms;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glucose Metabolism Disorders;Heart Diseases;Hemic and Lymphatic Diseases;Hyperglycemia;Immune System Diseases;Immunoproliferative Disorders;Inflammatory Bowel Diseases;Intestinal Diseases;Intestinal Neoplasms;Leukemia;Leukemia, Lymphoid;Leukemia, T-Cell;Leukemia-Lymphoma, Adult T-Cell;Lymphatic Diseases;Lymphoproliferative Disorders;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nervous System Diseases;Neurodevelopmental Disorders;Nutritional and Metabolic Diseases;Rectal Diseases;Stomach Diseases;Stomach Neoplasms;Vascular DiseasesEllagic Acid,Phosphorylcolamine,Tamoxifen,Vitamin ET=0, C=45 T=0.0, C=1.0 0.00001 744.957 45 T=0/0, C=36/9

chr16:24886893 T/T G T SNV SLC5A11 SLC5A11:intronic:NM_052944.4 1 100 intronic NM_052944.4c.373-55G>Tp.? 0.12 Sodium:solute symporter familyrs34534629,rs386789920 YES Solute carrier family 5 (sodium/glucose cotransporter), member 11apoptotic process,glucose transmembrane transport,glucose:sodium symporter activity,integral component of membrane,integral component of plasma membrane,myo-inositol transport,plasma membrane,polyol transmembrane transporter activity,protein binding,sodium ion transport,transmembrane transport,transporter activityAutoimmune Diseases;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Immune System Diseases;Kidney Diseases;Lupus Erythematosus, Systemic;Lupus Nephritis;Male Urogenital Diseases;Nephritis;Skin and Connective Tissue Diseases;Urologic DiseasesG=0, T=48 G=0.0, T=1.0 0.00001 808.657 48 G=0/0, T=24/24

chr19:35510102 C/C G C SNV GRAMD1A GRAMD1A:exonic:NM_020895.4 1 100 12 synonymous NM_020895.4c.1221G>C p.(=) 0.18 0.14(COSM4000663)Domain of unknown function (DUF4782),GRAM domainrs2290646 0.3706 YES 2.463E-1 (pos.35510102) acute_myeloid_leukaemia,carcinoma,ductal_carcinoma,neoplasmintegral component of membrane,protein binding G=0, C=40 G=0.0, C=1.0 0.00001 644.286 40 G=0/0, C=19/21

chr16:2510603 T/T C T SNV TEDC2 TEDC2:intronic:NM_025108.2 1 100 intronic NM_025108.2c.126-21C>Tp.? -0.25 Domain of unknown function (DUF4693)rs4786284 0.3365 YES 7.829E-1 (pos.2510603) protein binding C=0, T=27 C=0.0, T=1.0 0.00001 389.753 27 C=0/0, T=16/11

chr5:125696140 A/A G A SNV GRAMD2B GRAMD2B:exonic:NM_001146319.2 1 100 1 synonymous NM_001146319.2c.117G>A p.(=) 0.11 GRAM domainrs11241887 0.0409 YES 1.0 (pos.125696140) cytoplasmic microtubule,identical protein binding,integral component of membrane,protein bindingG=0, A=33 G=0.0, A=1.0 0.00001 504.598 33 G=0/0, A=14/19

chr2:165477836 G/A G A SNV GRB14 GRB14:utr_5:NM_004490.2 1 50 1 utr_5 NM_004490.2c.-17C>T p.? 0.2 BPS (Between PH and SH2),PH domain,Ras association (RalGDS/AF-6) domain,SH2 domainrs10200142 0.0818 YES 4.387E-2;0.0 (pos.165477836) Growth factor receptor-bound protein 14SH3/SH2 adaptor activity,cytoplasm,cytosol,endosome membrane,identical protein binding,intracellular membrane-bounded organelle,leukocyte migration,negative regulation of insulin receptor signaling pathway,plasma membrane,positive regulation of signal transduction,protein homodimerization activity,receptor tyrosine kinase binding,signal transductionDiabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesG=12, A=13 G=0.48, A=0.52 0.00001 125.267 26 G=7/5, A=5/8

chr16:27777831 G/G A G SNV KIAA0556 KIAA0556:intronic:NM_015202.3 1 100 intronic NM_015202.3c.3975+36A>Gp.? 0.94 Domain of unknown function (DUF4457)rs8043555 0.142 YES 8.689E-1 (pos.27777831) Katanin-interacting proteincell projection,cytoplasm,cytoskeleton,extracellular spaceA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=3/22

chr2:11738091 C/C T C SNV GREB1 GREB1:exonic:NM_014668.3 1 100 14 synonymous NM_014668.3c.2139T>C p.(=) -1.01 Gene regulated by oestrogen in breast cancerrs1435547 0.0049 YES 9.757E-1 (pos.11738091) GREB1 proteinextracellular exosome,integral component of membraneEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=0, C=141 T=0.0, C=1.0 0.00001 2362.6 141 T=0/0, C=69/72

chr16:2825594 A/G A G SNV ELOB ELOB:intronic:NM_207013.2 1 53.13 intronic NM_207013.2c.139-37T>Cp.? -0.65 Ubiquitin familyrs3094774 0.1591 YES 4.34E-1 (pos.2825594) Transcription elongation factor B, polypeptide 2Cul2-RING ubiquitin ligase complex,Cul5-RING ubiquitin ligase complex,VCB complex,cytosol,elongin complex,extracellular exosome,nucleoplasm,post-translational protein modification,protein binding,protein complex assembly,protein ubiquitination,regulation of transcription from RNA polymerase II promoter in response to hypoxia,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,translation elongation factor activity,translational elongation,ubiquitin protein ligase bindingA=15, G=17 A=0.4688, G=0.5313 0.00001 175.887 32 A=12/3, G=3/14

chr18:19079853 G/G A G SNV GREB1L GREB1L:exonic:NM_001142966.2 1 100 22 synonymous NM_001142966.2c.3555A>G p.(=) 3.83 0.06(COSM4130927)Gene regulated by oestrogen in breast cancerrs4800747 3.00E-04 1.0 (pos.19079853) neoplasm GREB1-like proteinintegral component of membrane A=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=11/14

chr16:28604686 A/G A G SNV SULT1A2 SULT1A2:intronic:NM_001054.3 1 47.37 intronic NM_001054.3c.500-19T>Cp.? -0.08 Nuclear pore complex interacting protein (NPIP),Sulfotransferase domainrs3743963 0.4645 YES 2.75E-1 (pos.28604686) Sulfotransferase family 1A, phenol-preferring, member 23'-phosphoadenosine 5'-phosphosulfate metabolic process,amine biosynthetic process,aryl sulfotransferase activity,catecholamine metabolic process,cytosol,ethanol catabolic process,flavonol 3-sulfotransferase activity,phenol-containing compound metabolic process,protein binding,steroid metabolic process,sulfation,sulfotransferase activity,xenobiotic metabolic processA=20, G=18 A=0.5263, G=0.4737 0.00001 190.618 38 A=11/9, G=8/10

chr8:102504974 G/G C G SNV GRHL2 GRHL2:utr_5:NM_024915.3 1 100 1 utr_5 NM_024915.3c.-24C>G p.? 5.57 CP2 transcription factorrs515622 0.001 YES 9.019E-1 (pos.102504974) Grainyhead-like 2DNA binding transcription factor activity,bicellular tight junction assembly,brain development,camera-type eye development,cardiac ventricle morphogenesis,cell adhesion,cell junction assembly,cell proliferation,cell-cell junction,chromatin DNA binding,embryonic cranial skeleton morphogenesis,embryonic digit morphogenesis,epidermis development,epithelial cell morphogenesis,epithelial cell morphogenesis involved in placental branching,epithelium migration,face development,intronic transcription regulatory region sequence-specific DNA binding,lung epithelial cell differentiation,lung lobe morphogenesis,membrane,multicellular organism growth,negative regulation of keratinocyte differentiation,neural tube closure,neural tube development,nucleoplasm,nucleus,positive regulation of telomerase activity,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of DNA methylation,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator acEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersC=0, G=81 C=0.0, G=1.0 0.00001 1280.93 81 C=0/0, G=14/67

chr16:28631585 G/G T G SNV SULT1A1 1 100 intronic -2.06 Nuclear pore complex interacting protein (NPIP)rs1968752 YES Sulfotransferase family 1A, phenol-preferring, member 1Cardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Male Urogenital Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Urologic Neoplasms;Vascular DiseasesAcetaminophen,Adenosine-3'-5'-Diphosphate,P-Nitrophenol,TamoxifenT=0, G=20 T=0.0, G=1.0 0.00001 263.786 20 T=0/0, G=8/12

chr4:158238830 C/C T C SNV GRIA2 GRIA2:exonic:NM_000826.3 1 100 5 synonymous NM_000826.3c.687T>C p.(=) 1.61 0.91(COSM1131202),0.91(COSM1131203)Bacterial extracellular solute-binding proteins, family 3,Ligand-gated ion channel,Ligated ion channel L-glutamate- and glycine-binding site,Receptor family ligand binding regionrs4302506 0.3532 YES 8.16E-1 (pos.158238830) adenocarcinoma,carcinoma,epithelial_predominantGlutamate receptor, ionotropic, AMPA 2AMPA glutamate receptor activity,AMPA glutamate receptor complex,amyloid-beta binding,amyloid-beta complex,cell junction,chemical synaptic transmission,dendrite,dendritic spine,endocytic vesicle membrane,endoplasmic reticulum membrane,excitatory extracellular ligand-gated ion channel activity,excitatory postsynaptic potential,excitatory synapse,external side of plasma membrane,extracellularly glutamate-gated ion channel activity,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,ionotropic glutamate receptor activity,ionotropic glutamate receptor signaling pathway,plasma membrane,postsynapse,postsynaptic endocytic zone,postsynaptic membrane,protein binding,signal transduction,synaptic transmission, glutamatergicBrain Diseases;Central Nervous System Diseases;Cocaine-Related Disorders;Dyskinesias;Epilepsy;Hyperkinesis;Mental Disorders;Nervous System Diseases;Neurologic Manifestations;Status Epilepticus;Substance Withdrawal Syndrome;Substance-Related Disorders(3R)-3-cyclopentyl-6-methyl-7-(4-methylpiperazin-1-yl)sulfonyl-3,4-dihydro-2H-1,2-benzothiazine 1,1-dioxide,(3R)-3-cyclopentyl-7-(4-methylpiperazin-1-yl)sulfonyl-3,4-dihydro-2H-1,2-benzothiazine 1,1-dioxide,(3S)-3-cyclopentyl-6-methyl-7-(4-methylpiperazin-1-yl)sulfonyl-3,4-dihydro-2H-1,2,4-benzothiadiazine 1,1-dioxide,(S)-2-Amino-3-(1,3,5,7-Pentahydro-2,4-Dioxo-CyclopentaEPyrimidin-1-Yl) Proionic Acid,(S)-AMPA,(S)-ATPA,(S)-Des-Me-Ampa,2,3,6A,7,8,9-HEXAHYDRO-11H-1,4DIOXINO2,3-GPYRROLO2,1-B1,3BENZOXAZIN-11-ONE,2-Amino-3-(3-Hydroxy-7,8-Dihydro-6h-CycloheptaD-4-Isoxazolyl)Propionic Acid,2-Amino-3-(5-Tert-Butyl-3-(Phosphonomethoxy)-4-Isoxazolyl)Propionic Acid,Amobarbital,Aniracetam,Aprobarbital,Barbital,Barbituric acid derivative,Bromo-Willardiine,Butabarbital,Butalbital,Butethal,CX717,Ethanol,FG-9041,Fluoro-Willardiine,Glutamic Acid,Heptabarbital,Hexobarbital,Iodo-Willardiine,Metharbital,Methylphenobarbital,N,N'-biphenyl-4,4'-diyldi(2R)propane-2,1-diyldimethanesulfonamide,Pentobarbital,Phenobarbital,Primidone,QuiT=0, C=85 T=0.0, C=1.0 0.00001 1394.81 85 T=0/0, C=36/49

chr16:28847246 T/C T C SNV ATXN2L ATXN2L:intronic:NM_148414.2 1 58.33 intronic NM_148414.2c.2896-8T>Cp.? -0.82 0.03(COSM6237722),0.03(COSM6237723),0.03(COSM6237724),0.03(COSM6237725)Ataxin 2 SM domain,Ataxin-2 C-terminal region,LsmAD domain,Nuclear pore complex interacting protein (NPIP)rs12928404 0.3876 YES 4.469E-1 (pos.28847246) neoplasm Ataxin 2-like RNA binding,cadherin binding,cytoplasmic stress granule,cytosol,integral component of membrane,membrane,nuclear speck,protein binding,regulation of cytoplasmic mRNA processing body assembly,stress granule assemblyDigestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesT=10, C=14 T=0.4167, C=0.5833 0.00001 134.438 24 T=7/3, C=7/7

chr9:140051375 TA/TA T TA INDEL GRIN1 GRIN1:exonic:NM_001185090.1 1 100 7 frameshiftInsertion NM_001185090.1c.917_918insAp.Val308fs 7.41 Bacterial extracellular solute-binding proteins, family 3,Calmodulin-binding domain C0 of NMDA receptor NR1 subunit,Ligand-gated ion channel,Ligated ion channel L-glutamate- and glycine-binding site,Receptor family ligand binding regionG protein-regulated inducer of neurite outgrowth 1,Glutamate receptor, ionotropic, N-methyl D-aspartate 1MAPK cascade,NMDA glutamate receptor activity,NMDA selective glutamate receptor complex,Ras guanyl-nucleotide exchange factor activity,adult locomotory behavior,calcium channel activity,calcium ion binding,calcium ion homeostasis,calcium ion transmembrane import into cytosol,calcium-mediated signaling,calmodulin binding,cation transport,cell junction,cell surface,cellular response to amyloid-beta,cerebral cortex development,conditioned taste aversion,dendrite,dendritic spine,endoplasmic reticulum,ephrin receptor signaling pathway,excitatory postsynaptic potential,excitatory synapse,extracellularly glutamate-gated ion channel activity,glutamate binding,glutamate-gated calcium ion channel activity,glycine binding,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,ionotropic glutamate receptor activity,ionotropic glutamate receptor signaling pathway,long-term memory,male mating behavior,negative regulation of neuron apoptotic process,neuron projection,neurotransmitteCocaine-Related Disorders;Mental Disorders;Nervous System Diseases;Neurologic Manifestations;Pain;Psychotic Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Substance-Related DisordersAcamprosate,Acetylcysteine,Agmatine,Atomoxetine,CNS-5161,Cycloleucine,D-Serine,Dcka, 5,7-Dichlorokynurenic Acid,Gabapentin,Gavestinel,Glutamic Acid,Ifenprodil,Ketobemidone,Magnesium acetate tetrahydrate,Magnesium carbonate,Memantine,Milnacipran,Orphenadrine,Pentobarbital,Pethidine,Phenobarbital,Prasterone,SecobarbitalT=0, TA=41 T=0.0, TA=1.0 0.00001 554.094 41 T=0/0, TA=23/18

chr17:72851133 G/G A G SNV GRIN2C GRIN2C:exonic:NM_000835.4 1 100 2 synonymous NM_000835.4c.99T>C p.(=) -0.55 0.02(COSM1479984),0.02(COSM437342)Bacterial extracellular solute-binding proteins, family 3,Ligand-gated ion channel,Ligated ion channel L-glutamate- and glycine-binding site,N-methyl D-aspartate receptor 2B3 C-terminus,Receptor family ligand binding regionrs689730 0.0956 YES 7.401E-1 (pos.72851133) adenocarcinoma,neoplasmGlutamate receptor, ionotropic, N-methyl D-aspartate 2CMAPK cascade,NMDA glutamate receptor activity,NMDA selective glutamate receptor complex,Ras guanyl-nucleotide exchange factor activity,calcium ion transmembrane import into cytosol,calcium-mediated signaling,cell junction,directional locomotion,excitatory postsynaptic potential,extracellularly glutamate-gated ion channel activity,glutamate receptor signaling pathway,glutamate-gated calcium ion channel activity,integral component of membrane,integral component of plasma membrane,intracellular,ion transmembrane transport,ionotropic glutamate receptor activity,ionotropic glutamate receptor signaling pathway,negative regulation of protein catabolic process,neuromuscular process controlling balance,plasma membrane,postsynaptic density,postsynaptic membrane,protein binding,protein localization,regulation of ion transmembrane transport,regulation of molecular function,response to wounding,transportAcamprosate,Atomoxetine,Gabapentin,Gavestinel,Glutamic Acid,Glycine,Ketobemidone,Magnesium acetate tetrahydrate,Magnesium carbonate,Milnacipran,Pentobarbital,Pethidine,Phenobarbital,Prasterone,Secobarbital,TenocyclidineA=0, G=203 A=0.0, G=1.0 0.00001 3292.37 203 A=0/0, G=53/150

chr16:28913787 T/C T C SNV ATP2A1 ATP2A1:intronic:NM_173201.3 1 53.33 intronic NM_173201.3c.2524+80T>Cp.? -2.4 Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,Cation transporting ATPase, C-terminus,E1-E2 ATPase,Nuclear pore complex interacting protein (NPIP),haloacid dehalogenase-like hydrolasers7189927 YES ATPase, Ca++ transporting, fast-twitch, 1ATP binding,ATP hydrolysis coupled cation transmembrane transport,ATPase activity,H zone,I band,apoptotic mitochondrial changes,calcium channel complex,calcium ion binding,calcium ion import,calcium ion transmembrane transport,calcium ion transport,calcium-transporting ATPase activity,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,integral component of membrane,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,ion transmembrane transport,maintenance of mitochondrion location,membrane,mitochondrion,negative regulation of endoplasmic reticulum calcium ion concentration,negative regulation of striated muscle contraction,nucleotide binding,perinuclear region of cytoplasm,platelet dense tubular network membrane,positive regulation of endoplasmic reticulum calcium ion concentration,positive regulation of fast-twitch skeletal muscle fiber contraction,positive regulation of mitochondrial calcium ion concentration,protein binding,protein homodimerizaCardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Failure;Heredodegenerative Disorders, Nervous System;Muscular Diseases;Musculoskeletal Diseases;Myotonia Congenita;Myotonic Disorders;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases(6AR,11AS,11BR)-10-ACETYL-9-HYDROXY-7,7-DIMETHYL-2,6,6A,7,11A,11B-HEXAHYDRO-11H-PYRROLO1',2':2,3ISOINDOLO4,5,6-CDINDOL-11-ONE,2,5-DI-(TERT-BUTYL)-1,4,BENZOHYDROQUINONE,Adenosine-5'-Beta, Gamma-MethyleneTriphosphate,Tetrafluoroaluminate IonT=14, C=16 T=0.4667, C=0.5333 0.00001 159.916 30 T=2/12, C=8/8

chr16:28962755 G/A G A SNV NFATC2IP NFATC2IP:intronic:NM_032815.3 1 57.14 intronic NM_032815.3c.387+36G>Ap.? 0.41 Nuclear pore complex interacting protein (NPIP),Ubiquitin-2 like Rad60 SUMO-likers12449272 0.2107 YES 3.654E-1 (pos.28962755) NFATC2-interacting proteincytokine production,cytoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein sumoylation,protein tagG=33, A=44 G=0.4286, A=0.5714 0.00001 491.665 77 G=18/15, A=29/15

chr9:104499575 C/C T C SNV GRIN3A GRIN3A:exonic:NM_133445.2 1 100 1 synonymous NM_133445.2c.687A>G p.(=) 0.05 0.15(COSM6351396)Bacterial extracellular solute-binding proteins, family 3,Ligand-gated ion channel,Ligated ion channel L-glutamate- and glycine-binding siters1337677 0.0522 YES 5.462E-1 (pos.104499575)carcinoma Glutamate receptor, ionotropic, N-methyl-D-aspartate 3ANMDA glutamate receptor activity,NMDA selective glutamate receptor complex,calcium channel activity,calcium ion transmembrane transport,calcium ion transport,cell junction,dendrite development,excitatory postsynaptic potential,extracellularly glutamate-gated ion channel activity,glycine binding,identical protein binding,integral component of membrane,ionotropic glutamate receptor signaling pathway,membrane,neuron projection,neuronal cell body,postsynaptic density,postsynaptic membrane,prepulse inhibition,protein binding,protein phosphatase 2A binding,regulation of ion transmembrane transport,response to ethanol,synapseErectile Dysfunction;Genital Diseases, Male;Male Urogenital Diseases;Mental Disorders;Sexual Dysfunction, Physiological;Sexual Dysfunctions, PsychologicalAcamprosate,Acetylcysteine,Amantadine,Atomoxetine,Chloroprocaine,Dextromethorphan,Ethanol,Ethopropazine,Felbamate,Gabapentin,Gavestinel,Glutamic Acid,Halothane,Ketamine,Ketobemidone,Magnesium acetate tetrahydrate,Magnesium carbonate,Memantine,Methadone,Milnacipran,Neramexane,Orphenadrine,Pentobarbital,Phencyclidine,Phenobarbital,Prasterone,Procaine,Rolicyclidine,Secobarbital,Tenocyclidine,TramadolT=0, C=40 T=0.0, C=1.0 0.00001 644.213 40 T=0/0, C=30/10

chr16:29790767 G/G A G SNV ZG16 ZG16:intronic:NM_152338.3 1 100 intronic NM_152338.3c.56-59A>Gp.? -0.76 Jacalin-like lectin domainrs235635 YES Zymogen granule protein, 16-kDGolgi lumen,carbohydrate binding,cytoplasmic vesicle lumen,extracellular matrix,protein binding,protein transport,proteinaceous extracellular matrix,zymogen granule membraneA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=6/14

chr19:1004740 C/C T C SNV GRIN3B GRIN3B:exonic:NM_138690.2 1 100 3 missense NM_138690.2c.1240T>C p.Trp414Arg 0.58 0.54 101 0 0(COSM3756241)Bacterial extracellular solute-binding proteins, family 3,Ligand-gated ion channel,Ligated ion channel L-glutamate- and glycine-binding siters2240157 0.2881 YES 4.967E-1 (pos.1004740) acute_myeloid_leukaemia,adenocarcinomaNMDA selective glutamate receptor complex,calcium channel activity,calcium ion transmembrane transport,cation channel activity,cell junction,excitatory postsynaptic potential,extracellularly glutamate-gated ion channel activity,glycine binding,ionotropic glutamate receptor activity,ionotropic glutamate receptor signaling pathway,neuronal cell body,neurotransmitter binding,neurotransmitter receptor activity,postsynaptic membrane,protein insertion into membrane,regulation of calcium ion transportAcamprosate,Atomoxetine,Gabapentin,Gavestinel,Glutamic Acid,Glycine,Halothane,Ketobemidone,Magnesium acetate tetrahydrate,Magnesium carbonate,Milnacipran,Orphenadrine,Pentobarbital,Phenobarbital,Prasterone,Secobarbital,TenocyclidineT=0, C=50 T=0.0, C=1.0 0.00001 844.318 50 T=0/0, C=26/24

chr19:1004710 C/T C T SNV GRIN3B GRIN3B:exonic:NM_138690.2 1 51.92 3 missense NM_138690.2c.1210C>T p.Arg404Trp -1.68 0.11 101 0.033 0.05(COSM3749445)Bacterial extracellular solute-binding proteins, family 3,Ligand-gated ion channel,Ligated ion channel L-glutamate- and glycine-binding siters4807399 0.4798 YES 8.617E-2 (pos.1004710) adenocarcinoma,rhabdomyosarcomaNMDA selective glutamate receptor complex,calcium channel activity,calcium ion transmembrane transport,cation channel activity,cell junction,excitatory postsynaptic potential,extracellularly glutamate-gated ion channel activity,glycine binding,ionotropic glutamate receptor activity,ionotropic glutamate receptor signaling pathway,neuronal cell body,neurotransmitter binding,neurotransmitter receptor activity,postsynaptic membrane,protein insertion into membrane,regulation of calcium ion transportAcamprosate,Atomoxetine,Gabapentin,Gavestinel,Glutamic Acid,Glycine,Halothane,Ketobemidone,Magnesium acetate tetrahydrate,Magnesium carbonate,Milnacipran,Orphenadrine,Pentobarbital,Phenobarbital,Prasterone,Secobarbital,TenocyclidineC=25, T=27 C=0.4808, T=0.5192 0.00001 270.395 52 C=16/9, T=14/13

chr16:30119525 A/A C A SNV GDPD3 GDPD3:intronic:NM_024307.2 1 100 intronic NM_024307.2c.819+9G>Tp.? -0.04 0(COSM5021883)Glycerophosphoryl diester phosphodiesterase familyrs8061772 0.1351 YES 9.838E-1 (pos.30119525) osteosarcoma Glycerophosphodiester phosphodiesterase domain-containing protein 3endoplasmic reticulum membrane,extracellular exosome,integral component of membrane,metal ion binding,perinuclear region of cytoplasm,phosphatidylcholine catabolic process,phosphoric diester hydrolase activityCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesC=0, A=33 C=0.0, A=1.0 0.00001 504.591 33 C=0/0, A=14/19

chr16:3016885 G/G A G SNV KREMEN2 KREMEN2:intronic:NM_172229.2 1 100 intronic NM_172229.2c.641-26A>Gp.? 0.14 CUB domain,Kringle domain,WSC domainrs58462745 0.0016 1.0 (pos.3016885) Kringle domain-containing transmembrane protein 2Wnt signaling pathway,cell communication,early endosome membrane,integral component of membrane,limb development,membrane,negative regulation of canonical Wnt signaling pathway,negative regulation of ossification,plasma membraneA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=11/10

chr11:67050291 TA/TA T TA INDEL GRK2 GRK2:splicesite_5:NM_001619.3 1 100 14 splicesite NM_001619.3c.1227+2T>TAp.? 7.15 PH domain,Protein kinase domain,Protein tyrosine kinase,Regulator of G protein signaling domain ATP binding,Edg-2 lysophosphatidic acid receptor binding,G-protein coupled acetylcholine receptor signaling pathway,G-protein coupled receptor kinase activity,G-protein coupled receptor signaling pathway,alpha-2A adrenergic receptor binding,beta-adrenergic receptor kinase activity,cardiac muscle contraction,cilium,cytoplasm,cytosol,desensitization of G-protein coupled receptor protein signaling pathway,heart development,membrane,negative regulation of striated muscle contraction,negative regulation of the force of heart contraction by chemical signal,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,plasma membrane,positive regulation of catecholamine secretion,protein binding,protein kinase activity,protein phosphorylation,receptor internalization,signal transduction,tachykinin receptor signaling pathway,viral entry into host cell,viral genome replicationT=0, TA=32 T=0.0, TA=1.0 0.00001 401.582 32 T=0/0, TA=15/17

chr11:88242024 G/G T G SNV

GRM5,GRM

5-AS1 GRM5-AS1:exonic_nc:NR_049724.1, GRM5:exonic:NM_001143831.2 1
100

9 synonymous NR_049724.1, NM_001143831.2c.3375A>C p.(=) 0.13 0.04(COSM4146402),0.04(COSM4146403)7 transmembrane sweet-taste receptor of 3 GCPR,Homer-binding domain of metabotropic glutamate receptor,Nine Cysteines Domain of family 3 GPCR,Receptor family ligand binding regionrs2941563 0.0696 YES 9.994E-1 (pos.88242024) neoplasm Glutamate receptor, metabotropic, 5G-protein coupled glutamate receptor signaling pathway,G-protein coupled receptor activity,G-protein coupled receptor activity involved in regulation of postsynaptic membrane potential,G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled glutamate receptor signaling pathway,calcium-mediated signaling using intracellular calcium source,cellular response to amyloid-beta,chemical synaptic transmission,chemical synaptic transmission, postsynaptic,cognition,cytoplasm,extracellular exosome,glutamate receptor activity,integral component of membrane,integral component of plasma membrane,learning,learning or memory,locomotory behavior,modulation of age-related behavioral decline,neuron projection,neurotransmitter receptor activity involved in regulation of postsynaptic cytosolic calcium ion concentration,phospholipase C-activating G-protein coupled glutamate receptor signaling pathway,plasma membrane,positive regulation of protein tyrosine kinase activity,postsynaptic density,preAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Brain Diseases;Central Nervous System Diseases;Cocaine-Related Disorders;Diabetes Complications;Diabetes Mellitus;Diabetic Neuropathies;Endocrine System Diseases;Epilepsies, Partial;Epilepsy;Epilepsy, Temporal Lobe;Mental Disorders;Nervous System Diseases;Neuralgia;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Pain;Peripheral Nervous System Diseases;Status Epilepticus;Substance-Related DisordersADX10059,Acamprosate,Dipraglurant,RufinamideT=0, G=28 T=0.0, G=1.0 0.00001 408.718 28 T=0/0, G=3/25

chr16:30500761 A/A G A SNV ITGAL ITGAL:intronic:NM_002209.2 1 100 intronic NM_002209.2c.1213+54G>Ap.? -1.35 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,von Willebrand factor type A domainrs3087438 YES Integrin, alpha-L (antigen CD11A (p180), lymphocyte function-associated antigen-1, alpha polypeptide)ICAM-3 receptor activity,T cell activation via T cell receptor contact with antigen bound to MHC molecule on antigen presenting cell,cell adhesion,cell adhesion molecule binding,cell surface,cell-matrix adhesion,extracellular exosome,extracellular matrix organization,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,inflammatory response,integral component of membrane,integrin alphaL-beta2 complex,integrin complex,integrin-mediated signaling pathway,leukocyte cell-cell adhesion,leukocyte migration,membrane,metal ion binding,movement of cell or subcellular component,neutrophil degranulation,phagocytosis,plasma membrane,protein binding,protein complex binding,protein heterodimerization activity,receptor clustering,regulation of immune response,signal transduction,specific granule membraneBehcet Syndrome;Cardiovascular Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Eye Diseases;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Hereditary Autoinflammatory Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Mouth Diseases;Neoplasms;Neoplasms by Histologic Type;Panuveitis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Uveal Diseases;Uveitis;Uveitis, Anterior;Vascular Diseases;Vasculitis(S)-2-((S)-3-ISOBUTYL-2,5-DIOXO-4-QUINOLIN-3-YLMETHYL-1,4DIAZEPAN-1YL)-N-METHYL-3-NAPHTALEN-2-YL-PROPIONAMIDE,1-Acetyl-4-(4-{4-(2-Ethoxyphenyl)Thio-3-Nitrophenyl}Pyridin-2-Yl)Piperazine,3-({4-(1E)-3-morpholin-4-yl-3-oxoprop-1-en-1-yl-2,3-bis(trifluoromethyl)phenyl}sulfanyl)aniline,7A-(4-cyanophenyl)methyl-6-(3,5-dichlorophenyl)-5-oxo-2,3,5,7A-tetrahydro-1H-pyrrolo1,2-Apyrrole-7-carbonitrile,Antithymocyte immunoglobulin (rabbit),Efalizumab,LFA703,Lifitegrast,LovastatinG=0, A=60 G=0.0, A=1.0 0.00001 892.292 60 G=0/0, A=28/32

chr16:30505513 G/G A G SNV ITGAL ITGAL:intronic:NM_002209.2 1 100 intronic NM_002209.2c.1214-20A>Gp.? -0.9 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,von Willebrand factor type A domainrs386790266,rs4350585,rs8790832160.3377 YES 9.893E-1 (pos.30505513) Integrin, alpha-L (antigen CD11A (p180), lymphocyte function-associated antigen-1, alpha polypeptide)ICAM-3 receptor activity,T cell activation via T cell receptor contact with antigen bound to MHC molecule on antigen presenting cell,cell adhesion,cell adhesion molecule binding,cell surface,cell-matrix adhesion,extracellular exosome,extracellular matrix organization,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,inflammatory response,integral component of membrane,integrin alphaL-beta2 complex,integrin complex,integrin-mediated signaling pathway,leukocyte cell-cell adhesion,leukocyte migration,membrane,metal ion binding,movement of cell or subcellular component,neutrophil degranulation,phagocytosis,plasma membrane,protein binding,protein complex binding,protein heterodimerization activity,receptor clustering,regulation of immune response,signal transduction,specific granule membraneBehcet Syndrome;Cardiovascular Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Eye Diseases;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Hereditary Autoinflammatory Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Mouth Diseases;Neoplasms;Neoplasms by Histologic Type;Panuveitis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Uveal Diseases;Uveitis;Uveitis, Anterior;Vascular Diseases;Vasculitis(S)-2-((S)-3-ISOBUTYL-2,5-DIOXO-4-QUINOLIN-3-YLMETHYL-1,4DIAZEPAN-1YL)-N-METHYL-3-NAPHTALEN-2-YL-PROPIONAMIDE,1-Acetyl-4-(4-{4-(2-Ethoxyphenyl)Thio-3-Nitrophenyl}Pyridin-2-Yl)Piperazine,3-({4-(1E)-3-morpholin-4-yl-3-oxoprop-1-en-1-yl-2,3-bis(trifluoromethyl)phenyl}sulfanyl)aniline,7A-(4-cyanophenyl)methyl-6-(3,5-dichlorophenyl)-5-oxo-2,3,5,7A-tetrahydro-1H-pyrrolo1,2-Apyrrole-7-carbonitrile,Antithymocyte immunoglobulin (rabbit),Efalizumab,LFA703,Lifitegrast,LovastatinA=0, G=53 A=0.0, G=1.0 0.00001 782.029 53 A=0/0, G=23/30

chr5:178415982 G/G A G SNV GRM6 GRM6:exonic:NM_000843.3 1 100 6 synonymous NM_000843.3c.1308T>C p.(=) -3.37 7 transmembrane sweet-taste receptor of 3 GCPR,Nine Cysteines Domain of family 3 GPCR,Periplasmic binding protein,Receptor family ligand binding regionrs4701014,rs7970447712.00E-04 1.0 (pos.178415982) Glutamate receptor, metabotropic, 6G-protein coupled glutamate receptor signaling pathway,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Golgi membrane,adenylate cyclase inhibiting G-protein coupled glutamate receptor activity,adenylate cyclase-inhibiting G-protein coupled glutamate receptor signaling pathway,chemical synaptic transmission,dendrite,detection of light stimulus involved in visual perception,detection of visible light,endoplasmic reticulum membrane,glutamate receptor activity,integral component of plasma membrane,locomotory behavior,new growing cell tip,plasma membrane,positive regulation of calcium ion import,presynaptic membrane,protein binding,protein homodimerization activity,regulation of synaptic transmission, glutamatergic,retina development in camera-type eyeCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Vision DisordersBenign A=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=16/8

chr16:3071420 A/A T A SNV TNFRSF12A TNFRSF12A:intronic:NM_016639.2 1 100 intronic NM_016639.2c.199+100T>Ap.? -0.2 Tumour necrosis factor receptor stn_TNFRSF12A_TNFR domainrs2232798 YES Tumor necrosis factor receptor superfamily, member 12Aangiogenesis,cell surface,extrinsic apoptotic signaling pathway,integral component of membrane,plasma membrane,positive regulation of apoptotic process,positive regulation of axon extension,positive regulation of extrinsic apoptotic signaling pathway,protein binding,regulation of angiogenesis,regulation of wound healing,ruffle,substrate-dependent cell migration, cell attachment to substrate,tumor necrosis factor-mediated signaling pathwayAcute Kidney Injury;Cardiovascular Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Heart Diseases;Kidney Diseases;Male Urogenital Diseases;Myocardial Infarction;Myocardial Ischemia;Renal Insufficiency;Urologic Diseases;Vascular DiseasesT=0, A=36 T=0.0, A=1.0 0.00001 564.588 36 T=0/0, A=18/18

chr5:178416288 G/A G A SNV GRM6 GRM6:exonic:NM_000843.3 1 96.77 5 synonymous NM_000843.3c.1131C>T p.(=) -2.55 0.03(COSM4159791)7 transmembrane sweet-taste receptor of 3 GCPR,Nine Cysteines Domain of family 3 GPCR,Periplasmic binding protein,Receptor family ligand binding regionrs2071246 0.2681 YES 6.989E-1 (pos.178416288)carcinoma,neoplasmGlutamate receptor, metabotropic, 6G-protein coupled glutamate receptor signaling pathway,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Golgi membrane,adenylate cyclase inhibiting G-protein coupled glutamate receptor activity,adenylate cyclase-inhibiting G-protein coupled glutamate receptor signaling pathway,chemical synaptic transmission,dendrite,detection of light stimulus involved in visual perception,detection of visible light,endoplasmic reticulum membrane,glutamate receptor activity,integral component of plasma membrane,locomotory behavior,new growing cell tip,plasma membrane,positive regulation of calcium ion import,presynaptic membrane,protein binding,protein homodimerization activity,regulation of synaptic transmission, glutamatergic,retina development in camera-type eyeCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Vision DisordersBenign G=1, A=30 G=0.0323, A=0.9677 0.00001 435.398 31 G=0/1, A=8/22

chr5:178413947 T/C T C SNV GRM6 GRM6:exonic:NM_000843.3 1 50 7 synonymous NM_000843.3c.1392A>G p.(=) -0.83 0.14(COSM4159789)7 transmembrane sweet-taste receptor of 3 GCPR,Nine Cysteines Domain of family 3 GPCR,Periplasmic binding protein,Receptor family ligand binding regionrs11746675 0.3626 YES 5.848E-1 (pos.178413947)carcinoma,neoplasmGlutamate receptor, metabotropic, 6G-protein coupled glutamate receptor signaling pathway,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Golgi membrane,adenylate cyclase inhibiting G-protein coupled glutamate receptor activity,adenylate cyclase-inhibiting G-protein coupled glutamate receptor signaling pathway,chemical synaptic transmission,dendrite,detection of light stimulus involved in visual perception,detection of visible light,endoplasmic reticulum membrane,glutamate receptor activity,integral component of plasma membrane,locomotory behavior,new growing cell tip,plasma membrane,positive regulation of calcium ion import,presynaptic membrane,protein binding,protein homodimerization activity,regulation of synaptic transmission, glutamatergic,retina development in camera-type eyeCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Vision DisordersBenign T=10, C=10 T=0.5, C=0.5 0.00001 82.8861 20 T=9/1, C=6/4

chr16:30977799 A/A G A SNV SETD1A SETD1A:intronic:NM_014712.2 1 100 intronic NM_014712.2c.2505+92G>Ap.? 0.06 COMPASS (Complex proteins associated with Set1p) component N,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain),SET domainrs11150601 YES SET domain-containing protein 1ARNA binding,Set1C/COMPASS complex,beta-catenin binding,euchromatin binding,histone H3-K4 methylation,histone methyltransferase activity (H3-K4 specific),histone methyltransferase complex,histone-lysine N-methyltransferase activity,nuclear chromatin,nuclear euchromatin,nuclear speck,nucleoplasm,nucleus,positive regulation of gene expression,positive regulation of neural precursor cell proliferation,positive regulation of stem cell proliferation,protein binding,regulation of chromatin organization,regulation of erythrocyte differentiation,regulation of hematopoietic stem cell differentiation,regulation of megakaryocyte differentiation,regulation of transcription, DNA-templated,stem cell population maintenance,transcription factor binding,transcription, DNA-templatedG=0, A=54 G=0.0, A=1.0 0.00001 800.525 54 G=0/0, A=22/32

chr16:30980902 C/C T C SNV SETD1A SETD1A:intronic:NM_014712.2 1 100 intronic NM_014712.2c.2929-21T>Cp.? 0.05 COMPASS (Complex proteins associated with Set1p) component N,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain),SET domainrs781236353,rs897986 0.3566 YES 0.0 (pos.30980894),9.146E-1 (pos.30980902)SET domain-containing protein 1ARNA binding,Set1C/COMPASS complex,beta-catenin binding,euchromatin binding,histone H3-K4 methylation,histone methyltransferase activity (H3-K4 specific),histone methyltransferase complex,histone-lysine N-methyltransferase activity,nuclear chromatin,nuclear euchromatin,nuclear speck,nucleoplasm,nucleus,positive regulation of gene expression,positive regulation of neural precursor cell proliferation,positive regulation of stem cell proliferation,protein binding,regulation of chromatin organization,regulation of erythrocyte differentiation,regulation of hematopoietic stem cell differentiation,regulation of megakaryocyte differentiation,regulation of transcription, DNA-templated,stem cell population maintenance,transcription factor binding,transcription, DNA-templatedT=0, C=29 T=0.0, C=1.0 0.00001 427.603 29 T=0/0, C=18/11

chr16:31049155 A/G A G SNV STX4 STX4:intronic:NM_001272096.1 1 46.88 intronic NM_001272096.1c.373-92A>Gp.? -0.9 SNARE domain,Syntaxin,Syntaxin-like proteinrs55979739 YES Syntaxin 4 SNAP receptor activity,SNARE binding,SNARE complex,SNARE complex assembly,basolateral plasma membrane,cell surface,cytosol,dendritic spine,endosome,extracellular exosome,extracellular space,integral component of membrane,intracellular,intracellular protein transport,lamellipodium,lateral loop,long-term synaptic potentiation,membrane,myelin sheath adaxonal region,organelle fusion,perinuclear region of cytoplasm,phagocytic vesicle membrane,plasma membrane,positive regulation of catalytic activity,positive regulation of cell adhesion,positive regulation of cell migration,positive regulation of cell proliferation,positive regulation of chemotaxis,positive regulation of eosinophil degranulation,positive regulation of immunoglobulin secretion,positive regulation of insulin secretion involved in cellular response to glucose stimulus,positive regulation of protein localization to cell surface,positive regulation of protein localization to plasma membrane,post-Golgi vesicle-mediated transport,protein binding,regulatioA=51, G=45 A=0.5313, G=0.4688 0.00001 487.598 96 A=42/9, G=36/9

chr3:7494417 T/T A T SNV GRM7 GRM7:exonic:NM_181874.2 1 100 6 missense NM_181874.2c.1298A>T p.Tyr433Phe 2.34 0.26 22 0.001 0.82(COSM3760231),0.82(COSM3760232),0.82(COSM3760233),0.82(COSM5829767)7 transmembrane sweet-taste receptor of 3 GCPR,Nine Cysteines Domain of family 3 GPCR,Periplasmic binding protein,Receptor family ligand binding regionrs2229902 0.4352 YES 8.242E-2 (pos.7494417) adenocarcinoma,basal_cell_carcinomaGlutamate receptor, metabotropic, 7G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,PDZ domain binding,adenylate cyclase inhibitor activity,adenylate cyclase-inhibiting G-protein coupled glutamate receptor signaling pathway,asymmetric synapse,axon,behavioral fear response,calcium channel regulator activity,calcium ion binding,cell cortex,chemical synaptic transmission,dendrite,dendritic shaft,glutamate binding,glutamate receptor activity,group III metabotropic glutamate receptor activity,integral component of membrane,integral component of plasma membrane,negative regulation of adenylate cyclase activity,negative regulation of cAMP biosynthetic process,negative regulation of glutamate secretion,plasma membrane,postsynaptic membrane,presynaptic active zone,presynaptic membrane,receptor complex,regulation of cyclase activity,regulation of synaptic transmission, glutamatergic,sensory perception of sound,serine bindingAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Bipolar Disorder;Bipolar and Related Disorders;Depressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood Disorders;Neurodevelopmental Disorders;Substance-Related DisordersGlutamic Acid A=0, T=30 A=0.0, T=1.0 0.00001 446.639 30 A=0/0, T=16/14

chr4:7069804 A/A C A SNV GRPEL1 GRPEL1:utr_5:NM_025196.3 1 100 1 utr_5 NM_025196.3c.-45G>T p.? 0.84 rs3822270 0.2073 YES 7.323E-1;0.0;0.0 (pos.7069804) GrpE, E. coli, homolog ofadenyl-nucleotide exchange factor activity,chaperone binding,mitochondrial matrix,mitochondrion,nucleus,presequence translocase-associated import motor,protein folding,protein homodimerization activity,protein import into mitochondrial matrix,regulation of catalytic activity,unfolded protein bindingHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesC=0, A=38 C=0.0, A=1.0 0.00001 603.786 38 C=0/0, A=29/9

chr16:31141993 C/T C T SNV KAT8,PRSS8 KAT8:intronic:NM_182958.2, PRSS8:downstream:NM_002773.4 1
57.14

intronic NM_182958.2, NM_002773.4c.1157+66C>T, c.*1337G>Ap.?, p.? -3.19 MOZ/SAS family,RNA binding activity-knot of a chromodomainrs1549293 YES K(lysine) acetyltransferase 8,Protease, serine, 8 (prostasin)MLL1 complex,MSL complex,acetyltransferase activity,anchored component of plasma membrane,cornification,endopeptidase activity,enzyme binding,extracellular exosome,extracellular region,extracellular space,extrinsic component of plasma membrane,histone H4-K16 acetylation,histone H4-K5 acetylation,histone H4-K8 acetylation,histone acetylation,histone acetyltransferase activity,histone acetyltransferase activity (H4-K16 specific),histone acetyltransferase activity (H4-K5 specific),histone acetyltransferase activity (H4-K8 specific),histone acetyltransferase complex,integral component of membrane,kinetochore,metal ion binding,methylated histone binding,myeloid cell differentiation,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,plasma membrane,positive regulation of sodium ion transport,positive regulation of transcription, DNA-templated,protein binding,proteolysis,regulation of autophagy,regulation of molecular function,regulation of transcription, DNA-templated,serine-type endopeptidase Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Placenta Diseases;Pregnancy Complications;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital Neoplasms1-4-(hydroxymethyl)phenylguanidineC=18, T=24 C=0.4286, T=0.5714 0.00001 279.083 42 C=6/12, T=8/16

chr4:7069901 C/C T C SNV GRPEL1 GRPEL1:utr_5:NM_025196.3 1 100 1 utr_5 NM_025196.3c.-142A>G p.? -0.53 rs3822269 YES GrpE, E. coli, homolog ofadenyl-nucleotide exchange factor activity,chaperone binding,mitochondrial matrix,mitochondrion,nucleus,presequence translocase-associated import motor,protein folding,protein homodimerization activity,protein import into mitochondrial matrix,regulation of catalytic activity,unfolded protein bindingHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesT=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=15/8

chr19:48949286 T/T G T SNV GRWD1 GRWD1:exonic:NM_031485.3 1 100 1 synonymous NM_031485.3c.24G>T p.(=) -0.24 0.03(COSM6248074)Histone-binding protein RBBP4 or subunit C of CAF1 complex,WD domain, G-beta repeatrs1643487 0.0865 YES 6.532E-1;0.0 (pos.48949286)neoplasm Glutamate-rich WD repeat-containing protein 1DNA replication,DNA replication origin binding,RNA binding,chromatin binding,chromosome,cytosol,histone binding,nucleolus,nucleosome assembly,nucleosome disassembly,nucleus,protein binding,protein complexG=0, T=21 G=0.0, T=1.0 0.00001 281.228 21 G=0/0, T=14/7

chr16:31273129 C/C T C SNV ITGAM ITGAM:intronic:NM_001145808.1 1 100 intronic NM_001145808.1c.134+11T>Cp.? -0.66 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,von Willebrand factor type A domainrs3764327 0.2827 YES 7.308E-1 (pos.31273129) Integrin, alpha-M (complement component receptor-3, alpha; antigen CD11B (p170); macrophage antigen, alpha polypeptide)amyloid-beta clearance,cell adhesion,cell surface,cell-cell adhesion via plasma-membrane adhesion molecules,complement component C3b binding,ectodermal cell differentiation,external side of plasma membrane,extracellular exosome,extracellular matrix organization,extracellular space,heat shock protein binding,integral component of membrane,integrin alphaM-beta2 complex,integrin complex,integrin-mediated signaling pathway,leukocyte migration,metal ion binding,microglial cell activation,negative regulation of dopamine metabolic process,neutrophil degranulation,phagocytosis, engulfment,plasma membrane,plasma membrane raft,positive regulation of microglial cell activation,positive regulation of neuron death,positive regulation of neutrophil degranulation,positive regulation of prostaglandin-E synthase activity,positive regulation of protein targeting to membrane,positive regulation of superoxide anion generation,protein binding,protein heterodimerization activity,specific granule membrane,tertiary granule membrane,Autoimmune Diseases;Connective Tissue Diseases;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Digestive System Diseases;Enteritis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Glomerulonephritis;Glomerulonephritis, IGA;Hypersensitivity;Hypersensitivity, Delayed;Ileal Diseases;Ileitis;Immune System Diseases;Intestinal Diseases;Kidney Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Lupus Erythematosus, Systemic;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Nephritis;Scleroderma, Systemic;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Urologic DiseasesT=0, C=55 T=0.0, C=1.0 0.00001 814.906 55 T=0/0, C=32/23

chr16:31371193 G/G C G SNV ITGAX ITGAX:intronic:NM_000887.4 1 100 intronic NM_000887.4c.561+42C>Gp.? 0.44 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,von Willebrand factor type A domainrs4264407 0.0709 YES 9.942E-1 (pos.31371193) Integrin, alpha-X (antigen CD11C (p150), alpha polypeptide)animal organ morphogenesis,cell adhesion,cell surface,extracellular matrix organization,ficolin-1-rich granule membrane,heterotypic cell-cell adhesion,integrin complex,integrin-mediated signaling pathway,leukocyte migration,membrane,metal ion binding,neutrophil degranulation,plasma membrane,positive regulation of protein targeting to mitochondrion,protein binding,receptor activity,secretory granule membrane,tertiary granule membraneAutoimmune Diseases;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Lupus Erythematosus, Systemic;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Nephritis;Skin and Connective Tissue Diseases;Urologic DiseasesC=0, G=28 C=0.0, G=1.0 0.00001 408.713 28 C=0/0, G=12/16

chr16:31427678 T/T C T SNV ITGAD ITGAD:intronic:NM_005353.2 1 100 intronic NM_005353.2c.2357+71C>Tp.? -0.64 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,von Willebrand factor type A domainrs8056122 YES Integrin, alpha Dcell surface,extracellular matrix organization,heterotypic cell-cell adhesion,immune response,integrin complex,integrin-mediated signaling pathway,metal ion binding,plasma membraneC=0, T=36 C=0.0, T=1.0 0.00001 563.736 36 C=0/0, T=10/26

chr16:31476458 T/T C T SNV ARMC5 ARMC5:intronic:NM_001105247.1 1 100 intronic NM_001105247.1c.1864+250C>Tp.? -1.17 0.02(COSM1599969) rs11150624 0.4252 YES 4.547E-1 (pos.31476458) acute_myeloid_leukaemia,astrocytoma_Grade_IV,carcinomaArmadillo repeat-containing protein 5cytoplasm,cytosol,focal adhesion,nucleoplasm C=0, T=33 C=0.0, T=1.0 0.00001 504.598 33 C=0/0, T=16/17

chr16:31519048 G/G A G SNV C16orf58 C16orf58:intronic:NM_022744.3 1 100 intronic NM_022744.3c.415+37T>Cp.? -0.46 Vitamin B6 photo-protection and homoeostasisrs11861164 0.098 YES 7.985E-1 (pos.31519048) integral component of membrane,membrane A=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=7/16

chr19:48954420 C/CA C CA INDEL GRWD1 GRWD1:exonic:NM_031485.3 1 59.09 6 frameshiftInsertion NM_031485.3c.955_956insAp.Arg319fs 0.53 Histone-binding protein RBBP4 or subunit C of CAF1 complex,WD domain, G-beta repeatrs145223989 0 0.0 (pos.48954420) Glutamate-rich WD repeat-containing protein 1DNA replication,DNA replication origin binding,RNA binding,chromatin binding,chromosome,cytosol,histone binding,nucleolus,nucleosome assembly,nucleosome disassembly,nucleus,protein binding,protein complexC=18, CA=26C=0.4091, CA=0.5909 0.00001 218.971 44 C=8/10, CA=16/10

chr19:48954421 G/A G A SNV GRWD1 GRWD1:exonic:NM_031485.3 1 52.27 6 missense NM_031485.3c.956G>A p.Arg319Gln 0.69 0.65 43 0 Histone-binding protein RBBP4 or subunit C of CAF1 complex,WD domain, G-beta repeatrs2302951 0.137 YES 1.683E-1 (pos.48954421) Glutamate-rich WD repeat-containing protein 1DNA replication,DNA replication origin binding,RNA binding,chromatin binding,chromosome,cytosol,histone binding,nucleolus,nucleosome assembly,nucleosome disassembly,nucleus,protein binding,protein complexG=21, A=23 G=0.4773, A=0.5227 0.00001 260.216 44 G=9/12, A=15/8

chr17:38121993 A/A G A SNV GSDMA GSDMA:exonic:NM_178171.4 1 100 2 missense NM_178171.4c.53G>A p.Arg18Gln 0.89 0.23 43 0.016 0.16(COSM3755448),0.16(COSM3755449),0.25(COSM5653563),0.25(COSM5653564)Gasdermin familyrs3894194 0.456 YES 5.768E-1 (pos.38121993) adenocarcinoma,diffuse_large_B_cell_lymphomaGasdermin Aapoptotic process,cytosol,perinuclear region of cytoplasm,plasma membraneAsthma;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Nose Diseases;Otorhinolaryngologic Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Rhinitis;Rhinitis, Allergic;Rhinitis, Allergic, SeasonalG=0, A=59 G=0.0, A=1.0 0.00001 884.918 59 G=0/0, A=19/40

chr16:3726160 G/G A G SNV TRAP1 TRAP1:intronic:NM_016292.2 1 100 intronic NM_016292.2c.705-14T>Cp.? 0.72 Histidine kinase-, DNA gyrase B-, and HSP90-like ATPase,Hsp90 proteinrs8050400 0.1065 YES 1.0 (pos.3726160) Transforming growth factor-beta receptor-associated protein 1,Tumor necrosis factor receptor-associated protein 1ATP binding,RNA binding,chaperone-mediated protein folding,extracellular exosome,lipid droplet,membrane,mitochondrial inner membrane,mitochondrial intermembrane space,mitochondrial matrix,mitochondrion,negative regulation of cellular respiration,negative regulation of intrinsic apoptotic signaling pathway in response to hydrogen peroxide,negative regulation of reactive oxygen species biosynthetic process,nucleoplasm,protein binding,protein folding,protein kinase binding,response to stress,translational attenuation,tumor necrosis factor receptor binding,unfolded protein bindingArthritis;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Joint Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Osteoarthritis;Rheumatic Diseases;Stomach Diseases;Stomach NeoplasmsBenign A=0, G=40 A=0.0, G=1.0 0.00001 643.779 40 A=0/0, G=15/25

chr10:106058901 G/T G T SNV GSTO2 GSTO2:exonic:NM_183239.1 1 52.38 7 synonymous NM_183239.1c.591G>T p.(=) 0 0.29(COSM3997744)Glutathione S-transferase, C-terminal domain,Glutathione S-transferase, N-terminal domainrs3758572 0.019 YES 1.169E-1 (pos.106058901)acute_myeloid_leukaemia,neoplasm,rhabdomyosarcomaGlutathione S-transferase, omega-2L-ascorbic acid metabolic process,cellular oxidant detoxification,cellular response to arsenic-containing substance,cytoplasm,cytosol,extracellular exosome,glutathione dehydrogenase (ascorbate) activity,glutathione derivative biosynthetic process,glutathione metabolic process,glutathione transferase activity,identical protein binding,methylarsonate reductase activity,oxidation-reduction process,oxidoreductase activity,protein binding,toxin catabolic process,xenobiotic metabolic processFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsGlutathione G=10, T=11 G=0.4762, T=0.5238 0.00001 95.2915 21 G=8/2, T=3/8

chr13:28367061 G/G A G SNV GSX1 GSX1:exonic:NM_145657.2 1 100 1 synonymous NM_145657.2c.234A>G p.(=) -0.09 0.03(COSM3749243)Homeobox domainrs1231058 0.1732 YES 1.0 (pos.28367061) adenocarcinoma,neoplasmGS homeobox 1RNA polymerase II core promoter proximal region sequence-specific DNA binding,adenohypophysis development,hypothalamus development,neuron fate commitment,nucleus,positive regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,spinal cord association neuron differentiation,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingA=0, G=20 A=0.0, G=1.0 0.00001 259.882 20 A=0/0, G=17/3

chr16:4027423 T/T C T SNV ADCY9 ADCY9:intronic:NM_001116.3 1 100 intronic NM_001116.3c.2828+60G>Ap.? -1.38 Adenylate and Guanylate cyclase catalytic domain,zinc-finger of a C2HC-typers2072346 YES Adenylate cyclase-9ATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-activating adrenergic receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,axon,cAMP biosynthetic process,cGMP biosynthetic process,cellular response to glucagon stimulus,cyclic nucleotide biosynthetic process,dendrite,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,metal ion binding,phosphorus-oxygen lyase activity,plasma membrane,renal water homeostasis,signal transductionBrain Diseases;Central Nervous System Diseases;Epilepsies, Partial;Epilepsy;Nervous System Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionC=0, T=62 C=0.0, T=1.0 0.00001 915.02 62 C=0/0, T=37/25

chr16:4039141 A/G A G SNV ADCY9 ADCY9:intronic:NM_001116.3 1 57.58 intronic NM_001116.3c.2208-44T>Cp.? -1 Adenylate and Guanylate cyclase catalytic domain,zinc-finger of a C2HC-typers2072341 0.0631 YES 8.403E-1 (pos.4039141) Adenylate cyclase-9ATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-activating adrenergic receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,axon,cAMP biosynthetic process,cGMP biosynthetic process,cellular response to glucagon stimulus,cyclic nucleotide biosynthetic process,dendrite,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,metal ion binding,phosphorus-oxygen lyase activity,plasma membrane,renal water homeostasis,signal transductionBrain Diseases;Central Nervous System Diseases;Epilepsies, Partial;Epilepsy;Nervous System Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=14, G=19 A=0.4242, G=0.5758 0.00001 204.394 33 A=2/12, G=8/11

chr16:4057637 G/G A G SNV ADCY9 ADCY9:intronic:NM_001116.3 1 100 intronic NM_001116.3c.1694-78T>Cp.? 0.13 Adenylate and Guanylate cyclase catalytic domain,zinc-finger of a C2HC-typers73490521 YES Adenylate cyclase-9ATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-activating adrenergic receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,axon,cAMP biosynthetic process,cGMP biosynthetic process,cellular response to glucagon stimulus,cyclic nucleotide biosynthetic process,dendrite,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,metal ion binding,phosphorus-oxygen lyase activity,plasma membrane,renal water homeostasis,signal transductionBrain Diseases;Central Nervous System Diseases;Epilepsies, Partial;Epilepsy;Nervous System Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=43 A=0.0, G=1.0 0.00001 705.844 43 A=0/0, G=25/18

chr16:418429 A/G A G SNV MRPL28 MRPL28:intronic:NM_006428.4 1 53.33 intronic NM_006428.4c.577-15T>Cp.? 0.38 Ribosomal L28 familyrs11642334 0.2791 YES 1.772E-1 (pos.418429) Mitochondrial ribosomal protein L28,Mitochondrial ribosomal protein L30RNA binding,cytosol,mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial ribosome,mitochondrial translational elongation,mitochondrial translational termination,mitochondrion,protein binding,structural constituent of ribosome,translationA=14, G=16 A=0.4667, G=0.5333 0.00001 159.912 30 A=8/6, G=5/11

chr16:418462 G/G C G SNV MRPL28 MRPL28:intronic:NM_006428.4 1 100 intronic NM_006428.4c.576+39G>Cp.? 0.13 Ribosomal L28 familyrs11640313,rs7656009330.4608 YES 0.0;0.0 (pos.418447),3.362E-1;0.0 (pos.418462)Mitochondrial ribosomal protein L28,Mitochondrial ribosomal protein L30RNA binding,cytosol,mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial ribosome,mitochondrial translational elongation,mitochondrial translational termination,mitochondrion,protein binding,structural constituent of ribosome,translationC=0, G=32 C=0.0, G=1.0 0.00001 485.033 32 C=0/0, G=11/21

chr4:54966830 A/A G A SNV GSX2 GSX2:exonic:NM_133267.2 1 100 1 missense NM_133267.2c.319G>A p.Gly107Ser 0.55 1 56 0 0.37(COSM4159109)Homeobox domainrs13144341 1.00E-04 1.0 (pos.54966830) neoplasm GS homeobox 2forebrain dorsal/ventral pattern formation,forebrain morphogenesis,hindbrain morphogenesis,neuron fate specification,nucleus,olfactory bulb interneuron differentiation,positive regulation of Notch signaling pathway,positive regulation of oligodendrocyte differentiation,regulation of cell migration,regulation of respiratory gaseous exchange by neurological system process,regulation of transcription, DNA-templated,sequence-specific DNA binding,spinal cord association neuron differentiation,subpallium neuron fate commitment,telencephalon regionalization,transcription, DNA-templatedAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesG=0, A=28 G=0.0, A=1.0 0.00001 408.698 28 G=0/0, A=3/25

chr16:426476 C/C T C SNV TMEM8A TMEM8A:intronic:NM_021259.2 1 100 intronic NM_021259.2c.905-21A>Gp.? 1.06 Protein of unknown function (DUF3522)rs2071916 0.4333 YES 3.136E-1 (pos.426476) biological_process,extracellular exosome,integral component of membrane,integral component of plasma membrane,lysosomal membrane,molecular_function,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),plasma membrane,protein bindingT=0, C=79 T=0.0, C=1.0 0.00001 1249.41 79 T=0/0, C=41/38

chr4:54966667 C/T C T SNV GSX2 GSX2:exonic:NM_133267.2 1 58.33 1 synonymous NM_133267.2c.156C>T p.(=) -0.27 0.64(COSM3760660)Homeobox domainrs3194383 0.3843 YES 8.365E-1 (pos.54966667) adenocarcinoma,neoplasmGS homeobox 2forebrain dorsal/ventral pattern formation,forebrain morphogenesis,hindbrain morphogenesis,neuron fate specification,nucleus,olfactory bulb interneuron differentiation,positive regulation of Notch signaling pathway,positive regulation of oligodendrocyte differentiation,regulation of cell migration,regulation of respiratory gaseous exchange by neurological system process,regulation of transcription, DNA-templated,sequence-specific DNA binding,spinal cord association neuron differentiation,subpallium neuron fate commitment,telencephalon regionalization,transcription, DNA-templatedAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesC=10, T=14 C=0.4167, T=0.5833 0.00001 135.339 24 C=9/1, T=5/9

chr16:427657 A/A G A SNV TMEM8A TMEM8A:intronic:NM_021259.2 1 100 intronic NM_021259.2c.299+14C>Tp.? -2.73 Protein of unknown function (DUF3522)rs11641693 0.4243 YES 4.02E-1 (pos.427657) biological_process,extracellular exosome,integral component of membrane,integral component of plasma membrane,lysosomal membrane,molecular_function,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),plasma membrane,protein bindingG=0, A=75 G=0.0, A=1.0 0.00001 1193.13 75 G=0/0, A=29/46

chr2:48906625 C/C T C SNV

GTF2A1L,ST

ON1-

GTF2A1L GTF2A1L:utr_3:NM_006872.4, STON1-GTF2A1L:utr_3:NM_001198594.11

100

8 utr_3 NM_001198594.1, NM_006872.4c.3452T>C, c.1481T>Cp.?, p.? 0.64 Adaptor complexes medium subunit family,Transcription factor IIA, alpha/beta subunitrs1965508 0.03 YES 9.999E-1 (pos.48906625) General transcription factor IIA, 1-likeDNA binding,cognition,cytoplasm,endocytosis,membrane,protein binding,regulation of endocytosis,regulation of transcription, DNA-templated,transcription coactivator activity,transcription factor TFIIA complex,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoterAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeT=0, C=80 T=0.0, C=1.0 0.00001 1272.99 80 T=0/0, C=36/44

chr16:4409439 C/A C A SNV

CORO7,COR

O7-PAM16 CORO7-PAM16:intronic:NM_001201479.1, CORO7:intronic:NM_001201472.11

45.83

intronic NM_001201479.1, NM_001201472.1c.2250+42G>T, c.2196+42G>Tp.?, p.? -0.13 Domain of unknown function (DUF1899),Pam16,Type of WD40 repeat,WD domain, G-beta repeatrs144121826,rs7773165310.0099 0.0;0.0;1.167E-4 (pos.4409433),0.0;8.168E-4;0.0 (pos.4409439)Coronin 7 Golgi apparatus,Golgi membrane,Golgi to endosome transport,actin binding,actin filament polymerization,cytoplasmic vesicle,cytosol,integral component of membrane,membrane,protein binding,protein transport,trans-Golgi networkC=13, A=11 C=0.5417, A=0.4583 0.00001 93.6526 24 C=4/9, A=2/9

chr16:456291 G/GC G GC INDEL DECR2 DECR2:intronic:NM_020664.3 1 100 intronic NM_020664.3c.150-55G>GCp.? 0.18 Enoyl-(Acyl carrier protein) reductase,KR domain,short chain dehydrogenasers11391098 2,4-dienoyl-CoA reductase 2, peroxisomal2,4-dienoyl-CoA reductase (NADPH) activity,fatty acid beta-oxidation using acyl-CoA oxidase,peroxisomal membrane,receptor binding,trans-2-enoyl-CoA reductase (NADPH) activity,unsaturated fatty acid biosynthetic processG=0, GC=34 G=0.0, GC=1.0 0.00001 376.605 34 G=0/0, GC=4/30

chr1:89322982 A/A G A SNV GTF2B GTF2B:exonic:NM_001514.5 1 100 6 synonymous NM_001514.5c.724C>T p.(=) -0.24 Cyclin, N-terminal domain,TFIIB zinc-binding,Transcription factor TFIIB repeatrs2794318 1.00E-04 9.999E-1 (pos.89322982) General transcription factor IIbDNA-templated transcriptional preinitiation complex assembly,RNA polymerase II transcriptional preinitiation complex assembly,TBP-class protein binding,core promoter binding,metal ion binding,nuclear body,nucleoplasm,nucleus,positive regulation of core promoter binding,positive regulation of viral transcription,protein binding,regulation of transcription, DNA-templated,snRNA transcription from RNA polymerase II promoter,thyroid hormone receptor binding,transcription elongation from RNA polymerase II promoter,transcription factor TFIID complex,transcription factor binding,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,transcriptional preinitiation complex,viral processG=0, A=39 G=0.0, A=1.0 0.00001 623.979 39 G=0/0, A=20/19

chr7:73969541 G/G A G SNV GTF2IRD1 GTF2IRD1:exonic:NM_001199207.1 1 100 18 missense NM_001199207.1c.2050A>G p.Met684Val -0.98 0.87 21 0 0.02(COSM3982264)GTF2I-like repeatrs2301895 0.2629 YES 5.157E-1 (pos.73969541) acute_myeloid_leukaemiaGTF21 repeat domain-containing protein 1DNA binding,DNA binding transcription factor activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cytoplasm,cytosol,multicellular organism development,nucleoplasm,nucleus,protein binding,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription factor activity, RNA polymerase II distal enhancer sequence-specific binding,transcription from RNA polymerase II promoter,transcription, DNA-templated,transition between slow and fast fiberAortic Stenosis, Supravalvular;Aortic Valve Stenosis;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Intellectual Disability;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Schizophrenia, Childhood;Williams SyndromeA=0, G=43 A=0.0, G=1.0 0.00001 705.83 43 A=0/0, G=37/6

chr16:4715012 C/T C T SNV MGRN1 MGRN1:intronic:NM_015246.3 1 53.33 intronic NM_015246.3c.629-91C>Tp.? -1.64 Prokaryotic RING finger family 4,Zinc finger, C3HC4 type (RING finger)rs3813746 YES Mahogunin, ring finger 1cytoplasm,cytosol,early endosome,endosome to lysosome transport,extracellular exosome,ligase activity,membrane,metal ion binding,negative regulation of G-protein coupled receptor protein signaling pathway,negative regulation of cAMP-mediated signaling,nucleus,plasma membrane,protein binding,protein monoubiquitination,protein polyubiquitination,ubiquitin protein ligase activity,ubiquitin-protein transferase activityC=91, T=104C=0.4667, T=0.5333 0.00001 1189.04 195 C=67/24, T=70/34

chr16:47486817 C/T C T SNV ITFG1 ITFG1:intronic:NM_030790.4 1 56.36 intronic NM_030790.4c.428-116G>Ap.? -0.21 Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars2111227 YES Integrin-alpha FG-gap repeat-containing protein 1extracellular exosome,integral component of membraneAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=72, T=93 C=0.4364, T=0.5636 0.00001 1044.6 165 C=22/50, T=28/65

chr16:47549597 G/A G A SNV PHKB PHKB:intronic:NM_000293.2 1 50 intronic NM_000293.2c.594+85G>Ap.? -0.42 Glycosyl hydrolases family 15rs78297758 YES Phosphorylase kinase, beta polypeptidecalmodulin binding,catalytic activity,cytosol,generation of precursor metabolites and energy,glycogen catabolic process,glycogen metabolic process,phosphorylase kinase activity,phosphorylase kinase complex,plasma membrane,protein binding,protein phosphorylationCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Glycogen Storage Disease;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesG=15, A=15 G=0.5, A=0.5 0.00001 144.064 30 G=10/5, A=7/8

chr7:89983808 G/G T G SNV GTPBP10 GTPBP10:exonic:NM_033107.3 1 100 3 missense NM_033107.3c.264T>G p.Cys88Trp 1.54 0.15 215 0.959 50S ribosome-binding GTPase,Ferrous iron transport protein B,GTP1/OBGrs42663 0.2055 YES 8.944E-1 (pos.89983808) GTP-binding protein 10GTP binding,RNA binding,chromosome,mitochondrion,nucleolus,protein binding,ribosome biogenesisT=0, G=21 T=0.0, G=1.0 0.00001 281.233 21 T=0/0, G=6/15

chr16:4796871 G/G A G SNV C16orf71 C16orf71:intronic:NM_139170.2 1 100 intronic NM_139170.2c.1182-57A>Gp.? -0.27 Domain of unknown function (DUF4701)rs2341988 YES A=0, G=28 A=0.0, G=1.0 0.00001 408.715 28 A=0/0, G=21/7

chr1:42630364 A/A G A SNV GUCA2A GUCA2A:exonic:NM_033553.2 1 100 1 missense NM_033553.2c.20C>T p.Ser7Phe 0.77 0.14 155 0.845 0.03(COSM4143964)Guanylin precursorrs2071499 0.4035 YES 4.305E-1 (pos.42630364) carcinoma,neoplasmGuanylate cyclase activator 2A (guanylin 2, intestinal, heat-stable)digestion,extracellular exosome,extracellular region,guanylate cyclase activator activity,hormone activity,positive regulation of guanylate cyclase activity,regulation of receptor activityG=0, A=36 G=0.0, A=1.0 0.00001 563.66 36 G=0/0, A=10/26

chr4:156632390 AG/AG A AG INDEL GUCY1A3 GUCY1A3:exonic:NM_001130682.2 1 100 6 frameshiftInsertion NM_001130682.2c.1073_1074insGp.Ser360fs 2.44 Adenylate and Guanylate cyclase catalytic domain,Haem-NO-binding,Heme NO binding associatedrs113215543 Guanylate cyclase 1, soluble, alpha 3GTP binding,adenylate cyclase activity,blood circulation,cGMP biosynthetic process,guanylate cyclase activity,guanylate cyclase complex, soluble,heme binding,integral component of membrane,intracellular,intracellular signal transduction,nitric oxide mediated signal transduction,nucleotide binding,plasma membrane,positive regulation of cGMP biosynthetic process,protein binding,receptor activity,regulation of blood pressure,relaxation of vascular smooth muscle,response to defense-related host nitric oxide productionAdenocarcinoma;Arterial Occlusive Diseases;Arteriosclerosis;Carcinoma;Carcinoma, Adenoid Cystic;Cardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Coronary Artery Disease;Coronary Disease;Digestive System Diseases;Digestive System Neoplasms;Embolism and Thrombosis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Heart Diseases;Hypertension;Intestinal Diseases;Intestinal Neoplasms;Mouth Diseases;Mouth Neoplasms;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Thrombosis;Vascular DiseasesA=0, AG=35 A=0.0, AG=1.0 0.00001 483.456 35 A=0/0, AG=6/29

chr12:14794062 A/A G A SNV GUCY2C GUCY2C:exonic:NM_004963.3 1 100 18 synonymous NM_004963.3c.2022C>T p.(=) 0.56 Adenylate and Guanylate cyclase catalytic domain,Protein kinase domain,Protein tyrosine kinasers10772800 0.0138 YES 9.899E-1 (pos.14794062) Guanylate cyclase 2C (heat stable enterotoxin receptor)ATP binding,GTP binding,adenylate cyclase activity,cGMP biosynthetic process,digestion,endoplasmic reticulum membrane,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,intracellular signal transduction,plasma membrane,protein binding,protein kinase activity,protein phosphorylation,receptor guanylyl cyclase signaling pathway,regulation of cell proliferation,response to toxic substance,toxic substance bindingColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesLinaclotideBenign G=0, A=40 G=0.0, A=1.0 0.00001 634.794 40 G=0/0, A=26/14

chr12:14829893 C/C A C SNV GUCY2C GUCY2C:exonic:NM_004963.3 1 100 7 missense NM_004963.3c.843T>G p.Phe281Leu 0.12 0.17 22 0.011 Adenylate and Guanylate cyclase catalytic domain,Protein kinase domain,Protein tyrosine kinasers1420635 0 1.0 (pos.14829893) Guanylate cyclase 2C (heat stable enterotoxin receptor)ATP binding,GTP binding,adenylate cyclase activity,cGMP biosynthetic process,digestion,endoplasmic reticulum membrane,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,intracellular signal transduction,plasma membrane,protein binding,protein kinase activity,protein phosphorylation,receptor guanylyl cyclase signaling pathway,regulation of cell proliferation,response to toxic substance,toxic substance bindingColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesLinaclotide A=0, C=26 A=0.0, C=1.0 0.00001 371.416 26 A=0/0, C=18/8

chr16:4933301 T/T A T SNV PPL,UBN1 UBN1:downstream:NM_001079514.2, PPL:utr_3:NM_002705.4 1 100 intronic NM_001079514.2, NM_002705.4c.*3168A>T, c.5355T>Ap.?, p.? -0.22 rs2734732 YES Periplakin,Ubinuclein 1DNA binding,DNA binding transcription factor activity,DNA replication-independent nucleosome assembly,PML body,bicellular tight junction,cadherin binding,chromatin organization,cornification,cornified envelope,covalent chromatin modification,cytoskeleton,cytoskeleton organization,cytosol,desmosome,extracellular exosome,mitochondrion,negative regulation of phosphatase activity,nuclear body,nucleoplasm,nucleus,protein binding,regulation of transcription from RNA polymerase II promoter,response to mechanical stimulus,structural constituent of cytoskeleton,viral processCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaA=0, T=48 A=0.0, T=1.0 0.00001 810.435 48 A=0/0, T=31/17

chrX:2779570 G/G A G SNV GYG2 GYG2:exonic:NM_003918.2 1 100 9 missense NM_003918.2c.938A>G p.His313Arg -1.46 0.7 29 0 Glycosyl transferase family 8rs2306735 0.2794 YES 8.128E-1 (pos.2779570) Glycogenin 2UDP-alpha-D-glucose:glucosyl-glycogenin alpha-D-glucosyltransferase activity,cytosol,glycogen biosynthetic process,glycogen catabolic process,glycogenin glucosyltransferase activity,lysosomal lumen,transferase activity, transferring glycosyl groupsBenign A=0, G=49 A=0.0, G=1.0 0.00001 835.806 49 A=0/0, G=26/23

chr4:144920596 A/A G A SNV GYPB GYPB:exonic:NM_001304382.1 1 100 4 missense NM_001304382.1c.65C>T p.Thr22Met -5.84 0.11 81 0.002 0(COSM3760415),0(COSM3760416)rs7683365 0.3184 YES 4.717E-2 (pos.144920596)adenocarcinoma,ductal_carcinomaGlycophorin B (includes Ss blood group)integral component of membrane,integral component of plasma membrane,leukocyte migration,plasma membrane,protein bindingG=0, A=45 G=0.0, A=1.0 0.00001 747.391 45 G=0/0, A=25/20

chr14:25078914 C/C A C SNV GZMH GZMH:utr_5:NM_033423.4 1 100 1 utr_5 NM_033423.4c.-95T>G p.? -0.89 Trypsin,Trypsin-like peptidase domainrs1957526 YES Granzyme H (cathepsin G-like 2)apoptotic process,cytolysis,membrane,proteolysis,secretory granule,serine-type endopeptidase activityNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesA=0, C=45 A=0.0, C=1.0 0.00001 729.696 45 A=0/0, C=10/35

chr12:48723784 C/T C T SNV H1FNT H1FNT:exonic:NM_181788.1 1 45.83 1 missense NM_181788.1c.710C>T p.Ser237Phe 0.4 155 0.18(COSM147490) rs2291483 0.2082 YES 1.26E-1 (pos.48723784) adenocarcinoma ATP binding,DNA binding,chromosome condensation,multicellular organism development,nuclear chromatin,nucleus,sperm chromatin condensation,spermatid nucleus elongationC=13, T=11 C=0.5417, T=0.4583 0.00001 93.439 24 C=6/7, T=3/8

chr16:50059500 C/T C T SNV CNEP1R1 CNEP1R1:intronic:NM_153261.5 1 53.33 intronic NM_153261.5c.26-62C>T p.? -0.47 Transmembrane protein 188rs7194313 0.1047 YES C-terminal domain nuclear envelope phosphatase 1 regulatory subunit 1Nem1-Spo7 phosphatase complex,cytoplasm,cytosol,integral component of membrane,lipid metabolic process,mitotic nuclear envelope disassembly,nuclear envelope,nuclear membrane,positive regulation of protein dephosphorylation,positive regulation of triglyceride biosynthetic process,protein binding,protein localization to nucleusC=14, T=16 C=0.4667, T=0.5333 0.00001 159.916 30 C=12/2, T=5/11

chr16:5009433 G/A G A SNV SEC14L5 SEC14L5:intronic:NM_014692.1 1 95.83 intronic NM_014692.1c.63+46G>Ap.? 0.1 CRAL/TRIO domain,CRAL/TRIO, N-terminal domain,PRELI-like familyrs7200245 0.4928 YES 7.862E-1 (pos.5009433) integral component of membrane,intracellular,transport,transporter activityG=1, A=23 G=0.0417, A=0.9583 0.00001 306.798 24 G=0/1, A=13/10

chr16:50134008 T/T TA T INDEL HEATR3 HEATR3:intronic:NM_182922.3 1 100 intronic NM_182922.3c.1600-133TA>Tp.? 0.61, -1.0 HEAT-like repeatrs11355227,rs750381874,rs769061571,rs77974108YES HEAT repeat-containing protein 3intracellular,protein import into nucleus,ribosomal large subunit biogenesis,unfolded protein bindingDigestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by SiteTA=0, T=28 TA=0.0, T=1.0 0.00001 399.474 28 TA=0/0, T=19/9

chr12:48723718 AG/A AG A INDEL H1FNT H1FNT:exonic:NM_181788.1 1 45.45 1 frameshiftDeletion NM_181788.1c.648delG p.Arg217fs 1.53, 0.09 ATP binding,DNA binding,chromosome condensation,multicellular organism development,nuclear chromatin,nucleus,sperm chromatin condensation,spermatid nucleus elongationAG=12, A=10AG=0.5455, A=0.4545 0.00001 51.9954 22 AG=5/7, A=1/9

chr16:50334840 AG/A AG A INDEL ADCY7 ADCY7:intronic:NM_001114.4 1 47.62 intronic NM_001114.4c.1235+56AG>Ap.? -2.75, -0.02 Adenylate and Guanylate cyclase catalytic domain,Adenylyl cyclase N-terminal extracellular and transmembrane region,Domain of Unknown Function (DUF1053)rs3833062,rs397708017,rs953678354YES Adenylate cyclase-7ATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,cAMP biosynthetic process,cGMP biosynthetic process,cellular response to ethanol,cellular response to glucagon stimulus,cyclic nucleotide biosynthetic process,cytochrome-c oxidase activity,guanylate cyclase activity,guanylate cyclase complex, soluble,hydrogen ion transmembrane transport,integral component of membrane,intracellular,intracellular signal transduction,maternal process involved in female pregnancy,metal ion binding,phosphorus-oxygen lyase activity,plasma membrane,positive regulation of cAMP biosynthetic process,renal water homeostasis,respiratory electron transport chain,signal transductionArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Rheumatic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Skin and Connective Tissue DiseasesAG=11, A=10AG=0.5238, A=0.4762 0.00001 80.1299 21 AG=7/4, A=7/3

chr16:50388657 A/A G A SNV BRD7 BRD7:intronic:NM_001173984.2 1 100 intronic NM_001173984.2c.388+47C>Tp.? 1 Bromodomain,Domain of unknown function (DUF3512)rs4407056 0 1.0 (pos.50388657) Wnt signaling pathway,cell cycle,cytoplasm,cytosol,histone binding,lysine-acetylated histone binding,negative regulation of G1/S transition of mitotic cell cycle,negative regulation of cell proliferation,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,p53 binding,positive regulation of histone acetylation,positive regulation of transcription, DNA-templated,protein binding,regulation of signal transduction by p53 class mediator,regulation of transcription from RNA polymerase II promoter,transcription coactivator activity,transcription corepressor activity,transcription factor binding,transcription regulatory region DNA binding,transcription, DNA-templatedG=0, A=87 G=0.0, A=1.0 0.00001 1430.2 87 G=0/0, A=75/12

chrX:103267865 T/T C T SNV H2BFWT H2BFWT:exonic:NM_001002916.4 1 100 1 missense NM_001002916.4c.368G>A p.Arg123His 0.78 0.12 29 0.016 0.32(COSM4998301),0.45(COSM4386403)Core histone H2A/H2B/H3/H4rs553509 0.3346 YES 5.975E-1 (pos.103267865)adenocarcinoma,ductal_carcinomaH2B histone family, member W, testis-specificDNA binding,nuclear membrane,nucleosome,nucleosome assembly,protein heterodimerization activityC=0, T=26 C=0.0, T=1.0 0.00001 370.816 26 C=0/0, T=16/10

chr10:115312811 C/C T C SNV HABP2 HABP2:utr_5:NM_004132.4 1 100 1 utr_5 NM_004132.4c.-70T>C p.? -1.95 EGF-like domain,Kringle domain,Trypsinrs2240879,rs797005084,rs879916804YES Hyaluronan-binding protein 2calcium ion binding,cell adhesion,extracellular region,extracellular space,glycosaminoglycan binding,proteolysis,serine-type endopeptidase activityAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Hematologic Diseases;Hemic and Lymphatic Diseases;Pregnancy Complications;ThrombophiliaHyaluronic acidLikely benign T=0, C=22 T=0.0, C=1.0 0.00001 270.555 22 T=0/0, C=13/9

chr16:50759547 T/T A T SNV NOD2 NOD2:intronic:NM_022162.2 1 100 intronic NM_022162.2c.2966+64A>Tp.? -2.42 Caspase recruitment domain,Leucine Rich repeat,NACHT domainrs1077861 YES Nucleotide-binding oligomerization domain protein 2ATP binding,CARD domain binding,COP9 signalosome,Golgi apparatus,Hsp70 protein binding,Hsp90 protein binding,JNK cascade,actin binding,activation of MAPK activity,basolateral plasma membrane,cell surface,cellular response to muramyl dipeptide,cellular response to organic cyclic compound,cellular response to peptidoglycan,cytokine production involved in immune response,cytokine secretion involved in immune response,cytoplasm,cytoskeleton,cytosol,defense response,defense response to bacterium,detection of bacterium,detection of biotic stimulus,detection of muramyl dipeptide,enzyme binding,innate immune response,intracellular signal transduction,maintenance of gastrointestinal epithelium,muramyl dipeptide binding,negative regulation of macrophage apoptotic process,nucleotide-binding oligomerization domain containing 2 signaling pathway,nucleotide-binding oligomerization domain containing signaling pathway,peptidoglycan binding,plasma membrane,positive regulation of B cell activation,positive regulation of ERK1 aArthritis;Arthritis, Psoriatic;Autoimmune Diseases;Behcet Syndrome;Bone Diseases;Cardiovascular Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Crohn Disease;Digestive System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hemic and Lymphatic Diseases;Hereditary Autoinflammatory Diseases;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Kidney Diseases;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mouth Diseases;Musculoskeletal Diseases;Nephritis;Nervous System Diseases;Panuveitis;Psoriasis;Sarcoidosis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;A=0, T=32 A=0.0, T=1.0 0.00001 485.08 32 A=0/0, T=18/14

chr16:5078841 C/C T C SNV NAGPA NAGPA:intronic:NM_016256.3 1 100 intronic NM_016256.3c.920+40A>Gp.? 0.03 Phosphodiester glycosidasers1995278 0 9.998E-1;0.0 (pos.5078841) N-acetylglucosamine-1-phosphodiester alpha-N-acetylglucosaminidaseGolgi cisterna membrane,N-acetylglucosamine-1-phosphodiester alpha-N-acetylglucosaminidase activity,carbohydrate metabolic process,cellular protein modification process,integral component of membrane,integral component of plasma membrane,lysosome organization,protein binding,protein glycosylation,protein targeting to lysosome,secretion of lysosomal enzymesN-AcetylglucosamineBenign T=0, C=58 T=0.0, C=1.0 0.00001 863.573 58 T=0/0, C=27/31

chr16:50827600 TG/TG T TG INDEL CYLD CYLD:intronic:NM_001042355.1 1 100 intronic NM_001042355.1c.2460+25T>TGp.? -0.41 CAP-Gly domain,Phosphorylation region of CYLD, unstructured,Ubiquitin carboxyl-terminal hydrolasers761991818 0.0 (pos.50827600) CYLD gene CD4-positive or CD8-positive, alpha-beta T cell lineage commitment,Lys48-specific deubiquitinase activity,Lys63-specific deubiquitinase activity,Wnt signaling pathway,cell cycle,centrosome,ciliary basal body,ciliary tip,cytoplasmic microtubule,cytoplasmic translation,cytosol,extrinsic component of cytoplasmic side of plasma membrane,homeostasis of number of cells,innate immune response,midbody,necroptotic process,negative regulation of NF-kappaB import into nucleus,negative regulation of NF-kappaB transcription factor activity,negative regulation of T cell differentiation,negative regulation of canonical Wnt signaling pathway,negative regulation of type I interferon production,nucleotide-binding oligomerization domain containing signaling pathway,perinuclear region of cytoplasm,positive regulation of T cell differentiation,positive regulation of T cell receptor signaling pathway,positive regulation of cellular protein localization,positive regulation of extrinsic apoptotic signaling pathway,proline-rich regioAdenocarcinoma;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Genetic Diseases, Inborn;Hemic and Lymphatic Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Complex and Mixed;Neoplasms, Glandular and Epithelial;Neoplastic Syndromes, Hereditary;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Thymoma;Thymus NeoplasmsT=0, TG=72 T=0.0, TG=1.0 0.00001 933.931 72 T=0/0, TG=33/39

chr10:115341846 G/A G A SNV HABP2 HABP2:exonic:NM_004132.4 1 45.45 9 synonymous NM_004132.4c.1050G>A p.(=) -2.83 EGF-like domain,Kringle domain,Trypsinrs2245058 0.4203 YES 3.057E-1;0.0 (pos.115341846) Hyaluronan-binding protein 2calcium ion binding,cell adhesion,extracellular region,extracellular space,glycosaminoglycan binding,proteolysis,serine-type endopeptidase activityAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Hematologic Diseases;Hemic and Lymphatic Diseases;Pregnancy Complications;ThrombophiliaHyaluronic acidLikely benign G=18, A=15 G=0.5455, A=0.4545 0.00001 143.088 33 G=7/11, A=4/11

chr10:17659131 A/A C A SNV HACD1 HACD1:exonic:NM_014241.3 1 100 1 missense NM_014241.3c.208G>T p.Val70Phe 0.51 0.73 50 0 0.02(COSM3749107)Protein tyrosine phosphatase-like protein, PTPLArs11254692 YES 1.0 (pos.17659131) adenocarcinoma,neoplasm,squamous_cell_carcinoma3-hydroxyacyl-CoA dehydratase 13-hydroxy-arachidoyl-CoA dehydratase activity,3-hydroxy-behenoyl-CoA dehydratase activity,3-hydroxy-lignoceroyl-CoA dehydratase activity,3-hydroxyacyl-CoA dehydratase activity,3R-hydroxyacyl-CoA dehydratase activity,cellular macromolecular complex assembly,cementum mineralization,endoplasmic reticulum,endoplasmic reticulum membrane,enzyme binding,fatty acid biosynthetic process,fatty acid elongation,hydroxyapatite binding,integral component of endoplasmic reticulum membrane,integral component of membrane,long-chain fatty-acyl-CoA biosynthetic process,multicellular organism development,positive regulation of cell-substrate adhesion,sphingolipid biosynthetic process,very long-chain fatty acid biosynthetic process,very-long-chain 3-hydroxyacyl-CoA dehydratase activityAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Neoplasms;Nervous System Diseases;Neuromuscular Diseases;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeC=0, A=24 C=0.0, A=1.0 0.00001 327.101 24 C=0/0, A=13/11

chr10:17659149 T/T C T SNV HACD1 HACD1:exonic:NM_014241.3 1 100 1 missense NM_014241.3c.190G>A p.Glu64Lys 1.14 1 56 0 0.03(COSM3749108)Protein tyrosine phosphatase-like protein, PTPLArs7895850 0.0482 YES 8.467E-1;1.533E-1 (pos.17659149)adenocarcinoma,neoplasm3-hydroxyacyl-CoA dehydratase 13-hydroxy-arachidoyl-CoA dehydratase activity,3-hydroxy-behenoyl-CoA dehydratase activity,3-hydroxy-lignoceroyl-CoA dehydratase activity,3-hydroxyacyl-CoA dehydratase activity,3R-hydroxyacyl-CoA dehydratase activity,cellular macromolecular complex assembly,cementum mineralization,endoplasmic reticulum,endoplasmic reticulum membrane,enzyme binding,fatty acid biosynthetic process,fatty acid elongation,hydroxyapatite binding,integral component of endoplasmic reticulum membrane,integral component of membrane,long-chain fatty-acyl-CoA biosynthetic process,multicellular organism development,positive regulation of cell-substrate adhesion,sphingolipid biosynthetic process,very long-chain fatty acid biosynthetic process,very-long-chain 3-hydroxyacyl-CoA dehydratase activityAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Neoplasms;Nervous System Diseases;Neuromuscular Diseases;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeC=0, T=22 C=0.0, T=1.0 0.00001 298.888 22 C=0/0, T=11/11

chr4:108931039 T/C T C SNV HADH HADH:exonic:NM_001184705.2 1 97.92 2 missense NM_001184705.2c.257T>C p.Leu86Pro 4.8 1 98 0 3-hydroxyacyl-CoA dehydrogenase, C-terminal domain,3-hydroxyacyl-CoA dehydrogenase, NAD binding domainrs4956145 0.0763 YES 9.733E-1 (pos.108931039) 3-hydroxyacyl-CoA dehydrogenase activity,NAD+ binding,cytoplasm,fatty acid beta-oxidation,fatty acid metabolic process,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,negative regulation of insulin secretion,nucleoplasm,oxidation-reduction process,response to activity,response to drug,response to insulin3-hydroxyacyl-CoA dehydrogenase deficiency;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Fatty Acid Oxidation Disorder;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hyperinsulinism;Hypoglycemia;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Precancerous Conditions;Recommended Newborn Screening Panels;Secondary Conditions3-Hydroxybutyryl-Coenzyme A,Acetoacetyl-CoA,NADHBenign T=1, C=47 T=0.0208, C=0.9792 0.00001 775.002 48 T=1/0, C=10/37

chr16:53672355 C/T C T SNV RPGRIP1L RPGRIP1L:intronic:NM_015272.4 1 97.5 intronic NM_015272.4c.2959-32G>Ap.? -0.14 C2 domain,First C2 domain of RPGR-interacting protein 1rs7203525 0.3006 YES 6.031E-1 (pos.53672355) RPGRIP1-likeaxonemal microtubule,axoneme,bicellular tight junction,camera-type eye development,cell-cell junction,centrosome,cerebellum development,ciliary basal body,ciliary basal body-plasma membrane docking,ciliary rootlet,ciliary transition zone,cilium,cochlea development,corpus callosum development,cytoplasm,cytosol,determination of left/right symmetry,embryonic forelimb morphogenesis,embryonic hindlimb morphogenesis,establishment of planar polarity,establishment or maintenance of cell polarity,in utero embryonic development,kidney development,lateral ventricle development,liver development,negative regulation of G-protein coupled receptor protein signaling pathway,neural tube patterning,non-motile cilium assembly,nose development,nucleoplasm,olfactory bulb development,pericardium development,photoreceptor connecting cilium,plasma membrane,protein binding,regulation of smoothened signaling pathway,thromboxane A2 receptor bindingAbnormalities, Multiple;Ataxia;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Cholestasis;Ciliary Motility Disorders;Coloboma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Digestive System Diseases;Dyskinesias;Encephalocele;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hypopigmentation;Intellectual Disability;Kidney Diseases;Kidney Diseases, Cystic;Liver Diseases;Male Urogenital Diseases;Mental Disorders;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Ocular Motility Disorders;Otorhinolaryngologic Diseases;Pigmentation Disorders;Polycystic Kidney Diseases;Respiratory Tract Diseases;Retinal Degeneration;Retinal Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urologic Diseases;VitiligoBenign/Likely benignC=1, T=39 C=0.025, T=0.975 0.00001 615.958 40 C=0/1, T=17/22

chr16:53878247 G/G A G SNV FTO FTO:intronic:NM_001080432.2 1 100 intronic NM_001080432.2c.895+37A>Gp.? -3.19 FTO C-terminal domain,FTO catalytic domainrs62033438 0.3791 YES 4.921E-1 (pos.53878247) Fat mass- and obesity-associated geneDNA dealkylation involved in DNA repair,DNA demethylation,DNA-N1-methyladenine dioxygenase activity,RNA N6-methyladenosine dioxygenase activity,RNA repair,adipose tissue development,ferrous iron binding,integral component of membrane,nuclear speck,nucleoplasm,nucleus,oxidative DNA demethylase activity,oxidative RNA demethylase activity,oxidative demethylation,oxidative single-stranded DNA demethylation,oxidative single-stranded RNA demethylation,regulation of brown fat cell differentiation,regulation of lipid storage,regulation of multicellular organism growth,regulation of respiratory system process,regulation of white fat cell proliferation,temperature homeostasisAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Breast Diseases;Breast Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Developmental Disabilities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hyperinsulinism;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Insulin Resistance;Melanoma;Mental Disorders;Metabolic Diseases;Metabolic Syndrome X;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nose Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Respiratory Hypersensitivity;Respiratory Tract Diseases;Rhinitis;Rhinitis, Allergic;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=47 A=0.0, G=1.0 0.00001 789.328 47 A=0/0, G=27/20

chr16:54318102 T/T C T SNV IRX3 IRX3:intronic:NM_024336.2 1 100 intronic NM_024336.2c.1451+56G>Ap.? -0.2 Homeobox KN domain,Homeobox domainrs8050831 6.00E-04 YES Iroquois homeobox protein 3axon,cytoplasm,mesoderm development,metanephros development,negative regulation of neuron differentiation,nucleus,positive regulation of neuron differentiation,regulation of transcription, DNA-templated,sequence-specific DNA binding,specification of loop of Henle identity,transcription, DNA-templatedLung Diseases;Respiratory Tract Diseases C=0, T=20 C=0.0, T=1.0 0.00001 261.433 20 C=0/0, T=11/9

chr17:39890876 T/C T C SNV HAP1 HAP1:exonic:NM_177977.2 1 50 1 missense NM_177977.2c.11A>G p.Lys4Arg 0.54 0 26 0.004 0.04(COSM3749401),0.04(COSM3749402)HAP1 N-terminal conserved regionrs4796604 0.4481 YES 7.282E-1 (pos.39890876) adenocarcinomaHuntingtin-associated protein 1 (neuroan 1)actin cytoskeleton,anterograde axonal transport,autophagosome,autophagy,axon cytoplasm,brain development,brain-derived neurotrophic factor binding,cell junction,cell projection organization,centriole,centrosome,cerebellum development,chemical synaptic transmission,cytoskeleton,cytosol,endoplasmic reticulum,exocytosis,hypothalamus cell differentiation,inclusion body,ion channel binding,lysosome,mitochondrion,negative regulation of amyloid-beta formation,neurotrophin TRK receptor signaling pathway,nucleolus,positive regulation of epidermal growth factor receptor signaling pathway,positive regulation of inositol 1,4,5-trisphosphate-sensitive calcium-release channel activity,positive regulation of neurogenesis,positive regulation of neurotrophin production,positive regulation of non-motile cilium assembly,positive regulation of synaptic transmission, GABAergic,protein binding,protein localization,protein transport,regulation of exocytosis,regulation of organelle transport along microtubule,retrograde axonal transT=16, C=16 T=0.5, C=0.5 0.00001 158.371 32 T=3/13, C=6/10

chr17:3628212 T/C T C SNV

HASPIN,ITG

AE ITGAE:intronic:NM_002208.4, HASPIN:exonic:NM_031965.2 1
45.45

1 missense NM_002208.4, NM_031965.2c.3085-1174A>G, c.983T>Cp.?, p.Ile328Thr -2.29 89 0.03(COSM4415551),0.03(COSM4415552)FG-GAP repeat,Haspin like kinase domain,Integrin alpha,Integrin alpha cytoplasmic region,von Willebrand factor type A domainrs220461 0.319 YES 3.261E-1 (pos.3628212) acute_myeloid_leukaemia,carcinomaIntegrin, alpha-EATP binding,cell adhesion,centrosome,chromosome,cytoplasm,external side of plasma membrane,extracellular matrix organization,histone H3-T3 phosphorylation involved in chromosome passenger complex localization to kinetochore,histone kinase activity (H3-T3 specific),integrin complex,integrin-mediated signaling pathway,intracellular signal transduction,metal ion binding,mitotic sister chromatid cohesion,nucleus,plasma membrane,protein binding,protein kinase activity,protein localization to chromosome, centromeric region,protein phosphorylation,spindleAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Mental Disorders;Neurodevelopmental DisordersT=12, C=10 T=0.5455, C=0.4545 0.00001 81.7605 22 T=4/8, C=9/1

chr16:55531000 C/T C T SNV MMP2 MMP2:intronic:NM_004530.5 1 53.33 intronic NM_004530.5c.1609+26C>Tp.? 0.73 Fibronectin type II domain,Hemopexin,Matrixin,Putative peptidoglycan binding domainrs17859974 0.0079 YES 0.0 (pos.55531000) Matrix metalloproteinase 2 (gelatinase A, 72kD type IV collagenase)angiogenesis,blood vessel maturation,bone trabecula formation,cellular protein metabolic process,cellular response to amino acid stimulus,collagen catabolic process,embryo implantation,endodermal cell differentiation,ephrin receptor signaling pathway,extracellular matrix,extracellular matrix disassembly,extracellular region,extracellular space,face morphogenesis,intramembranous ossification,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,mitochondrion,nucleus,plasma membrane,positive regulation of innate immune response,positive regulation of vascular smooth muscle cell proliferation,protein binding,proteinaceous extracellular matrix,proteolysis,response to hypoxia,sarcomere,serine-type endopeptidase activity,zinc ion bindingAbnormalities, Multiple;Adenocarcinoma;Aneurysm;Aneurysm, Ruptured;Aortic Aneurysm;Aortic Aneurysm, Thoracic;Aortic Diseases;Aortic Rupture;Arterial Occlusive Diseases;Arteriosclerosis;Arthritis;Arthritis, Rheumatoid;Astrocytoma;Autoimmune Diseases;Bile Duct Diseases;Biliary Tract Diseases;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Bone Neoplasms;Bone Resorption;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Calcinosis;Calcium Metabolism Disorders;Carcinoma;Carcinoma, Hepatocellular;Cardiomegaly;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Hemorrhage;Cerebrovascular Disorders;Cholestasis;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetic Neuropathies;Digestive System Diseases;Digestive System Neoplasms;Drug-InducAE-941,Captopril,Halofuginone,Marimastat,SC-74020C=14, T=16 C=0.4667, T=0.5333 0.00001 159.925 30 C=6/8, T=6/10

chr16:55562257 A/A G A SNV LPCAT2 LPCAT2:intronic:NM_017839.4 1 100 intronic NM_017839.4c.312-32G>Ap.? 0.35 Acyltransferase,EF hand,EF-hand domain,EF-hand domain pairrs837549 1.00E-04 YES 9.999E-1 (pos.55562257) 1-acylglycerol-3-phosphate O-acyltransferase activity,1-acylglycerophosphocholine O-acyltransferase activity,1-alkylglycerophosphocholine O-acetyltransferase activity,2-acylglycerol-3-phosphate O-acyltransferase activity,Golgi membrane,Golgi stack,calcium ion binding,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,lipid droplet,membrane organization,metabolic process,phosphatidylcholine acyl-chain remodeling,platelet activating factor biosynthetic process,transferase activity, transferring acyl groupsAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeG=0, A=32 G=0.0, A=1.0 0.00001 485.141 32 G=0/0, A=17/15

chr16:55728081 G/G T G SNV SLC6A2 SLC6A2:intronic:NM_001172504.1 1 100 intronic NM_001172504.1c.1022+56T>Gp.? -1.42 Sodium:neurotransmitter symporter familyrs28613651 YES Solute carrier family 6 (neurotransmitter transporter, noradrenalin), member 2, cocaine- and antidepressant-sensitivealpha-tubulin binding,beta-tubulin binding,cell surface,chemical synaptic transmission,dopamine uptake involved in synaptic transmission,dopamine:sodium symporter activity,integral component of membrane,integral component of plasma membrane,membrane,membrane raft,metal ion binding,monoamine transmembrane transporter activity,monoamine transport,neuron projection,neurotransmitter transport,neurotransmitter:sodium symporter activity,norepinephrine transmembrane transporter activity,norepinephrine transport,norepinephrine:sodium symporter activity,plasma membrane,protein binding,response to drug,response to pain,transmembrane transport,transportAutonomic Nervous System Diseases;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Epilepsy;Heart Diseases;Heart Valve Diseases;Heart Valve Prolapse;Hypertension;Mental Disorders;Mitral Valve Prolapse;Nervous System Diseases;Neurologic Manifestations;Orthostatic Intolerance;Primary Dysautonomias;Seizures;Vascular Diseases3,4-Methylenedioxymethamphetamine,Amineptine,Amitriptyline,Amoxapine,Amphetamine,Atomoxetine,Bicifadine,Bupropion,CRx-119,Chlorphenamine,Citalopram,Clomipramine,Cocaine,Dasotraline,Debrisoquin,Desipramine,Desvenlafaxine,Dexmethylphenidate,Dextroamphetamine,Dextromethorphan,Diethylpropion,Dopamine,Dosulepin,Doxepin,Droxidopa,Duloxetine,Ephedra,Ephedrine,Ergotamine,Escitalopram,Ginkgo biloba,Guanadrel,Guanethidine,Imipramine,Iobenguane,Iobenguane sulfate I-123,Ketamine,Levomilnacipran,Loxapine,MMDA,Maprotiline,Mazindol,Methamphetamine,Methylphenidate,Mianserin,Milnacipran,Mirtazapine,Nefazodone,Nomifensine,Norepinephrine,Nortriptyline,Orphenadrine,Paroxetine,Pethidine,Phendimetrazine,Phenmetrazine,Phentermine,Protriptyline,Pseudoephedrine,Reboxetine,Sibutramine,Tapentadol,Tramadol,Trimipramine,Venlafaxine,Viloxazine,XEN2174T=0, G=22 T=0.0, G=1.0 0.00001 298.785 22 T=0/0, G=3/19

chr16:55735912 T/T C T SNV SLC6A2 SLC6A2:intronic:NM_001172504.1 1 100 intronic NM_001172504.1c.1830+66C>Tp.? -1.35 Sodium:neurotransmitter symporter familyrs2242447 0.3441 YES Solute carrier family 6 (neurotransmitter transporter, noradrenalin), member 2, cocaine- and antidepressant-sensitivealpha-tubulin binding,beta-tubulin binding,cell surface,chemical synaptic transmission,dopamine uptake involved in synaptic transmission,dopamine:sodium symporter activity,integral component of membrane,integral component of plasma membrane,membrane,membrane raft,metal ion binding,monoamine transmembrane transporter activity,monoamine transport,neuron projection,neurotransmitter transport,neurotransmitter:sodium symporter activity,norepinephrine transmembrane transporter activity,norepinephrine transport,norepinephrine:sodium symporter activity,plasma membrane,protein binding,response to drug,response to pain,transmembrane transport,transportAutonomic Nervous System Diseases;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Epilepsy;Heart Diseases;Heart Valve Diseases;Heart Valve Prolapse;Hypertension;Mental Disorders;Mitral Valve Prolapse;Nervous System Diseases;Neurologic Manifestations;Orthostatic Intolerance;Primary Dysautonomias;Seizures;Vascular Diseases3,4-Methylenedioxymethamphetamine,Amineptine,Amitriptyline,Amoxapine,Amphetamine,Atomoxetine,Bicifadine,Bupropion,CRx-119,Chlorphenamine,Citalopram,Clomipramine,Cocaine,Dasotraline,Debrisoquin,Desipramine,Desvenlafaxine,Dexmethylphenidate,Dextroamphetamine,Dextromethorphan,Diethylpropion,Dopamine,Dosulepin,Doxepin,Droxidopa,Duloxetine,Ephedra,Ephedrine,Ergotamine,Escitalopram,Ginkgo biloba,Guanadrel,Guanethidine,Imipramine,Iobenguane,Iobenguane sulfate I-123,Ketamine,Levomilnacipran,Loxapine,MMDA,Maprotiline,Mazindol,Methamphetamine,Methylphenidate,Mianserin,Milnacipran,Mirtazapine,Nefazodone,Nomifensine,Norepinephrine,Nortriptyline,Orphenadrine,Paroxetine,Pethidine,Phendimetrazine,Phenmetrazine,Phentermine,Protriptyline,Pseudoephedrine,Reboxetine,Sibutramine,Tapentadol,Tramadol,Trimipramine,Venlafaxine,Viloxazine,XEN2174C=0, T=24 C=0.0, T=1.0 0.00001 329.32 24 C=0/0, T=11/13

chr16:55844609 T/T G T SNV CES1 CES1:intronic:NM_001025195.1 1 100 intronic NM_001025195.1c.1171-33C>Ap.? -1.6 Carboxylesterase family,alpha/beta hydrolase foldrs147989545,rs2244613 0.2 YES 4.016E-1 (pos.55844609) Carboxylesterase 1 (monocyte/macrophage serine esterase 1)carboxylic ester hydrolase activity,cholesterol biosynthetic process,cholesterol ester hydrolysis involved in cholesterol transport,cytosol,endoplasmic reticulum,endoplasmic reticulum lumen,epithelial cell differentiation,medium-chain fatty acid metabolic process,metabolic process,methylumbelliferyl-acetate deacetylase activity,response to toxic substance,sterol esterase activity,xenobiotic metabolic processCocaine-Related Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyslipidemias;Genetic Diseases, Inborn;Hypercholesterolemia;Hyperlipidemias;Lipid Metabolism Disorders;Lung Diseases;Lung Neoplasms;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Opioid-Related Disorders;Overnutrition;Peripheral Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Substance-Related Disorders;Thoracic Neoplasms(1R)-1,2,2-trimethylpropyl (R)-methylphosphinate,(1S,7S,8S,8AR)-1,2,3,7,8,8A-HEXAHYDRO-7-METHYL-8-2-(2R,4R)-TETRAHYDRO-4-HY DROXY-6-OXO-2H-PYRAN-2-YLETHYL-1-NAPHTHALENOL,4-Piperidino-Piperidine,Benzocaine,Capecitabine,Cholic Acid,Ciclesonide,Clopidogrel,Cyclandelate,Dabigatran etexilate,Hydroxy-Phenyl-Acetic Acid 8-Methyl-8-Aza-Bicyclo3.2.1Oct-3-Yl Ester,Indomethacin,Irinotecan,L-Carnitine,Mevastatin,Mycophenolate mofetil,N-Methylnaloxonium,N-acetyl-alpha-neuraminic acid,Oseltamivir,Phenylacetic acid,Probucol,Rufinamide,Selexipag,Tamoxifen,Thenoyltrifluoroacetone,TrandolaprilG=0, T=24 G=0.0, T=1.0 0.00001 334.73 24 G=0/0, T=21/3

chr16:55844617 A/A G A SNV CES1 CES1:intronic:NM_001025195.1 1 100 intronic NM_001025195.1c.1171-41C>Tp.? 0.3 Carboxylesterase family,alpha/beta hydrolase foldrs146930283,rs2244614 0.3907 YES 2.037E-1 (pos.55844617) Carboxylesterase 1 (monocyte/macrophage serine esterase 1)carboxylic ester hydrolase activity,cholesterol biosynthetic process,cholesterol ester hydrolysis involved in cholesterol transport,cytosol,endoplasmic reticulum,endoplasmic reticulum lumen,epithelial cell differentiation,medium-chain fatty acid metabolic process,metabolic process,methylumbelliferyl-acetate deacetylase activity,response to toxic substance,sterol esterase activity,xenobiotic metabolic processCocaine-Related Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyslipidemias;Genetic Diseases, Inborn;Hypercholesterolemia;Hyperlipidemias;Lipid Metabolism Disorders;Lung Diseases;Lung Neoplasms;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Opioid-Related Disorders;Overnutrition;Peripheral Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Substance-Related Disorders;Thoracic Neoplasms(1R)-1,2,2-trimethylpropyl (R)-methylphosphinate,(1S,7S,8S,8AR)-1,2,3,7,8,8A-HEXAHYDRO-7-METHYL-8-2-(2R,4R)-TETRAHYDRO-4-HY DROXY-6-OXO-2H-PYRAN-2-YLETHYL-1-NAPHTHALENOL,4-Piperidino-Piperidine,Benzocaine,Capecitabine,Cholic Acid,Ciclesonide,Clopidogrel,Cyclandelate,Dabigatran etexilate,Hydroxy-Phenyl-Acetic Acid 8-Methyl-8-Aza-Bicyclo3.2.1Oct-3-Yl Ester,Indomethacin,Irinotecan,L-Carnitine,Mevastatin,Mycophenolate mofetil,N-Methylnaloxonium,N-acetyl-alpha-neuraminic acid,Oseltamivir,Phenylacetic acid,Probucol,Rufinamide,Selexipag,Tamoxifen,Thenoyltrifluoroacetone,TrandolaprilG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=20/3

chr9:19093287 A/G A G SNV HAUS6 HAUS6:exonic:NM_017645.4 1 46.43 4 synonymous NM_017645.4c.318T>C p.(=) 0.33 0.08(COSM150584)HAUS augmin-like complex subunit 6 N-terminusrs41269011 0.137 YES 8.462E-2 (pos.19093287) adenocarcinomaHAUS, augmin-like complex, subunit 6G2/M transition of mitotic cell cycle,HAUS complex,cell division,centrosome,centrosome cycle,ciliary basal body-plasma membrane docking,cytosol,microtubule,microtubule organizing center,molecular_function,nuclear speck,protein binding,regulation of G2/M transition of mitotic cell cycle,spindle,spindle assemblyA=15, G=13 A=0.5357, G=0.4643 0.00001 117.927 28 A=10/5, G=11/2

chr16:223706 G/G A G SNV HBA2 HBA2:utr_3:NM_000517.4 1 100 3 utr_3 NM_000517.4c.536A>G p.? -1.2 Globin rs2541640 Hemoglobin alpha-2bicarbonate transport,blood microparticle,cellular oxidant detoxification,cytosol,cytosolic small ribosomal subunit,endocytic vesicle lumen,extracellular exosome,extracellular region,extracellular space,haptoglobin binding,haptoglobin-hemoglobin complex,heme binding,hemoglobin complex,hydrogen peroxide catabolic process,iron ion binding,membrane,oxygen binding,oxygen carrier activity,oxygen transport,peroxidase activity,positive regulation of cell death,protein binding,protein heterooligomerization,receptor-mediated endocytosis,response to hydrogen peroxideAcneiform Eruptions;Anemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Chloracne;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Polycythemia;Pregnancy Complications;Skin Diseases;Skin and Connective Tissue Diseases;Thalassemia;alpha-Thalassemia;beta-ThalassemiaBenign A=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=9/12

chr6:135323972 C/T C T SNV HBS1L HBS1L:exonic:NM_006620.3 1 45.83 5 missense NM_006620.3c.439G>A p.Val147Ile -1.23 0.28 29 0 Elongation factor Tu C-terminal domain,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2,HBS1 N-terminusrs111758776 0.0084 0.0 (pos.135323972) HBS1-like proteinGTP binding,GTPase activity,cytosol,exonucleolytic nuclear-transcribed mRNA catabolic process involved in deadenylation-dependent decay,extracellular exosome,integral component of membrane,intracellular,membrane,signal transduction,translation,translation elongation factor activity,translational elongationC=13, T=11 C=0.5417, T=0.4583 0.00001 93.4243 24 C=7/6, T=8/3

chr12:123200247 C/C G C SNV HCAR3 HCAR3:exonic:NM_006018.2 1 100 1 missense NM_006018.2c.1038C>G p.Ile346Met -0.39 10 0(COSM147628),0(COSM4146764),0(COSM4146765)7 transmembrane receptor (rhodopsin family)rs1696351 0.0735 YES 8.45E-1 (pos.123200247) adenocarcinoma,neoplasmHydroxycarboxylic acid receptor 3G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell junction,integral component of plasma membrane,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue DiseasesInositol nicotinate,NiacinG=0, C=43 G=0.0, C=1.0 0.00001 705.842 43 G=0/0, C=35/8

chr6:29760188 G/A G A SNV HCG4,HLA-V HCG4:exonic_nc:NR_002139.2, HLA-V:intronic_nc:NR_132323.1 1
57.14

1 exonic_nc NR_002139.2, NR_132323.1 -0.15 Class I Histocompatibility antigen, domains alpha 1 and 2rs1610718 YES 3.628E-1 (pos.29760188) G=39, A=52 G=0.4286, A=0.5714 0.00001 611.328 91 G=2/37, A=7/45

chr6:29759996 T/C T C SNV HCG4,HLA-V HCG4:exonic_nc:NR_002139.2, HLA-V:exonic_nc:NR_132323.1 1
50

1 exonic_nc NR_002139.2, NR_132323.1 -1.46 0(COSM3928295)Class I Histocompatibility antigen, domains alpha 1 and 2rs1610645 YES 3.032E-1 (pos.29759996) carcinoma,glioma,papillary_renal_cell_carcinoma,squamous_cell_carcinoma T=64, C=64 T=0.5, C=0.5 0.00001 681.108 128 T=44/20, C=47/17

chr16:55883412 T/T G T SNV CES5A CES5A:intronic:NM_001190158.1 1 100 intronic NM_001190158.1c.1510+124C>Ap.? 1.03 Carboxylesterase family,alpha/beta hydrolase foldrs2110815 YES carboxylic ester hydrolase activity,extracellular region,hydrolase activity,integral component of membraneG=0, T=32 G=0.0, T=1.0 0.00001 485.053 32 G=0/0, T=19/13

chr1:155260383 G/T G T SNV HCN3,PKLR HCN3:downstream:NM_020897.2, PKLR:exonic:NM_000298.5 1 50 11 synonymous NM_020897.2, NM_000298.5c.*2129G>T, c.1705C>Ap.?, p.(=) 3.38 Pyruvate kinase, alpha/beta domain,Pyruvate kinase, barrel domainrs1052176 0.2673 YES 7.052E-1;1.166E-4 (pos.155260383) Hyperpolarization-activated cyclic nucleotide-gated potassium channel 3,Pyruvate kinase, liver and RBC typeATP binding,ATP biosynthetic process,axon,cAMP binding,canonical glycolysis,cellular response to cAMP,cellular response to dopamine,cellular response to epinephrine stimulus,cellular response to insulin stimulus,cone cell pedicle,cytoplasm,cytosol,dendrite,extracellular exosome,glycolytic process,integral component of plasma membrane,kinase activity,magnesium ion binding,neuronal cell body,plasma membrane,potassium ion binding,potassium ion transmembrane transport,protein binding,pyruvate biosynthetic process,pyruvate kinase activity,regulation of ion transmembrane transport,regulation of membrane potential,regulation of postsynaptic membrane potential,response to ATP,response to cAMP,response to cisplatin,response to glucose,response to heat,response to hypoxia,response to lithium ion,response to nutrient,sodium ion transmembrane transport,voltage-gated potassium channel activity,voltage-gated sodium channel activityAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Anemia, Hemolytic, Congenital Nonspherocytic;Carbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pyruvate Metabolism, Inborn Errors2-Phosphoglycolic Acid,Pyruvic acid,beta-D-fructofuranose 1,6-bisphosphateBenign G=21, T=21 G=0.5, T=0.5 0.00001 228.879 42 G=3/18, T=11/10

chr16:55883761 C/C A C SNV CES5A CES5A:intronic:NM_001190158.1 1 100 intronic NM_001190158.1c.1361-76T>Gp.? -0.75 Carboxylesterase family,alpha/beta hydrolase foldrs7186875 YES carboxylic ester hydrolase activity,extracellular region,hydrolase activity,integral component of membraneA=0, C=39 A=0.0, C=1.0 0.00001 623.809 39 A=0/0, C=13/26

chr16:56362725 C/C T C SNV GNAO1 GNAO1:intronic:NM_138736.2 1 100 intronic NM_138736.2c.464+22T>Cp.? -0.83 ADP-ribosylation factor family,G-protein alpha subunitrs2241952 0.3286 YES 7.741E-1 (pos.56362725) Guanine nucleotide-binding protein (G protein), alpha-activating activityG-protein beta/gamma-subunit complex binding,G-protein coupled receptor signaling pathway,G-protein coupled serotonin receptor binding,GTP binding,GTPase activating protein binding,GTPase activity,Wnt signaling pathway, calcium modulating pathway,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,aging,cell body,corticotropin-releasing hormone receptor 1 binding,dendrite,dopamine receptor signaling pathway,forebrain development,guanyl nucleotide binding,heterotrimeric G-protein complex,locomotory behavior,metal ion binding,mu-type opioid receptor binding,muscle contraction,myelin sheath,negative regulation of calcium ion transport,neuron projection development,plasma membrane,positive regulation of GTPase activity,protein folding,regulation of heart contraction,response to cytokine,response to drug,response to hydrogen peroxide,response to morphine,signal transducer activityMental Disorders;Substance Withdrawal Syndrome;Substance-Related DisordersT=0, C=141 T=0.0, C=1.0 0.00001 2362.46 141 T=0/0, C=62/79

chr16:56504724 G/C G C SNV OGFOD1 OGFOD1:intronic:NM_018233.3 1 57.14 intronic NM_018233.3c.1285+21G>Cp.? -0.13 2OG-Fe(II) oxygenase superfamily,Oxoglutarate and iron-dependent oxygenase degradation C-termrs13337155,rs7569698740.2376 YES 0.0;8.031E-2 (pos.56504724) 2-oxoglutarate- and iron-dependent oxygenase domain-containing protein 1L-ascorbic acid binding,cell proliferation,cytoplasmic stress granule,cytosol,iron ion binding,nucleus,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, 2-oxoglutarate as one donor, and incorporation of one atom each of oxygen into both donors,peptidyl-proline 3-dioxygenase activity,peptidyl-proline dioxygenase activity,peptidyl-proline hydroxylation,protein hydroxylation,regulation of translational termination,stress granule assemblyVitamin C G=15, C=20 G=0.4286, C=0.5714 0.00001 218.714 35 G=9/6, C=17/3

chr5:141014494 C/C T C SNV HDAC3 HDAC3:exonic:NM_003883.3 1 100 3 synonymous NM_003883.3c.165A>G p.(=) 1.68 0.16(COSM3761008)Histone deacetylase domainrs2530223 0.3995 YES 3.071E-1 (pos.141014494)adenocarcinoma,carcinoma,neoplasmHistone deacetylase 3Golgi apparatus,NAD-dependent histone deacetylase activity (H3-K14 specific),NF-kappaB binding,cellular response to fluid shear stress,chromatin binding,chromatin organization,circadian rhythm,cyclin binding,cytoplasm,cytosol,enzyme binding,histone H3 deacetylation,histone deacetylase activity,histone deacetylase binding,histone deacetylase complex,histone deacetylation,hydrolase activity,negative regulation of JNK cascade,negative regulation of apoptotic process,negative regulation of myotube differentiation,negative regulation of nucleic acid-templated transcription,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,plasma membrane,positive regulation of TOR signaling,positive regulation of protein phosphorylation,positive regulation of transcription factor import into nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein deacetylase activity,protein deacetylation,regulatiCardiovascular Diseases;Heart Diseases;Male Urogenital DiseasesBelinostat,Mocetinostat,Panobinostat,Pracinostat,VorinostatT=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=19/12

chr2:240003870 A/A G A SNV HDAC4 HDAC4:exonic:NM_006037.3 1 100 21 synonymous NM_006037.3c.2565C>T p.(=) 0.04 0.16(COSM4133597)Glutamine rich N terminal domain of histone deacetylase 4,Histone deacetylase domainrs1063639 0.4748 YES 6.877E-1 (pos.240003870)neoplasm Histone deacetylase 4A band,B cell activation,B cell differentiation,NAD-dependent histone deacetylase activity (H3-K14 specific),RNA polymerase III transcription factor binding,Z disc,activating transcription factor binding,actomyosin,cardiac muscle hypertrophy in response to stress,cellular response to mechanical stimulus,cellular response to parathyroid hormone stimulus,cellular response to tumor necrosis factor,chromatin binding,chromatin remodeling,core promoter binding,cytoplasm,cytosol,histone H3 deacetylation,histone H4 deacetylation,histone deacetylase activity,histone deacetylase binding,histone deacetylase complex,histone deacetylation,identical protein binding,inflammatory response,negative regulation of DNA binding transcription factor activity,negative regulation of cell proliferation,negative regulation of glycolytic process,negative regulation of myotube differentiation,negative regulation of osteoblast differentiation,negative regulation of pri-miRNA transcription from RNA polymerase II promoter,negative regulatiBrachydactyly;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Cocaine-Related Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatitis;Dermatitis, Contact;Diabetes Mellitus;Endocrine System Diseases;Familial Primary Pulmonary Hypertension;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hypertension, Pulmonary;Intellectual Disability;Limb Deformities, Congenital;Lung Diseases;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Stroke;Substance-Related Disorders;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Vascular Diseases2,2,2-TRIFLUORO-1-{5-(3-PHENYL-5,6-DIHYDROIMIDAZO1,2-APYRAZIN-7(8H)-YL)CARBONYLTHIOPHEN-2-YL}ETHANE-1,1-DIOL,Belinostat,N-hydroxy-5-(3-phenyl-5,6-dihydroimidazo1,2-apyrazin-7(8H)-yl)carbonylthiophene-2-carboxamide,Panobinostat,RomidepsinG=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=11/11

chr19:4472322 C/T C T SNV HDGFL2 HDGFL2:utr_5:NM_001001520.2 1 45.45 1 utr_5 NM_001001520.2c.-26C>T p.? 0.11 Lens epithelium-derived growth factor (LEDGF),PWWP domainrs61606737 0.1831 YES 1.694E-1;0.0 (pos.4472322) nucleus,positive regulation of cell growth,protein bindingC=12, T=10 C=0.5455, T=0.4545 0.00001 81.7625 22 C=6/6, T=2/8

chr16:56686471 G/T G T SNV MT1B MT1B:intronic:NM_005947.2 1 50 intronic NM_005947.2c.29-12G>T p.? -1.26 Metallothioneinrs964374 0.4771 YES 3.126E-1;0.0 (pos.56686471) Metallothionein 1B (functional)cellular response to zinc ion,cytoplasm,metal ion binding,negative regulation of growth,nucleus,perinuclear region of cytoplasm,zinc ion bindingCopper G=10, T=10 G=0.5, T=0.5 0.00001 82.7692 20 G=9/1, T=7/3

chr18:44635048 T/T C T SNV HDHD2 HDHD2:utr_3:NM_032124.4 1 100 7 utr_3 NM_032124.4c.785G>A p.? -1.81 HAD-hyrolase-like,Haloacid dehalogenase-like hydrolasers2635058 0 9.999E-1 (pos.44635048) biological_process,dephosphorylation,enzyme binding,extracellular exosome,metal ion binding,phosphatase activity,protein bindingC=0, T=23 C=0.0, T=1.0 0.00001 316.745 23 C=0/0, T=10/13

chr2:242192848 C/C T C SNV HDLBP HDLBP:exonic:NM_203346.4 1 100 10 missense NM_203346.4c.1253A>G p.Asn418Ser 0.02 0.22 46 0 0.19(COSM3736253),0.19(COSM3736254)KH domain rs7578199 0.2463 YES 6.938E-4;0.0 (pos.242192848)malignant_melanomaHigh-density lipoprotein-binding proteinRNA binding,cadherin binding,cholesterol metabolic process,cytosol,high-density lipoprotein particle,high-density lipoprotein particle clearance,lipid binding,lipid transport,nucleus,plasma membrane,protein bindingAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersT=0, C=24 T=0.0, C=1.0 0.00001 334.791 24 T=0/0, C=13/11



chr16:570454 C/C T C SNV RAB11FIP3 RAB11FIP3:intronic:NM_014700.3 1 100 intronic NM_014700.3c.2017-5T>Cp.? -0.12 EF hand,FIP domainrs11863276 0.4619 YES 9.946E-1 (pos.570454) RAB11 family-interacting protein 3ADP-ribosylation factor binding,Rab GTPase binding,calcium ion binding,centrosome,cleavage furrow,cytokinesis,cytosol,dynein light intermediate chain binding,endocytic recycling,endosome,intercellular bridge,intracellular,intracellular membrane-bounded organelle,microtubule organizing center,midbody,negative regulation of adiponectin secretion,nucleoplasm,protein binding,protein homodimerization activity,protein localization to cilium,recycling endosome,recycling endosome membrane,vesicle-mediated transportCardiovascular Diseases;Embolism and Thrombosis;Thromboembolism;Vascular Diseases;Venous ThromboembolismT=0, C=86 T=0.0, C=1.0 0.00001 1409.54 86 T=0/0, C=49/37

chr1:236719193 G/G A G SNV HEATR1 HEATR1:exonic:NM_018072.5 1 100 39 missense NM_018072.5c.5561T>C p.Val1854Ala 1.28 0.49 64 0.002 0.26(COSM3751020)BP28CT (NUC211) domain,U3 small nucleolar RNA-associated protein 10rs1885533 0.3173 YES 4.902E-1 (pos.236719193)acute_myeloid_leukaemia,adenocarcinoma,neoplasm90S preribosome,RNA binding,fibrillar center,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),membrane,mitochondrion,nucleolus,nucleoplasm,positive regulation of rRNA processing,positive regulation of transcription from RNA polymerase I promoter,protein binding,rRNA processing,small-subunit processome,snoRNA binding,t-UTP complex,transcription, DNA-templatedA=0, G=113 A=0.0, G=1.0 0.00001 1795.6 113 A=0/0, G=73/40

chr16:570623 A/A G A SNV RAB11FIP3 RAB11FIP3:intronic:NM_014700.3 1 100 intronic NM_014700.3c.2157+24G>Ap.? -0.87 EF hand,FIP domainrs2071978 0.4622 YES 6.17E-1 (pos.570623) RAB11 family-interacting protein 3ADP-ribosylation factor binding,Rab GTPase binding,calcium ion binding,centrosome,cleavage furrow,cytokinesis,cytosol,dynein light intermediate chain binding,endocytic recycling,endosome,intercellular bridge,intracellular,intracellular membrane-bounded organelle,microtubule organizing center,midbody,negative regulation of adiponectin secretion,nucleoplasm,protein binding,protein homodimerization activity,protein localization to cilium,recycling endosome,recycling endosome membrane,vesicle-mediated transportCardiovascular Diseases;Embolism and Thrombosis;Thromboembolism;Vascular Diseases;Venous ThromboembolismG=0, A=59 G=0.0, A=1.0 0.00001 885.367 59 G=0/0, A=22/37

chr16:57073683 C/C G C SNV NLRC5 NLRC5:intronic:NM_032206.4 1 100 intronic NM_032206.4c.2802-10G>Cp.? -1.31 Leucine Rich repeat,Leucine Rich repeats (2 copies),NACHT domainrs864750 0.1848 YES 9.397E-1 (pos.57073683) NLR family, caspase recruitment domain-containing 5ATP binding,RNA polymerase II core promoter sequence-specific DNA binding,centrosome,cytoplasm,cytosol,defense response to virus,innate immune response,negative regulation of NF-kappaB transcription factor activity,negative regulation of type I interferon production,negative regulation of type I interferon-mediated signaling pathway,nucleus,positive regulation of MHC class I biosynthetic process,positive regulation of interferon-gamma-mediated signaling pathway,positive regulation of transcription from RNA polymerase II promoter,positive regulation of type I interferon-mediated signaling pathway,protein binding,regulation of kinase activityG=0, C=34 G=0.0, C=1.0 0.00001 524.186 34 G=0/0, C=20/14

chr16:57255363 C/C T C SNV RSPRY1 RSPRY1:intronic:NM_133368.2 1 100 intronic NM_133368.2c.1161+36T>Cp.? -0.53 SPRY domain,Zinc finger, C3HC4 type (RING finger)rs7206038 0.0516 YES 9.815E-1 (pos.57255363) RING finger- and SPRY domain-containing protein 11extracellular region,metal ion binding T=0, C=56 T=0.0, C=1.0 0.00001 832.082 56 T=0/0, C=34/22

chr16:57687714 A/C A C SNV ADGRG1 ADGRG1:intronic:NM_005682.6 1 50 intronic NM_005682.6c.621-184A>Cp.? -1.01 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs8054093 YES Adhesion G protein-coupled receptor G1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Rho protein signal transduction,angiogenesis,brain development,cell adhesion,cell migration,cell surface receptor signaling pathway,cell-cell signaling,cerebral cortex radial glia guided migration,cerebral cortex regionalization,collagen binding,extracellular exosome,extracellular matrix binding,glial limiting end-foot,heparin binding,integral component of membrane,integral component of plasma membrane,intracellular,layer formation in cerebral cortex,membrane raft,negative regulation of cell proliferation,negative regulation of neuron migration,positive regulation of Rho protein signal transduction,positive regulation of cell adhesion,positive regulation of neural precursor cell proliferation,protein kinase C signaling,seminiferous tubule development,vascular endothelial growth factor productionA=17, C=17 A=0.5, C=0.5 0.00001 172.009 34 A=7/10, C=15/2

chr1:236721660 C/C T C SNV HEATR1 HEATR1:exonic:NM_018072.5 1 100 36 missense NM_018072.5c.5081A>G p.Asn1694Ser -1.03 0.82 46 0 0.08(COSM4418653)BP28CT (NUC211) domain,U3 small nucleolar RNA-associated protein 10rs2275689 0.2471 YES 6.533E-1 (pos.236721660)acute_myeloid_leukaemia 90S preribosome,RNA binding,fibrillar center,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),membrane,mitochondrion,nucleolus,nucleoplasm,positive regulation of rRNA processing,positive regulation of transcription from RNA polymerase I promoter,protein binding,rRNA processing,small-subunit processome,snoRNA binding,t-UTP complex,transcription, DNA-templatedT=0, C=42 T=0.0, C=1.0 0.00001 685.163 42 T=0/0, C=20/22

chr16:57695604 C/T C T SNV ADGRG1 ADGRG1:intronic:NM_005682.6 1 52.38 intronic NM_005682.6c.1683-5C>Tp.? -1.29 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs2290177 0.1958 YES 5.278E-1 (pos.57695604) Adhesion G protein-coupled receptor G1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Rho protein signal transduction,angiogenesis,brain development,cell adhesion,cell migration,cell surface receptor signaling pathway,cell-cell signaling,cerebral cortex radial glia guided migration,cerebral cortex regionalization,collagen binding,extracellular exosome,extracellular matrix binding,glial limiting end-foot,heparin binding,integral component of membrane,integral component of plasma membrane,intracellular,layer formation in cerebral cortex,membrane raft,negative regulation of cell proliferation,negative regulation of neuron migration,positive regulation of Rho protein signal transduction,positive regulation of cell adhesion,positive regulation of neural precursor cell proliferation,protein kinase C signaling,seminiferous tubule development,vascular endothelial growth factor productionBenign C=10, T=11 C=0.4762, T=0.5238 0.00001 95.3003 21 C=5/5, T=10/1

chr1:236721731 C/C T C SNV HEATR1 HEATR1:exonic:NM_018072.5 1 100 36 synonymous NM_018072.5c.5010A>G p.(=) -1.36 BP28CT (NUC211) domain,U3 small nucleolar RNA-associated protein 10rs819431 0 9.999E-1 (pos.236721731) 90S preribosome,RNA binding,fibrillar center,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),membrane,mitochondrion,nucleolus,nucleoplasm,positive regulation of rRNA processing,positive regulation of transcription from RNA polymerase I promoter,protein binding,rRNA processing,small-subunit processome,snoRNA binding,t-UTP complex,transcription, DNA-templatedT=0, C=33 T=0.0, C=1.0 0.00001 504.597 33 T=0/0, C=16/17

chr16:57736047 G/A G A SNV DRC7 DRC7:intronic:NM_032269.5 1 57.14 intronic NM_032269.5c.699+5G>Ap.? 1.49 0.27(COSM5021889) rs72795521 0.1373 YES 2.886E-1 (pos.57736047) osteosarcoma cytoplasm,cytoskeleton,motile cilium,protein binding G=9, A=12 G=0.4286, A=0.5714 0.00001 109.009 21 G=2/7, A=7/5

chr16:57786517 T/T C T SNV KATNB1 KATNB1:intronic:NM_005886.2 1 100 intronic NM_005886.2c.704+4C>Tp.? -4.72 Anaphase-promoting complex subunit 4 WD40 domain,WD domain, G-beta repeat,con80 domain of Kataninrs2965797 0.2866 YES 3.171E-1 (pos.57786517) Katanin, p80 subunit, B1axon,cell cycle,cell division,centrosome,cytoplasm,cytosol,dynein complex binding,growth cone,katanin complex,membrane,microtubule,microtubule binding,microtubule cytoskeleton,microtubule severing,microtubule-severing ATPase activity,midbody,negative regulation of microtubule depolymerization,neuronal cell body,nucleus,plasma membrane,positive regulation of cell death,positive regulation of microtubule depolymerization,positive regulation of neuron projection development,protein binding,protein heterodimerization activity,protein targeting,spindle poleC=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=21/5

chr1:236744712 A/A C A SNV HEATR1 HEATR1:exonic:NM_018072.5 1 100 20 synonymous NM_018072.5c.2565G>T p.(=) -0.21 0.78(COSM146833)BP28CT (NUC211) domain,U3 small nucleolar RNA-associated protein 10rs4518892 0.3227 YES 4.913E-1;0.0 (pos.236744712)acute_myeloid_leukaemia,adenocarcinoma,neoplasm,transitional_cell_carcinoma90S preribosome,RNA binding,fibrillar center,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),membrane,mitochondrion,nucleolus,nucleoplasm,positive regulation of rRNA processing,positive regulation of transcription from RNA polymerase I promoter,protein binding,rRNA processing,small-subunit processome,snoRNA binding,t-UTP complex,transcription, DNA-templatedC=0, A=43 C=0.0, A=1.0 0.00001 705.809 43 C=0/0, A=24/19

chr16:57937895 A/A G A SNV CNGB1 CNGB1:intronic:NM_001297.4 1 100 intronic NM_001297.4c.2635-10C>Tp.? -0.26 0.03(COSM6353718)Cyclic nucleotide-binding domainrs437920,rs777949032 0.1507 YES 0.0 (pos.57937894),6.528E-1 (pos.57937895)carcinoma Cyclic nucleotide gated channel, beta 1Golgi membrane,Golgi-associated vesicle membrane,cAMP binding,cGMP binding,cation transmembrane transport,cation transport,ciliary membrane,detection of light stimulus involved in visual perception,integral component of plasma membrane,intracellular cAMP activated cation channel activity,intracellular cGMP activated cation channel activity,intracellular cyclic nucleotide activated cation channel activity,intracellular cyclic nucleotide activated cation channel complex,ligand-gated ion channel activity,photoreceptor cell maintenance,photoreceptor cell outer segment organization,photoreceptor outer segment,plasma membrane,potassium ion transmembrane transport,protein binding,protein heterotetramerization,protein localization to organelle,regulation of cytosolic calcium ion concentration,regulation of membrane potential,regulation of rhodopsin mediated signaling pathway,retina homeostasis,rhodopsin mediated signaling pathway,sensory perception of smell,terminal bouton,transmembrane transporter complex,transport,Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign G=0, A=25 G=0.0, A=1.0 0.00001 353.014 25 G=0/0, A=11/14

chr16:57950178 G/C G C SNV CNGB1 CNGB1:intronic:NM_001297.4 1 51.85 intronic NM_001297.4c.2167-95C>Gp.? -1.34 Cyclic nucleotide-binding domainrs440565 YES Cyclic nucleotide gated channel, beta 1Golgi membrane,Golgi-associated vesicle membrane,cAMP binding,cGMP binding,cation transmembrane transport,cation transport,ciliary membrane,detection of light stimulus involved in visual perception,integral component of plasma membrane,intracellular cAMP activated cation channel activity,intracellular cGMP activated cation channel activity,intracellular cyclic nucleotide activated cation channel activity,intracellular cyclic nucleotide activated cation channel complex,ligand-gated ion channel activity,photoreceptor cell maintenance,photoreceptor cell outer segment organization,photoreceptor outer segment,plasma membrane,potassium ion transmembrane transport,protein binding,protein heterotetramerization,protein localization to organelle,regulation of cytosolic calcium ion concentration,regulation of membrane potential,regulation of rhodopsin mediated signaling pathway,retina homeostasis,rhodopsin mediated signaling pathway,sensory perception of smell,terminal bouton,transmembrane transporter complex,transport,Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaG=13, C=14 G=0.4815, C=0.5185 0.00001 132.666 27 G=5/8, C=6/8

chr16:58592278 C/T C T SNV CNOT1 CNOT1:intronic:NM_016284.4 1 57.14 intronic NM_016284.4c.2332+99G>Ap.? -0.15 CCR4-NOT transcription complex subunit 1 CAF1-binding domain,CCR4-NOT transcription complex subunit 1 HEAT repeat,CCR4-NOT transcription complex subunit 1 TTP binding domain,CCR4-Not complex component, Not1,Domain of unknown function (DUF3819)rs41445346 YES CCR4-NOT transcription complex, subunit 1CCR4-NOT complex,CCR4-NOT core complex,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,P-body,RNA binding,RNA phosphodiester bond hydrolysis, exonucleolytic,armadillo repeat domain binding,cytosol,estrogen receptor binding,extracellular space,gene silencing by miRNA,membrane,multicellular organism development,negative regulation of intracellular estrogen receptor signaling pathway,negative regulation of retinoic acid receptor signaling pathway,negative regulation of transcription from RNA polymerase II promoter,negative regulation of translation,nuclear-transcribed mRNA poly(A) tail shortening,nucleus,peroxisomal membrane,poly(A)-specific ribonuclease activity,positive regulation of cytoplasmic mRNA processing body assembly,positive regulation of mRNA catabolic process,positive regulation of nuclear-transcribed mRNA catabolic process, deadenylation-dependent decay,positive regulation of nuclear-transcribed mRNA poly(A) tail shortening,protein binding,protein complC=9, T=12 C=0.4286, T=0.5714 0.00001 109.102 21 C=4/5, T=2/10

chr16:58703966 G/G A G SNV SLC38A7 SLC38A7:intronic:NM_018231.2 1 100 intronic NM_018231.2c.1286+51T>Cp.? -1.48 Transmembrane amino acid transporter protein,Tryptophan/tyrosine permease familyrs9923128 0.4922 YES 7.192E-1 (pos.58703966) Solute carrier family 38 (amino acid transporter), member 7L-alanine transmembrane transporter activity,L-alanine transport,L-amino acid transmembrane transporter activity,L-asparagine transmembrane transporter activity,L-aspartate transmembrane transport,L-aspartate transmembrane transporter activity,L-glutamate transmembrane transport,L-glutamate transmembrane transporter activity,L-glutamine transmembrane transporter activity,L-histidine transmembrane transport,L-histidine transmembrane transporter activity,L-leucine transmembrane transporter activity,L-methionine transmembrane transporter activity,L-serine transmembrane transporter activity,L-serine transport,asparagine transport,axon,branched-chain amino acid transport,glutamine transport,integral component of membrane,methionine transport,neuronal cell body,protein binding,sodium ion transportA=0, G=45 A=0.0, G=1.0 0.00001 747.365 45 A=0/0, G=21/24

chr16:58704861 G/G A G SNV SLC38A7 SLC38A7:intronic:NM_018231.2 1 100 intronic NM_018231.2c.1231+88T>Cp.? 0.06 Transmembrane amino acid transporter protein,Tryptophan/tyrosine permease familyrs9806843 YES Solute carrier family 38 (amino acid transporter), member 7L-alanine transmembrane transporter activity,L-alanine transport,L-amino acid transmembrane transporter activity,L-asparagine transmembrane transporter activity,L-aspartate transmembrane transport,L-aspartate transmembrane transporter activity,L-glutamate transmembrane transport,L-glutamate transmembrane transporter activity,L-glutamine transmembrane transporter activity,L-histidine transmembrane transport,L-histidine transmembrane transporter activity,L-leucine transmembrane transporter activity,L-methionine transmembrane transporter activity,L-serine transmembrane transporter activity,L-serine transport,asparagine transport,axon,branched-chain amino acid transport,glutamine transport,integral component of membrane,methionine transport,neuronal cell body,protein binding,sodium ion transportA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=9/13

chr1:236746443 T/T C T SNV HEATR1 HEATR1:exonic:NM_018072.5 1 100 18 synonymous NM_018072.5c.2295G>A p.(=) -0.13 0.07(COSM3751024),0.15(COSM4418926)BP28CT (NUC211) domain,U3 small nucleolar RNA-associated protein 10rs2794768 0.3109 YES 6.307E-1 (pos.236746443)acute_myeloid_leukaemia,adenocarcinoma,squamous_cell_carcinoma90S preribosome,RNA binding,fibrillar center,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),membrane,mitochondrion,nucleolus,nucleoplasm,positive regulation of rRNA processing,positive regulation of transcription from RNA polymerase I promoter,protein binding,rRNA processing,small-subunit processome,snoRNA binding,t-UTP complex,transcription, DNA-templatedC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=16/4

chr1:236767330 G/G A G SNV HEATR1 HEATR1:exonic:NM_018072.5 1 100 2 synonymous NM_018072.5c.66T>C p.(=) -1.46 BP28CT (NUC211) domain,U3 small nucleolar RNA-associated protein 10rs10802551 0.2948 YES 7.505E-1 (pos.236767330) 90S preribosome,RNA binding,fibrillar center,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),membrane,mitochondrion,nucleolus,nucleoplasm,positive regulation of rRNA processing,positive regulation of transcription from RNA polymerase I promoter,protein binding,rRNA processing,small-subunit processome,snoRNA binding,t-UTP complex,transcription, DNA-templatedA=0, G=362 A=0.0, G=1.0 0.00001 6009 362 A=0/0, G=192/170

chr1:236716959 T/T C T SNV

HEATR1,LGA

LS8 HEATR1:exonic:NM_018072.5, LGALS8:downstream:NM_006499.4 1
100

43 synonymous NM_006499.4, NM_018072.5c.*5498C>T, c.6159G>Ap.?, p.(=) -2.21 0.01(COSM146832)BP28CT (NUC211) domain,U3 small nucleolar RNA-associated protein 10rs2275685 0.3176 YES 4.906E-1 (pos.236716959)acute_myeloid_leukaemia,adenocarcinomaLectin, galactoside-binding, soluble, 890S preribosome,RNA binding,carbohydrate binding,cellular response to virus,cytoplasm,cytoplasmic vesicle,cytosol,extracellular exosome,extracellular space,fibrillar center,integrin binding,lymphatic endothelial cell migration,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),membrane,mitochondrion,nucleolus,nucleoplasm,positive regulation of rRNA processing,positive regulation of transcription from RNA polymerase I promoter,protein binding,rRNA processing,small-subunit processome,snoRNA binding,t-UTP complex,transcription, DNA-templated,xenophagyC=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=18/10

chr14:73958375 T/C T C SNV

HEATR4,RIO

X1 RIOX1:exonic:NM_024644.4, HEATR4:intronic:NM_203309.2 1
97.56

2 synonymous NM_203309.2, NM_024644.4c.2844+1395A>G, c.653T>Cp.?, p.(=) 1.01 Cupin superfamily protein,HEAT repeat,HEAT repeatsrs758109 0.2483 YES 8.484E-1 (pos.73958375) chromatin remodeling,histone H3-K36 demethylation,histone H3-K4 demethylation,histone demethylase activity (H3-K36 specific),histone demethylase activity (H3-K4 specific),iron ion binding,lipid transport,lipid transporter activity,negative regulation of osteoblast differentiation,negative regulation of transcription, DNA-templated,nucleolus,nucleoplasm,nucleus,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, 2-oxoglutarate as one donor, and incorporation of one atom each of oxygen into both donors,peptidyl-arginine hydroxylation,protein binding,transcription, DNA-templatedT=2, C=80 T=0.0244, C=0.9756 0.00001 1262.03 82 T=2/0, C=43/37

chr14:31864485 C/C G C SNV HEATR5A HEATR5A:exonic:NM_015473.3 1 100 5 missense NM_015473.3c.517C>G p.Pro173Ala 0.99 0.25 27 0.112 rs7141532 YES 8.8E-1 (pos.31864485) G=0, C=50 G=0.0, C=1.0 0.00001 852.711 50 G=0/0, C=20/30

chr2:37306343 A/A G A SNV HEATR5B HEATR5B:exonic:NM_019024.2 1 100 3 synonymous NM_019024.2c.258C>T p.(=) -0.03 rs6743906,rs751105517 0.0013 YES 0.0 (pos.37306324),1.0 (pos.37306343) extracellular exosome,membrane G=0, A=28 G=0.0, A=1.0 0.00001 408.716 28 G=0/0, A=10/18

chr14:31582380 G/G A G SNV HECTD1 HECTD1:exonic:NM_015382.3 1 100 34 missense NM_015382.3c.6080T>C p.Leu2027Pro 3.13 0.51 98 0 0.68(COSM4591840)Ankyrin repeat,Ankyrin repeats (many copies),HECT-domain (ubiquitin-transferase),Mib_herc2,Sad1 / UNC-like C-terminalrs1315794 9.998E-1 (pos.31582380) squamous_cell_carcinoma cytoplasm,metal ion binding,protein binding,protein ubiquitination,ubiquitin protein ligase activity,ubiquitin-protein transferase activityA=0, G=46 A=0.0, G=1.0 0.00001 768.264 46 A=0/0, G=4/42

chr14:31583512 C/T C T SNV HECTD1 HECTD1:exonic:NM_015382.3 1 57.14 31 missense NM_015382.3c.5653G>A p.Glu1885Lys 5.23 0.05 56 0.043 0.98(COSM3999247)Ankyrin repeat,Ankyrin repeats (many copies),HECT-domain (ubiquitin-transferase),Mib_herc2,Sad1 / UNC-like C-terminalrs61976859 0.0964 YES 1.656E-2 (pos.31583512) acute_myeloid_leukaemia cytoplasm,metal ion binding,protein binding,protein ubiquitination,ubiquitin protein ligase activity,ubiquitin-protein transferase activityC=21, T=28 C=0.4286, T=0.5714 0.00001 341.221 49 C=10/11, T=18/10

chr16:66793226 C/C T C SNV TERB1 TERB1:intronic:NM_001136505.1 1 100 intronic NM_001136505.1c.1781-33A>Gp.? 2.44 Myb-like DNA-binding domainrs363157 0.3617 YES 5.997E-1 (pos.66793226) Telomere repeat-binding bouquet formation protein 1DNA binding,chromosome, telomeric region,meiotic attachment of telomere to nuclear envelope,meiotic telomere clustering,nuclear chromosome, telomeric region,nuclear inner membrane,shelterin complex,synapsisT=0, C=33 T=0.0, C=1.0 0.00001 504.596 33 T=0/0, C=14/19

chr16:66820340 T/T C T SNV TERB1 TERB1:intronic:NM_001136505.1 1 100 intronic NM_001136505.1c.401-152G>Ap.? 0.19 Myb-like DNA-binding domainrs363163 YES Telomere repeat-binding bouquet formation protein 1DNA binding,chromosome, telomeric region,meiotic attachment of telomere to nuclear envelope,meiotic telomere clustering,nuclear chromosome, telomeric region,nuclear inner membrane,shelterin complex,synapsisC=0, T=68 C=0.0, T=1.0 0.00001 1053.54 68 C=0/0, T=10/58

chr16:66861966 A/A G A SNV NAE1 NAE1:intronic:NM_003905.3 1 100 intronic NM_003905.3c.54-1283C>Tp.? 0.52 ThiF family rs152164 0.3582 YES 6.015E-1 (pos.66861966) NEDD8 activating enzyme E1 subunit 1NEDD8 activating enzyme activity,cytoplasm,cytosol,mitotic DNA replication checkpoint,neuron apoptotic process,plasma membrane,post-translational protein modification,protein binding,protein heterodimerization activity,protein neddylation,regulation of apoptotic process,regulation of neuron apoptotic process,signal transduction,ubiquitin protein ligase binding,ubiquitin-like modifier activating enzyme activityATP G=0, A=34 G=0.0, A=1.0 0.00001 524.177 34 G=0/0, A=20/14

chr16:66995333 G/A G A SNV CES3 CES3:intronic:NM_024922.5 1 47.62 intronic NM_024922.5c.82+41G>Ap.? 0.13 Carboxylesterase family,alpha/beta hydrolase foldrs71647884 0.0141 YES 0.0 (pos.66995333) Carboxylesterase 3carboxylic ester hydrolase activity,cytosol,endoplasmic reticulum lumen,extracellular exosome,hydrolase activity,low-density lipoprotein particle clearance,xenobiotic metabolic processCardiovascular Diseases;Digestive System Diseases;Heart Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Myocardial Ischemia;Vascular DiseasesG=11, A=10 G=0.5238, A=0.4762 0.00001 82.2779 21 G=0/11, A=4/6

chr16:67221050 G/G A G SNV EXOC3L1 EXOC3L1:intronic:NM_178516.3 1 100 intronic NM_178516.3c.1041-9T>Cp.? -0.64 Exocyst complex component Sec6rs9924876 0.0235 YES 1.0 (pos.67221050) Exocyst complex component 3-like 1SNARE binding,exocyst,exocyst localization,exocytosis,molecular_function,peptide hormone secretion,secretory granule,transport vesicleA=0, G=41 A=0.0, G=1.0 0.00001 664.7 41 A=0/0, G=11/30

chr16:67316600 A/A G A SNV PLEKHG4 PLEKHG4:intronic:NM_001129728.1 1 100 intronic NM_001129728.1c.1393-45G>Ap.? -0.17 RhoGEF domainrs7200919 0.4193 YES 1.794E-1 (pos.67316600) Pleckstrin homology domain containing, family G (puratrophin 1)Rho guanyl-nucleotide exchange factor activity,activation of GTPase activity,protein binding,regulation of Rho protein signal transductionAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar DegenerationsG=0, A=85 G=0.0, A=1.0 0.00001 1390.45 85 G=0/0, A=46/39

chr14:31647241 G/A G A SNV HECTD1 HECTD1:exonic:NM_015382.3 1 45.45 3 synonymous NM_015382.3c.360C>T p.(=) 0.41 0.33(COSM3753935)Ankyrin repeat,Ankyrin repeats (many copies),HECT-domain (ubiquitin-transferase),Mib_herc2,Sad1 / UNC-like C-terminalrs2274201 0.3944 YES 4.345E-1 (pos.31647241) acute_myeloid_leukaemia,adenocarcinoma,carcinomacytoplasm,metal ion binding,protein binding,protein ubiquitination,ubiquitin protein ligase activity,ubiquitin-protein transferase activityG=12, A=10 G=0.5455, A=0.4545 0.00001 81.7625 22 G=8/4, A=6/4

chr2:197118729 T/T C T SNV HECW2 HECW2:exonic:NM_020760.3 1 100 19 synonymous NM_020760.3c.3444G>A p.(=) -1.43 C2 domain,HECT-domain (ubiquitin-transferase),N-terminal domain of E3 ubiquitin-protein ligase HECW1 and 2,WW domainrs4850690 3.00E-04 9.999E-1 (pos.197118729) HECT, C2, and WW domains-containing E3 ubiquitin-protein ligase 2cytoplasm,mitotic spindle,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of mitotic metaphase/anaphase transition,ubiquitin protein ligase activityC=0, T=26 C=0.0, T=1.0 0.00001 371.418 26 C=0/0, T=4/22

chr16:68712217 C/C T C SNV CDH3 CDH3:intronic:NM_001793.5 1 100 intronic NM_001793.5c.390+37T>Cp.? 0.62 Cadherin cytoplasmic region,Cadherin domainrs2296410 0.1109 YES 7.668E-1 (pos.68712217) Cadherin-15, M-cadherin (myotubule),Cadherin-3 (P-cadherin)adherens junction organization,calcium ion binding,canonical Wnt signaling pathway,cell adhesion,cell-cell adherens junction,cytoplasm,hair cycle process,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,membrane,molecular_function,negative regulation of timing of catagen,negative regulation of transforming growth factor beta2 production,plasma membrane,positive regulation of gene expression,positive regulation of insulin-like growth factor receptor signaling pathway,positive regulation of keratinocyte proliferation,positive regulation of melanin biosynthetic process,positive regulation of melanosome transport,positive regulation of monophenol monooxygenase activity,regulation of hair cycle by canonical Wnt signaling pathway,response to drug,retina homeostasis,visual perception,wound healingAbnormalities, Multiple;Adnexal Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Digestive System Diseases;Ectodermal Dysplasia;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Hair Diseases;Hand Deformities;Hand Deformities, Congenital;Hypotrichosis;Inflammatory Bowel Diseases;Intestinal Diseases;Limb Deformities, Congenital;Macular Degeneration;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Ovarian Cysts;Ovarian Diseases;Retinal Degeneration;Retinal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Upper Extremity Deformities, CongenitalT=0, C=27 T=0.0, C=1.0 0.00001 389.989 27 T=0/0, C=13/14

chr16:68718750 G/G A G SNV CDH3 CDH3:intronic:NM_001793.5 1 100 intronic NM_001793.5c.1424+23A>Gp.? -0.51 Cadherin cytoplasmic region,Cadherin domainrs2281850 0.3815 YES 5.509E-1 (pos.68718750) Cadherin-15, M-cadherin (myotubule),Cadherin-3 (P-cadherin)adherens junction organization,calcium ion binding,canonical Wnt signaling pathway,cell adhesion,cell-cell adherens junction,cytoplasm,hair cycle process,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,membrane,molecular_function,negative regulation of timing of catagen,negative regulation of transforming growth factor beta2 production,plasma membrane,positive regulation of gene expression,positive regulation of insulin-like growth factor receptor signaling pathway,positive regulation of keratinocyte proliferation,positive regulation of melanin biosynthetic process,positive regulation of melanosome transport,positive regulation of monophenol monooxygenase activity,regulation of hair cycle by canonical Wnt signaling pathway,response to drug,retina homeostasis,visual perception,wound healingAbnormalities, Multiple;Adnexal Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Digestive System Diseases;Ectodermal Dysplasia;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Hair Diseases;Hand Deformities;Hand Deformities, Congenital;Hypotrichosis;Inflammatory Bowel Diseases;Intestinal Diseases;Limb Deformities, Congenital;Macular Degeneration;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Ovarian Cysts;Ovarian Diseases;Retinal Degeneration;Retinal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Upper Extremity Deformities, CongenitalA=0, G=42 A=0.0, G=1.0 0.00001 684.912 42 A=0/0, G=17/25

chr3:124692689 T/T C T SNV HEG1 HEG1:exonic:NM_020733.1 1 100 16 synonymous NM_020733.1c.3882G>A p.(=) -2.39 Calcium-binding EGF domain,EGF-like domainrs2270778 0.4032 YES 7.889E-1 (pos.124692689) Heart of glass, zebrafish, homolog of, 1calcium ion binding,cardiac atrium morphogenesis,cardiac muscle tissue growth,cell-cell junction,cell-cell junction assembly,endothelial cell morphogenesis,external side of plasma membrane,extracellular region,heart development,in utero embryonic development,integral component of membrane,lung development,lymph circulation,lymph vessel development,multicellular organism growth,pericardium development,positive regulation of fibroblast growth factor production,post-embryonic development,protein binding,regulation of body fluid levels,vasculogenesis,venous blood vessel morphogenesis,ventricular septum development,ventricular trabecula myocardium morphogenesisEar Diseases;Hearing Disorders;Hearing Loss;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersC=0, T=72 C=0.0, T=1.0 0.00001 1130.95 72 C=0/0, T=22/50

chr16:68725486 G/G A G SNV CDH3 CDH3:intronic:NM_001793.5 1 100 intronic NM_001793.5c.1796-137A>Gp.? -1.3 Cadherin cytoplasmic region,Cadherin domainrs2274240 YES Cadherin-15, M-cadherin (myotubule),Cadherin-3 (P-cadherin)adherens junction organization,calcium ion binding,canonical Wnt signaling pathway,cell adhesion,cell-cell adherens junction,cytoplasm,hair cycle process,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,membrane,molecular_function,negative regulation of timing of catagen,negative regulation of transforming growth factor beta2 production,plasma membrane,positive regulation of gene expression,positive regulation of insulin-like growth factor receptor signaling pathway,positive regulation of keratinocyte proliferation,positive regulation of melanin biosynthetic process,positive regulation of melanosome transport,positive regulation of monophenol monooxygenase activity,regulation of hair cycle by canonical Wnt signaling pathway,response to drug,retina homeostasis,visual perception,wound healingAbnormalities, Multiple;Adnexal Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Digestive System Diseases;Ectodermal Dysplasia;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Hair Diseases;Hand Deformities;Hand Deformities, Congenital;Hypotrichosis;Inflammatory Bowel Diseases;Intestinal Diseases;Limb Deformities, Congenital;Macular Degeneration;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Ovarian Cysts;Ovarian Diseases;Retinal Degeneration;Retinal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Upper Extremity Deformities, CongenitalA=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=12/14

chr16:69395434 A/G A G SNV TERF2 TERF2:intronic:NM_005652.4 1 50 intronic NM_005652.4c.1341-42T>Cp.? 1.04 Myb-like DNA-binding domain,Telomere repeat binding factor (TRF),Telomeric repeat-binding factor 2 Rap1-binding motifrs251796 0.2976 YES 3.473E-1 (pos.69395434) Telomeric repeat-binding factor-2G-rich strand telomeric DNA binding,Mre11 complex,RNA-dependent DNA biosynthetic process,cell cycle,cellular senescence,chromosome, telomeric region,double-stranded telomeric DNA binding,enzyme binding,macromolecular complex binding,negative regulation of beta-galactosidase activity,negative regulation of cellular senescence,negative regulation of exonuclease activity,negative regulation of gene expression,negative regulation of t-circle formation,negative regulation of telomere capping,negative regulation of telomere maintenance,negative regulation of telomere maintenance via recombination,negative regulation of telomere maintenance via semi-conservative replication,negative regulation of telomere maintenance via telomerase,negative regulation of telomere maintenance via telomere lengthening,negative regulation of telomere single strand break repair,negative regulation of telomeric D-loop disassembly,nuclear body,nuclear chromosome, telomeric region,nuclear telomere cap complex,nucleoplasm,nucleus,positive rHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Leukemia, T-Cell;Leukemia-Lymphoma, Adult T-Cell;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeA=15, G=15 A=0.5, G=0.5 0.00001 145.02 30 A=7/8, G=5/10

chr16:69752464 G/G C G SNV NQO1 NQO1:intronic:NM_000903.2 1 100 intronic NM_000903.2c.8-27G>C p.? -0.41 Flavodoxin-like fold,NADPH-dependent FMN reductasers689452 0.1231 YES 6.286E-1;1.166E-4 (pos.69752464) NAD(P)H dehydrogenase, quinone 1 (diaphorase-4)NAD(P)H dehydrogenase (quinone) activity,RNA binding,aging,cellular response to metal ion,cytochrome-b5 reductase activity, acting on NAD(P)H,cytoplasm,cytosol,extracellular exosome,identical protein binding,negative regulation of apoptotic process,negative regulation of catalytic activity,neuronal cell body,nitric oxide biosynthetic process,oxidation-reduction process,positive regulation of neuron apoptotic process,protein binding,regulation of cellular amino acid metabolic process,removal of superoxide radicals,response to electrical stimulus,response to estradiol,response to ethanol,response to nutrient,response to toxic substance,superoxide dismutase activity,synaptic transmission, cholinergic,xenobiotic metabolic processAnemia;Anemia, Hemolytic;Asthma;Ataxia;Basal Ganglia Diseases;Bile Duct Diseases;Biliary Tract Diseases;Blood Platelet Disorders;Blood Protein Disorders;Brain Diseases;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Cerebrovascular Disorders;Cholestasis;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatitis;Dermatitis, Contact;Diabetes Mellitus;Diabetes Mellitus, Experimental;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Hemorrhagic3-(HYDROXYMETHYL)-1-METHYL-5-(2-METHYLAZIRIDIN-1-YL)-2-PHENYL-1H-INDOLE-4,7-DIONE,3-Hydroxymethyl-5-Aziridinyl-1methyl-2-1h-Indole-4,7-Dione-Propanol,5-Methoxy-1,2-Dimethyl-3-(4-Nitrophenoxymethyl)Indole-4,7-Dione,5-Methoxy-1,2-Dimethyl-3-(Phenoxymethyl)Indole-4,7-Dione,Bishydroxy2h-1-Benzopyran-2-One,1,2-Benzopyrone,Carboplatin,Cibacron Blue,Cisplatin,Dicoumarol,Doxorubicin,Duroquinone,Flavin adenine dinucleotide,Menadione,Oxaliplatin,RH-1,Vitamin EC=0, G=30 C=0.0, G=1.0 0.00001 446.635 30 C=0/0, G=11/19

chr16:70514828 A/C A C SNV COG4,FUK COG4:utr_3:NM_015386.2, FUK:downstream:NM_145059.2 1 57.89 intronic NM_145059.2, NM_015386.2c.*1245A>C, c.2455T>Gp.?, p.? 0.11 COG4 transport proteinrs7919 YES Component of oligomeric golgi complex 4ATP binding,ER to Golgi vesicle-mediated transport,GDP-L-fucose salvage,Golgi membrane,Golgi organization,Golgi transport complex,Golgi vesicle prefusion complex stabilization,carbohydrate phosphorylation,cytosol,fucokinase activity,identical protein binding,kinase activity,phosphorylation,protein binding,protein transport,retrograde transport, vesicle recycling within Golgi,retrograde vesicle-mediated transport, Golgi to ER,trans-Golgi network membrane,transferase activity, transferring phosphorus-containing groupsNeoplasms;Precancerous ConditionsBenign A=16, C=22 A=0.4211, C=0.5789 0.00001 249.047 38 A=9/7, C=17/5

chr3:124746049 G/G A G SNV HEG1 HEG1:exonic:NM_020733.1 1 100 3 missense NM_020733.1c.913T>C p.Ser305Pro -1.91 0 74 0.002 0.01(COSM5475371)Calcium-binding EGF domain,EGF-like domainrs2981546 0.4953 YES 4.696E-1;1.375E-4 (pos.124746049)adenocarcinomaHeart of glass, zebrafish, homolog of, 1calcium ion binding,cardiac atrium morphogenesis,cardiac muscle tissue growth,cell-cell junction,cell-cell junction assembly,endothelial cell morphogenesis,external side of plasma membrane,extracellular region,heart development,in utero embryonic development,integral component of membrane,lung development,lymph circulation,lymph vessel development,multicellular organism growth,pericardium development,positive regulation of fibroblast growth factor production,post-embryonic development,protein binding,regulation of body fluid levels,vasculogenesis,venous blood vessel morphogenesis,ventricular septum development,ventricular trabecula myocardium morphogenesisEar Diseases;Hearing Disorders;Hearing Loss;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersA=0, G=27 A=0.0, G=1.0 0.00001 389.985 27 A=0/0, G=19/8

chr3:124746182 A/A C A SNV HEG1 HEG1:exonic:NM_020733.1 1 100 3 synonymous NM_020733.1c.780G>T p.(=) -0.25 0.04(COSM3759693)Calcium-binding EGF domain,EGF-like domainrs2333041 0.4941 YES 4.332E-1;3.495E-4 (pos.124746182)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmHeart of glass, zebrafish, homolog of, 1calcium ion binding,cardiac atrium morphogenesis,cardiac muscle tissue growth,cell-cell junction,cell-cell junction assembly,endothelial cell morphogenesis,external side of plasma membrane,extracellular region,heart development,in utero embryonic development,integral component of membrane,lung development,lymph circulation,lymph vessel development,multicellular organism growth,pericardium development,positive regulation of fibroblast growth factor production,post-embryonic development,protein binding,regulation of body fluid levels,vasculogenesis,venous blood vessel morphogenesis,ventricular septum development,ventricular trabecula myocardium morphogenesisEar Diseases;Hearing Disorders;Hearing Loss;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersC=0, A=28 C=0.0, A=1.0 0.00001 408.718 28 C=0/0, A=19/9

chr16:70816893 T/T C T SNV VAC14 VAC14:intronic:NM_018052.4 1 100 intronic NM_018052.4c.811+43G>Ap.? -0.5 Vacuolar 14 Fab1-binding region,Vacuolar protein 14 C-terminal Fig4p bindingrs1875941,rs764906079 0.1631 YES 6.759E-1;0.0;0.0 (pos.70816893) Vac14, S. cerevisiae, homolog ofGolgi membrane,PAS complex,early endosome membrane,endoplasmic reticulum,endosome membrane,late endosome membrane,phosphatidylinositol biosynthetic process,protein binding,receptor activity,regulation of lipid kinase activity,signal transduction,viral processC=0, T=28 C=0.0, T=1.0 0.00001 408.704 28 C=0/0, T=17/11

chr16:70891778 C/G C G SNV HYDIN HYDIN:intronic:NM_001270974.2 1 51.85 intronic NM_001270974.2c.12130-5G>Cp.? 0.28 Abnormal spindle-like microcephaly-assoc'd, ASPM-SPD-2-Hydin,Hydin Adenylate kinase-like domainrs1774417 YES Hydin, mouse, homolog ofaxonemal central apparatus assembly,axonemal central pair projection,cilium movement,epithelial cell development,trachea development,ventricular system developmentBrain Diseases;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hydrocephalus;Kartagener Syndrome;Nervous System Diseases;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusC=39, G=42 C=0.4815, G=0.5185 0.00001 453.404 81 C=10/29, G=14/28

chr16:70908684 T/C T C SNV HYDIN HYDIN:intronic:NM_001270974.2 1 53.13 intronic NM_001270974.2c.10660+36A>Gp.? -0.54 Abnormal spindle-like microcephaly-assoc'd, ASPM-SPD-2-Hydin,Hydin Adenylate kinase-like domainrs1354549 YES Hydin, mouse, homolog ofaxonemal central apparatus assembly,axonemal central pair projection,cilium movement,epithelial cell development,trachea development,ventricular system developmentBrain Diseases;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hydrocephalus;Kartagener Syndrome;Nervous System Diseases;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusT=15, C=17 T=0.4688, C=0.5313 0.00001 170.343 32 T=9/6, C=13/4

chr3:124746347 C/C T C SNV HEG1 HEG1:exonic:NM_020733.1 1 100 3 synonymous NM_020733.1c.615A>G p.(=) -0.11 0(COSM3759694)Calcium-binding EGF domain,EGF-like domainrs4404487 0.4035 YES 8.822E-1 (pos.124746347)adenocarcinoma,neoplasmHeart of glass, zebrafish, homolog of, 1calcium ion binding,cardiac atrium morphogenesis,cardiac muscle tissue growth,cell-cell junction,cell-cell junction assembly,endothelial cell morphogenesis,external side of plasma membrane,extracellular region,heart development,in utero embryonic development,integral component of membrane,lung development,lymph circulation,lymph vessel development,multicellular organism growth,pericardium development,positive regulation of fibroblast growth factor production,post-embryonic development,protein binding,regulation of body fluid levels,vasculogenesis,venous blood vessel morphogenesis,ventricular septum development,ventricular trabecula myocardium morphogenesisEar Diseases;Hearing Disorders;Hearing Loss;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersT=0, C=44 T=0.0, C=1.0 0.00001 726.061 44 T=0/0, C=20/24

chr16:70913467 T/C T C SNV HYDIN HYDIN:intronic:NM_001270974.2 1 50 intronic NM_001270974.2c.10367+41A>Gp.? -1.25 Abnormal spindle-like microcephaly-assoc'd, ASPM-SPD-2-Hydin,Hydin Adenylate kinase-like domainrs1774324 1.00E-04 0.0 (pos.70913467) Hydin, mouse, homolog ofaxonemal central apparatus assembly,axonemal central pair projection,cilium movement,epithelial cell development,trachea development,ventricular system developmentBrain Diseases;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hydrocephalus;Kartagener Syndrome;Nervous System Diseases;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusT=10, C=10 T=0.5, C=0.5 0.00001 77.1598 20 T=5/5, C=8/2

chr16:71127850 A/G A G SNV HYDIN HYDIN:intronic:NM_001270974.2 1 46.51 intronic NM_001270974.2c.1328-12T>Cp.? 0.73 Abnormal spindle-like microcephaly-assoc'd, ASPM-SPD-2-Hydin,Hydin Adenylate kinase-like domainrs4315334 YES Hydin, mouse, homolog ofaxonemal central apparatus assembly,axonemal central pair projection,cilium movement,epithelial cell development,trachea development,ventricular system developmentBrain Diseases;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hydrocephalus;Kartagener Syndrome;Nervous System Diseases;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusA=23, G=20 A=0.5349, G=0.4651 0.00001 208.023 43 A=11/12, G=9/11

chr4:84376743 T/T A T SNV

HELQ,MRPS

18C HELQ:exonic:NM_133636.3, MRPS18C:upstream:NM_016067.3 1
100

1 missense NM_133636.3, NM_016067.3c.104T>A, c.-488A>Tp.Val35Glu, p.? -1.04 1 121 0 DEAD/DEAH box helicase,Helicase conserved C-terminal domainrs6831595 1.00E-04 1.0 (pos.84376743) Helicase, POLQ-like,Mitochondrial ribosomal protein S18CATP binding,ATP-dependent RNA helicase activity,DNA binding,RNA secondary structure unwinding,cytoplasm,cytosolic small ribosomal subunit,double-strand break repair via homologous recombination,mitochondrial inner membrane,mitochondrial small ribosomal subunit,mitochondrial translation,mitochondrial translational elongation,mitochondrial translational termination,nucleic acid binding,nucleolus,protein binding,ribosome,structural constituent of ribosome,translationNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesA=0, T=31 A=0.0, T=1.0 0.00001 470.2 31 A=0/0, T=18/13

chr16:71406024 T/T C T SNV CALB2 CALB2:intronic:NM_001740.4 1 100 intronic NM_001740.4c.95-32C>T p.? 0.03 EF hand,EF-hand domain,EF-hand domain pairrs7203012 0.3819 YES 3.253E-1 (pos.71406024) Calbindin 2, 29kD (calretinin)calcium ion binding,cytosol,gap junction,neuron projection,nucleus,regulation of cytosolic calcium ion concentration,synapse,terminal boutonAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Eye Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 Proteinopathies;Uveal Diseases;UveitisCalcium Citrate,Calcium PhosphateC=0, T=54 C=0.0, T=1.0 0.00001 798.139 54 C=0/0, T=35/19

chr16:71417783 T/T C T SNV CALB2 CALB2:intronic:NM_001740.4 1 100 intronic NM_001740.4c.478-90C>Tp.? -0.08 EF hand,EF-hand domain,EF-hand domain pairrs35885273 YES Calbindin 2, 29kD (calretinin)calcium ion binding,cytosol,gap junction,neuron projection,nucleus,regulation of cytosolic calcium ion concentration,synapse,terminal boutonAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Eye Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 Proteinopathies;Uveal Diseases;UveitisCalcium Citrate,Calcium PhosphateC=0, T=52 C=0.0, T=1.0 0.00001 766.988 52 C=0/0, T=45/7

chr17:65104743 A/A G A SNV HELZ HELZ:exonic:NM_014877.3 1 100 30 missense NM_014877.3c.4589C>T p.Ala1530Val 4.77 0.44 64 0 0.04(COSM4130516)AAA domain,Zinc finger C-x8-C-x5-C-x3-H type (and similar)rs11653020 0.0665 YES 1.0 (pos.65104743) neoplasm Helicase with zinc finger domainATP binding,RNA binding,helicase activity,integral component of membrane,membrane,metal ion binding,nucleus,protein bindingG=0, A=38 G=0.0, A=1.0 0.00001 602.156 38 G=0/0, A=21/17

chr20:62196807 C/C T C SNV HELZ2 HELZ2:exonic:NM_001037335.2 1 100 9 missense NM_001037335.2c.3368A>G p.His1123Arg -0.7 1 29 0 0.01(COSM444227)AAA domain,RNB domainrs310632 0.0474 YES 9.994E-1 (pos.62196807) adenocarcinoma,neoplasm ATP binding,DNA binding,RNA binding,helicase activity,ligand-dependent nuclear receptor transcription coactivator activity,membrane,metal ion binding,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of lipid metabolic process,transcription, DNA-templatedT=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=18/5

chr16:71607384 G/G T G SNV TAT TAT:intronic:NM_000353.2 1 100 intronic NM_000353.2c.408+58A>Cp.? 0.89 Aminotransferase class I and II,Aminotransferase class-V,Aminotransferase ubiquitination siters2432520 0.3482 YES Tyrosine aminotransferase, soluble2-oxoglutarate metabolic process,L-phenylalanine catabolic process,L-phenylalanine:2-oxoglutarate aminotransferase activity,L-tyrosine:2-oxoglutarate aminotransferase activity,amino acid binding,biosynthetic process,cellular_component,cytosol,glutamate metabolic process,mitochondrion,protein binding,pyridoxal phosphate binding,response to glucocorticoid,response to mercury ion,response to oxidative stress,tyrosine catabolic processAmino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Recommended Newborn Screening Panels;Secondary Conditions;Tyrosinemia type II;Tyrosinemia type III;TyrosinemiasGlutamic Acid,L-Phenylalanine,L-Tyrosine,Pyridoxal PhosphateT=0, G=121 T=0.0, G=1.0 0.00001 1953.68 121 T=0/0, G=73/48

chr20:62198686 G/A G A SNV HELZ2 HELZ2:exonic:NM_001037335.2 1 53.33 7 synonymous NM_001037335.2c.2025C>T p.(=) -1.82 0.05(COSM3758755)AAA domain,RNB domainrs3827025 0.0739 YES 1.985E-2 (pos.62198686) adenocarcinoma ATP binding,DNA binding,RNA binding,helicase activity,ligand-dependent nuclear receptor transcription coactivator activity,membrane,metal ion binding,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of lipid metabolic process,transcription, DNA-templatedG=70, A=80 G=0.4667, A=0.5333 0.00001 864.841 150 G=23/47, A=26/54

chr16:71987044 CAA/C CAA C INDEL PKD1L3 PKD1L3:intronic:NM_181536.1 2 47.37 intronic NM_181536.1c.2810-52TTG>Gp.? -0.57, -0.14, -0.2 GPCR proteolysis site, GPS, motif,Ion transport protein,Lectin C-type domain,PLAT/LH2 domain,Polycystin cation channelrs1044582619,rs35601686,rs8955465480.2677 YES Polycystin 1-like 3calcium channel activity,calcium ion transmembrane transport,carbohydrate binding,cation channel activity,cation channel complex,cation transmembrane transporter activity,cation transport,cell surface,cellular response to acidic pH,detection of chemical stimulus involved in sensory perception of sour taste,detection of mechanical stimulus,extracellular exosome,kidney development,plasma membrane,protein binding,receptor complex,sensory perception of sour taste,sour taste receptor activityCalcium Citrate,Calcium PhosphateCAA=40, C=36CAA=0.5263, C=0.4737 0.00001 363.691 76 CAA=8/32, C=18/18

chr3:50614547 GC/G GC G INDEL HEMK1 HEMK1:exonic:NM_016173.4 1 52.38 5 frameshiftDeletion NM_016173.4c.484delC p.Leu162fs 3.65, -1.03 Conserved hypothetical protein 95,Methyltransferase domain,Methyltransferase small domain,Ribosomal protein L11 methyltransferase (PrmA)rs369125363 0.0 (pos.50614548) DNA binding,DNA methylation,N-methyltransferase activity,S-adenosylmethionine-dependent methyltransferase activity,mitochondrion,protein binding,protein methylation,protein methyltransferase activityGC=10, G=11GC=0.4762, G=0.5238 0.00001 55.5895 21 GC=6/4, G=9/2

chr11:124793682 C/C T C SNV HEPACAM HEPACAM:exonic:NM_152722.4 1 100 3 missense NM_152722.4c.652A>G p.Met218Val 0.21 1 21 0 Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs10790715 0.3125 YES 8.923E-1 (pos.124793682) Hepatocyte cell adhesion moleculeaxon,cell adhesion,cell cycle arrest,cell-cell junction,cellular protein localization,cytoplasm,integral component of membrane,regulation of growthBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Demyelinating Diseases;Genetic Diseases, Inborn;Hereditary Central Nervous System Demyelinating Diseases;Heredodegenerative Disorders, Nervous System;Leukoencephalopathies;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic DiseasesBenign T=0, C=36 T=0.0, C=1.0 0.00001 563.744 36 T=0/0, C=21/15

chr16:72050885 C/C G C SNV DHODH DHODH:intronic:NM_001361.4 1 100 intronic NM_001361.4c.435-38G>Cp.? -0.95 Dihydroorotate dehydrogenasers11075914 2.00E-04 1.0 (pos.72050885) Dihydroorotate dehydrogenase'de novo' UMP biosynthetic process,'de novo' pyrimidine nucleobase biosynthetic process,FMN binding,catalytic activity,cytosol,dihydroorotate dehydrogenase activity,drug binding,female pregnancy,integral component of membrane,lactation,mitochondrial inner membrane,mitochondrion,neuronal cell body,nucleoplasm,oxidation-reduction process,positive regulation of apoptotic process,pyrimidine nucleoside biosynthetic process,regulation of mitochondrial fission,response to L-arginine,response to caffeine,response to drug,response to starvation,ubiquinone bindingAbnormalities, Multiple;Anemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Anemia, Sickle Cell;Bone Diseases;Bone Diseases, Developmental;Bone Marrow Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniofacial Dysostosis;Dysostoses;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Jaw Abnormalities;Jaw Diseases;Leukemia;Leukemia, Erythroblastic, Acute;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Limb Deformities, Congenital;Mandibulofacial Dysostosis;Maxillofacial Abnormalities;Micrognathism;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Spherocytosis, Hereditary;Stomatognathic Diseases;Stomatognathic System Abnormalities;Thalassemia;beta-Thalassemia(2Z)-2-cyano-N-(2,2'-dichlorobiphenyl-4-yl)-3-hydroxybut-2-enamide,(2Z)-2-cyano-N-(3'-ethoxybiphenyl-4-yl)-3-hydroxybut-2-enamide,(2Z)-N-(3-chloro-2'-methoxybiphenyl-4-yl)-2-cyano-3-hydroxybut-2-enamide,(2Z)-N-biphenyl-4-yl-2-cyano-3-cyclopropyl-3-hydroxyprop-2-enamide,(2Z)-N-biphenyl-4-yl-2-cyano-3-hydroxybut-2-enamide,2-({2,3,5,6-TETRAFLUORO-3'-(TRIFLUOROMETHOXY)BIPHENYL-4-YLAMINO}CARBONYL)CYCLOPENTA-1,3-DIENE-1-CARBOXYLIC ACID,2-({3,5-DIFLUORO-3'-(TRIFLUOROMETHOXY)BIPHENYL-4-YLAMINO}CARBONYL)CYCLOPENT-1-ENE-1-CARBOXYLIC ACID,2-4-(4-Chlorophenyl)Cyclohexylidene-3,4-Dihydroxy-1(2h)-Naphthalenone,3,6,9,12,15-PENTAOXATRICOSAN-1-OL,3-({3,5-DIFLUORO-3'-(TRIFLUOROMETHOXY)BIPHENYL-4-YLAMINO}CARBONYL)THIOPHENE-2-CARBOXYLIC ACID,3-{(3-FLUORO-3'-METHOXYBIPHENYL-4-YL)AMINOCARBONYL}THIOPHENE-2-CARBOXYLIC ACID,5-(AMINOCARBONYL)-1,1':4',1''-TERPHENYL-3-CARBOXYLICACID,5-methyl-N-4-(trifluoromethyl)phenyl1,2,4triazolo1,5-apyrimidin-7-amine,Atovaquone,Brequinar,Brequinar Analog,Decylamine-N,N-Dimethyl-N-Oxide,Lauryl DimethyG=0, C=25 G=0.0, C=1.0 0.00001 351.154 25 G=0/0, C=16/9

chr16:72139537 C/C T C SNV DHX38 DHX38:intronic:NM_014003.3 1 100 intronic NM_014003.3c.2487+14T>Cp.? -1.08 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs42544,rs776495512 0.0364 YES 0.0 (pos.72139535),9.999E-1 (pos.72139537)DEAH (Asp-Glu-Ala-His) box polypeptide 38 (PRP6, S. cerevisiae, homolog of)ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA export from nucleus,catalytic step 2 spliceosome,cytoplasm,mRNA 3'-end processing,mRNA export from nucleus,mRNA splicing, via spliceosome,membrane,nucleoplasm,nucleus,protein binding,termination of RNA polymerase II transcriptionT=0, C=27 T=0.0, C=1.0 0.00001 389.986 27 T=0/0, C=6/21

chr11:124790922 A/A C A SNV

HEPACAM,H

EPN1 HEPN1:downstream:NM_001037558.2, HEPACAM:utr_3:NM_152722.41
100

7 utr_3 NM_152722.4, NM_001037558.2c.1363G>T, c.*1009C>Ap.?, p.? -0.59 Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs10893303 YES Cancer susceptibility gene HEPN1,Hepatocyte cell adhesion moleculeaxon,cell adhesion,cell cycle arrest,cell-cell junction,cellular protein localization,cytoplasm,integral component of membrane,regulation of growthBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Demyelinating Diseases;Genetic Diseases, Inborn;Hereditary Central Nervous System Demyelinating Diseases;Heredodegenerative Disorders, Nervous System;Leukoencephalopathies;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic DiseasesBenign C=0, A=20 C=0.0, A=1.0 0.00001 263.786 20 C=0/0, A=10/10

chrX:65382685 C/C T C SNV HEPH HEPH:exonic:NM_138737.4 1 100 1 missense NM_138737.4c.116T>C p.Val39Ala -0.2 0.77 64 0 0.01(COSM4606218)Multicopper oxidasers5919015 0.3112 YES 1.0 (pos.65382685) squamous_cell_carcinomaHephaestin basolateral plasma membrane,cellular iron ion homeostasis,copper ion binding,copper ion transport,ferrous iron binding,ferroxidase activity,integral component of membrane,intracellular,iron ion transport,oxidation-reduction process,oxidoreductase activity,perinuclear region of cytoplasm,plasma membraneCopper T=0, C=24 T=0.0, C=1.0 0.00001 327.847 24 T=0/0, C=16/8

chr11:93797619 A/G A G SNV HEPHL1 HEPHL1:exonic:NM_001098672.1 1 95.65 4 missense NM_001098672.1c.751A>G p.Asn251Asp 0.88 1 23 0 Multicopper oxidasers1945783 9.00E-04 YES 9.997E-1 (pos.93797619) copper ion binding,copper ion transport,ferroxidase activity,integral component of membrane,oxidation-reduction processA=1, G=22 A=0.0435, G=0.9565 0.00001 288.98 23 A=1/0, G=17/5

chr15:63922752 A/A T A SNV HERC1 HERC1:exonic:NM_003922.3 1 100 69 synonymous NM_003922.3c.12879A>Tp.(=) -0.46 0.13(COSM147936),0.13(COSM3754400)HECT-domain (ubiquitin-transferase),Regulator of chromosome condensation (RCC1) repeat,SPRY domain,WD domain, G-beta repeatrs10851731 0.1196 YES 8.631E-2 (pos.63922752) adenocarcinoma,carcinoma,ductal_carcinomaHECT domain and RCC1-like domain 1ARF guanyl-nucleotide exchange factor activity,Golgi apparatus,cerebellar Purkinje cell differentiation,cytoplasm,cytosol,membrane,negative regulation of autophagy,neuromuscular process controlling balance,neuron projection development,protein ubiquitination,regulation of molecular function,transport,ubiquitin-protein transferase activityT=0, A=55 T=0.0, A=1.0 0.00001 814.907 55 T=0/0, A=21/34

chr16:74709206 G/A G A SNV MLKL MLKL:intronic:NM_152649.3 1 46.88 intronic NM_152649.3c.1240+47C>Tp.? 0.17 Protein kinase domain,Protein tyrosine kinasers11862413 0.1278 YES 5.084E-3 (pos.74709206) Mixed lineage kinase domain-like proteinATP binding,cytoplasm,cytosol,identical protein binding,intracellular signal transduction,necroptotic process,plasma membrane,protein binding,protein complex binding,protein homotrimerization,protein kinase activity,protein kinase binding,protein phosphorylation,signal transducer activityG=17, A=15 G=0.5313, A=0.4688 0.00001 143.158 32 G=14/3, A=14/1

chr15:63937209 G/G C G SNV HERC1 HERC1:exonic:NM_003922.3 1 100 57 missense NM_003922.3c.11166G>Cp.Glu3722Asp -0.22 1 45 0 0.25(COSM147938),0.25(COSM3754401)HECT-domain (ubiquitin-transferase),Regulator of chromosome condensation (RCC1) repeat,SPRY domain,WD domain, G-beta repeatrs2229749 0.1198 YES 8.699E-2;0.0 (pos.63937209)adenocarcinoma,carcinomaHECT domain and RCC1-like domain 1ARF guanyl-nucleotide exchange factor activity,Golgi apparatus,cerebellar Purkinje cell differentiation,cytoplasm,cytosol,membrane,negative regulation of autophagy,neuromuscular process controlling balance,neuron projection development,protein ubiquitination,regulation of molecular function,transport,ubiquitin-protein transferase activityC=0, G=52 C=0.0, G=1.0 0.00001 767.016 52 C=0/0, G=29/23

chr16:75148604 A/A G A SNV LDHD LDHD:intronic:NM_153486.3 1 100 intronic NM_153486.3c.470-21C>Tp.? -0.21 FAD binding domain,FAD linked oxidases, C-terminal domainrs755099 0.2543 YES 3.043E-1 (pos.75148604) D-lactate dehydrogenaseD-lactate dehydrogenase (cytochrome) activity,flavin adenine dinucleotide binding,mitochondrial inner membrane,mitochondrion,oxidation-reduction process,protein bindingG=0, A=38 G=0.0, A=1.0 0.00001 596.648 38 G=0/0, A=20/18

chr15:63988357 G/G C G SNV HERC1 HERC1:exonic:NM_003922.3 1 100 27 missense NM_003922.3c.5087G>C p.Gly1696Ala 3.88 1 60 0 0.16(COSM147942),0.16(COSM3754407)HECT-domain (ubiquitin-transferase),Regulator of chromosome condensation (RCC1) repeat,SPRY domain,WD domain, G-beta repeatrs2255243 0.1206 YES 8.766E-2;0.0 (pos.63988357)adenocarcinoma,carcinomaHECT domain and RCC1-like domain 1ARF guanyl-nucleotide exchange factor activity,Golgi apparatus,cerebellar Purkinje cell differentiation,cytoplasm,cytosol,membrane,negative regulation of autophagy,neuromuscular process controlling balance,neuron projection development,protein ubiquitination,regulation of molecular function,transport,ubiquitin-protein transferase activityC=0, G=38 C=0.0, G=1.0 0.00001 607.957 38 C=0/0, G=19/19

chr16:76461519 A/A C A SNV CNTNAP4 CNTNAP4:intronic:NM_138994.4 1 100 intronic NM_138994.4c.463+23C>Ap.? -0.06 F5/8 type C domain,Laminin G domainrs9927638 0.4405 YES 4.175E-1 (pos.76461519) Contactin-associated protein-like 4cell adhesion,cell junction,dendrite,integral component of membrane,presynaptic membrane,protein binding,regulation of grooming behavior,regulation of synaptic transmission, GABAergic,regulation of synaptic transmission, dopaminergicC=0, A=37 C=0.0, A=1.0 0.00001 583.707 37 C=0/0, A=14/23

chr16:76481824 C/A C A SNV CNTNAP4 CNTNAP4:intronic:NM_138994.4 1 96.67 intronic NM_138994.4c.464-85C>Ap.? -0.03 F5/8 type C domain,Laminin G domainrs35839511 YES Contactin-associated protein-like 4cell adhesion,cell junction,dendrite,integral component of membrane,presynaptic membrane,protein binding,regulation of grooming behavior,regulation of synaptic transmission, GABAergic,regulation of synaptic transmission, dopaminergicC=1, A=29 C=0.0333, A=0.9667 0.00001 416.515 30 C=1/0, A=18/11

chr15:64066986 G/A G A SNV HERC1 HERC1:exonic:NM_003922.3 1 51.85 2 synonymous NM_003922.3c.837C>T p.(=) 0.88 0.77(COSM147943),0.77(COSM147944)HECT-domain (ubiquitin-transferase),Regulator of chromosome condensation (RCC1) repeat,SPRY domain,WD domain, G-beta repeatrs116967176 0.0059 YES 5.226E-3 (pos.64066986) adenocarcinomaHECT domain and RCC1-like domain 1ARF guanyl-nucleotide exchange factor activity,Golgi apparatus,cerebellar Purkinje cell differentiation,cytoplasm,cytosol,membrane,negative regulation of autophagy,neuromuscular process controlling balance,neuron projection development,protein ubiquitination,regulation of molecular function,transport,ubiquitin-protein transferase activityG=13, A=14 G=0.4815, A=0.5185 0.00001 132.665 27 G=6/7, A=13/1

chr16:772840 G/GC G GC INDEL

CCDC78,FA

M173A CCDC78:intronic:NM_001031737.2, FAM173A:downstream:NM_023933.21
57.89

intronic NM_023933.2, NM_001031737.2c.*283G>GC, c.1298-51C>GCp.?, p.? 0.65 Domain of unknown function (DUF4472) Coiled-coil domain-containing protein 78cell projection organization,centriole,de novo centriole assembly involved in multi-ciliated epithelial cell differentiation,deuterosome,integral component of membrane,perinuclear region of cytoplasm,sarcolemma,sarcoplasmic reticulum,skeletal muscle contractionG=24, GC=33G=0.4211, GC=0.5789 0.00001 257.595 57 G=19/5, GC=22/11

chr15:28414665 C/C T C SNV HERC2 HERC2:exonic:NM_004667.5 1 100 66 synonymous NM_004667.5c.10194A>Gp.(=) 0.32 Anaphase-promoting complex, subunit 10 (APC10),Cytochrome b5-like Heme/Steroid binding domain,HECT-domain (ubiquitin-transferase),Mib_herc2,Mouse development and cellular proliferation protein Cullin-7,Regulator of chromosome condensation (RCC1) repeat,Zinc finger, ZZ typers7494786 0.0086 YES 9.861E-1 (pos.28414665) HECT domain and RCC1-like domain 2SUMO binding,cellular response to DNA damage stimulus,centriole,cytoplasm,double-strand break repair via nonhomologous end joining,guanyl-nucleotide exchange factor activity,intracellular protein transport,membrane,mitochondrial inner membrane,nucleoplasm,nucleus,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitination,regulation of molecular function,spermatogenesis,ubiquitin protein ligase activity,ubiquitin protein ligase binding,ubiquitin-protein transferase activity,zinc ion bindingAsthma;Asthma, Occupational;Bronchial Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Hypersensitivity;Hypersensitivity, Immediate;Hypopigmentation;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Pigmentation Disorders;Respiratory Hypersensitivity;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoT=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=8/19

chr16:7759206 T/T G T SNV RBFOX1 RBFOX1:intronic:NM_145891.2 1 100 intronic NM_145891.2c.1134+73G>Tp.? 2.6 Calcitonin gene-related peptide regulator C terminal,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs62011897 YES RNA-binding protein FOX1, C. elegans, homolog of, 1RNA binding,RNA splicing,RNA transport,cytoplasm,mRNA binding,mRNA processing,nervous system development,neuromuscular process controlling balance,nucleus,protein C-terminus binding,protein binding,regulation of RNA splicing,regulation of alternative mRNA splicing, via spliceosome,regulation of skeletal muscle cell differentiation,trans-Golgi networkAutistic Disorder;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Diabetes Complications;Diabetes Mellitus;Diabetic Angiopathies;Diabetic Retinopathy;Endocrine System Diseases;Epilepsy;Eye Diseases;Glaucoma;Hyperopia;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Mental Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Nose Diseases;Ocular Hypertension;Otorhinolaryngologic Diseases;Refractive Errors;Respiratory Hypersensitivity;Respiratory Tract Diseases;Retinal Diseases;Rhinitis;Rhinitis, Allergic;Seizures;Vascular DiseasesG=0, T=31 G=0.0, T=1.0 0.00001 464.944 31 G=0/0, T=16/15

chr16:77822901 G/G C G SNV VAT1L VAT1L:intronic:NM_020927.2 1 100 intronic NM_020927.2c.233+89C>Gp.? 0.02 Alcohol dehydrogenase GroES-like domain,Zinc-binding dehydrogenasers12444404 YES oxidation-reduction process,oxidoreductase activity,protein binding,zinc ion bindingAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesC=0, G=38 C=0.0, G=1.0 0.00001 593.901 38 C=0/0, G=25/13

chr16:78312489 G/T G T SNV WWOX WWOX:intronic:NM_016373.3 1 58.33 intronic NM_016373.3c.517-108268G>Tp.? -0.12 Enoyl-(Acyl carrier protein) reductase,KR domain,WW domain,short chain dehydrogenasers8048830 0.0699 YES 1.379E-1 (pos.78312489) WW domain-containing oxidoreductaseGolgi apparatus,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription factor complex,Wnt signaling pathway,cellular response to transforming growth factor beta stimulus,coenzyme binding,cofactor binding,cytoplasm,cytosol,enzyme binding,extrinsic apoptotic signaling pathway,intrinsic apoptotic signaling pathway by p53 class mediator,microvillus,mitochondrion,negative regulation of Wnt signaling pathway,negative regulation of transcription from RNA polymerase II promoter,nucleus,osteoblast differentiation,oxidation-reduction process,oxidoreductase activity,plasma membrane,positive regulation of extrinsic apoptotic signaling pathway,positive regulation of extrinsic apoptotic signaling pathway in absence of ligand,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein dimerization activity,skeletal system morphogenesis,steroid metabolic processArthritis;Arthritis, Juvenile;Autoimmune Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Squamous Cell;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Immune System Diseases;Joint Diseases;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Urogenital Neoplasms;Urologic NeoplasmsG=10, T=14 G=0.4167, T=0.5833 0.00001 133.756 24 G=8/2, T=9/5

chr16:78312497 C/A C A SNV WWOX WWOX:intronic:NM_016373.3 1 58.33 intronic NM_016373.3c.517-108260C>Ap.? 0.72 0(COSM4423282)Enoyl-(Acyl carrier protein) reductase,KR domain,WW domain,short chain dehydrogenasers776357380,rs8050128 0.4462 YES 0.0;0.0 (pos.78312495),4.803E-1 (pos.78312497)astrocytoma_Grade_IIWW domain-containing oxidoreductaseGolgi apparatus,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription factor complex,Wnt signaling pathway,cellular response to transforming growth factor beta stimulus,coenzyme binding,cofactor binding,cytoplasm,cytosol,enzyme binding,extrinsic apoptotic signaling pathway,intrinsic apoptotic signaling pathway by p53 class mediator,microvillus,mitochondrion,negative regulation of Wnt signaling pathway,negative regulation of transcription from RNA polymerase II promoter,nucleus,osteoblast differentiation,oxidation-reduction process,oxidoreductase activity,plasma membrane,positive regulation of extrinsic apoptotic signaling pathway,positive regulation of extrinsic apoptotic signaling pathway in absence of ligand,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein dimerization activity,skeletal system morphogenesis,steroid metabolic processArthritis;Arthritis, Juvenile;Autoimmune Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Squamous Cell;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Immune System Diseases;Joint Diseases;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Urogenital Neoplasms;Urologic NeoplasmsC=10, A=14 C=0.4167, A=0.5833 0.00001 135.339 24 C=8/2, A=9/5

chr16:80666886 T/C T C SNV CDYL2 CDYL2:intronic:NM_152342.3 1 51.85 intronic NM_152342.3c.834+30A>Gp.? -0.05 Chromo (CHRromatin Organisation MOdifier) domain,Enoyl-CoA hydratase/isomerasers59675671 0.3127 YES 2.64E-1 (pos.80666886) catalytic activity,metabolic process,methylated histone binding,nucleus,protein bindingBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesT=26, C=28 T=0.4815, C=0.5185 0.00001 277.083 54 T=12/14, C=16/12

chr15:72638892 C/C T C SNV HEXA HEXA:exonic:NM_000520.5 1 100 11 missense NM_000520.5c.1306A>G p.Ile436Val -0.2 0.22 29 0 Glycosyl hydrolase family 20, catalytic domain,beta-acetyl hexosaminidase likers1800431 0.002 YES 9.999E-1 (pos.72638892) Hexosaminidase A, alpha polypeptideN-acetyl-beta-D-galactosaminidase activity,acetylglucosaminyltransferase activity,azurophil granule,beta-N-acetylhexosaminidase activity,carbohydrate metabolic process,chondroitin sulfate catabolic process,extracellular exosome,glycosaminoglycan biosynthetic process,glycosphingolipid metabolic process,hyaluronan catabolic process,keratan sulfate catabolic process,lysosomal lumen,membrane,protein binding,protein heterodimerization activityBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Gangliosidoses;Gangliosidoses, GM2;Genetic Diseases, Inborn;Intellectual Disability;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic Diseases;Sphingolipidoses;Tay-Sachs DiseaseBenign/Likely benignT=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=14/13

chr6:126070789 G/G T G SNV HEY2 HEY2:utr_5:NM_012259.2 1 100 1 utr_5 NM_012259.2c.-134T>G p.? -1.16 Hairy Orange,Helix-loop-helix DNA-binding domainrs7764016 YES Hairy/enhancer of split-related with YRPW motif 2DNA binding,DNA binding transcription factor activity,Notch signaling involved in heart development,Notch signaling pathway,RNA polymerase II activating transcription factor binding,Sin3 complex,anterior/posterior axis specification,arterial endothelial cell differentiation,ascending aorta morphogenesis,atrial septum morphogenesis,cardiac epithelial to mesenchymal transition,cardiac left ventricle morphogenesis,cardiac muscle hypertrophy in response to stress,cardiac right ventricle morphogenesis,cardiac septum morphogenesis,cardiac vascular smooth muscle cell development,cardiac ventricle morphogenesis,cell fate commitment,cochlea development,coronary vasculature morphogenesis,cytoplasm,dorsal aorta morphogenesis,endocardial cushion to mesenchymal transition involved in heart valve formation,heart trabecula formation,histone deacetylase binding,labyrinthine layer blood vessel development,mesenchymal cell development,microsatellite binding,muscular septum morphogenesis,negative regulation of Notch signaling pAdenocarcinoma;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Arrhythmias, Cardiac;Astrocytoma;Breast Diseases;Breast Neoplasms;Brugada Syndrome;Carcinoma;Carcinoma, Ductal;Carcinoma, Pancreatic Ductal;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Glioma;Heart Diseases;Heart Valve Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Ductal, Lobular, and Medullary;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Pancreatic Diseases;Pancreatic Neoplasms;Skin Diseases;Skin and Connective Tissue DiseasesT=0, G=44 T=0.0, G=1.0 0.00001 726.569 44 T=0/0, G=41/3

chr1:91728053 A/A G A SNV HFM1 HFM1:exonic:NM_001017975.4 1 100 37 synonymous NM_001017975.4c.4071C>T p.(=) 2.15 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Sec63 Brl domain,Type III restriction enzyme, res subunitrs585898 0 1.0;0.0 (pos.91728053) Hfm1, ATP-dependent DNA helicase, S. cerevisiae, homolog ofATP binding,ATP-dependent RNA helicase activity,RNA secondary structure unwinding,cytoplasm,nucleic acid binding,nucleolus,resolution of meiotic recombination intermediatesG=0, A=28 G=0.0, A=1.0 0.00001 408.718 28 G=0/0, A=12/16

chr16:81145737 G/G T G SNV PKD1L2 PKD1L2:intronic:NM_052892.3 1 100 intronic NM_052892.3c.6983+31A>Cp.? 0.03 Ion transport protein,Polycystin cation channelrs8059318 0.0055 YES 7.822E-1;0.0 (pos.81145737) Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneT=0, G=61 T=0.0, G=1.0 0.00001 921.852 61 T=0/0, G=27/34

chr16:81145755 T/T A T SNV PKD1L2 PKD1L2:intronic:NM_052892.3 1 100 intronic NM_052892.3c.6983+13T>Ap.? 2.8 Ion transport protein,Polycystin cation channelrs11647962 0.4874 YES 6.196E-1 (pos.81145755) Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneA=0, T=61 A=0.0, T=1.0 0.00001 921.852 61 A=0/0, T=27/34

chr1:91859795 C/C T C SNV HFM1 HFM1:exonic:NM_001017975.4 1 100 4 missense NM_001017975.4c.349A>G p.Ile117Val -0.29 1 29 0 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Sec63 Brl domain,Type III restriction enzyme, res subunitrs282009 0 1.0 (pos.91859795) Hfm1, ATP-dependent DNA helicase, S. cerevisiae, homolog ofATP binding,ATP-dependent RNA helicase activity,RNA secondary structure unwinding,cytoplasm,nucleic acid binding,nucleolus,resolution of meiotic recombination intermediatesT=0, C=88 T=0.0, C=1.0 0.00001 1426.63 88 T=0/0, C=44/44

chr3:120389316 A/A T A SNV HGD HGD:exonic:NM_000187.3 1 100 4 missense NM_000187.3c.240A>T p.Gln80His -0.24 1 24 0 homogentisate 1,2-dioxygenasers2255543 0.2635 YES 6.559E-1 (pos.120389316) Homogentisate 1,2-dioxygenase (homogentisate oxidase)L-phenylalanine catabolic process,cytosol,extracellular exosome,homogentisate 1,2-dioxygenase activity,identical protein binding,metal ion binding,oxidation-reduction process,protein binding,tyrosine catabolic process,tyrosine metabolic processAlkaptonuria;Amino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesBenign T=0, A=84 T=0.0, A=1.0 0.00001 1378.49 84 T=0/0, A=38/46

chr16:81151163 T/T C T SNV PKD1L2 PKD1L2:intronic:NM_052892.3 1 100 intronic NM_052892.3c.6612-27G>Ap.? 0.65 Ion transport protein,Polycystin cation channelrs8053191 0.0746 YES 7.396E-1 (pos.81151163) Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneC=0, T=30 C=0.0, T=1.0 0.00001 446.611 30 C=0/0, T=17/13

chr4:3446132 G/G C G SNV HGFAC HGFAC:exonic:NM_001528.3 1 100 6 missense NM_001528.3c.693C>G p.Phe231Leu -3.77 0.79 22 0 0(COSM3760588)EGF-like domain,Fibronectin type I domain,Fibronectin type II domain,Human growth factor-like EGF,Kringle domain,Trypsinrs111368413,rs1987546 0.3216 YES 9.309E-1 (pos.3446132) adenocarcinoma,squamous_cell_carcinomaHepatocyte growth factor activatorcytosol,extracellular region,extracellular space,proteolysis,rough endoplasmic reticulum,serine-type endopeptidase activity,serine-type peptidase activityAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialC=0, G=76 C=0.0, G=1.0 0.00001 1175.35 76 C=0/0, G=28/48

chr16:81164274 G/G C G SNV PKD1L2 PKD1L2:intronic:NM_052892.3 1 100 intronic NM_052892.3c.5858-25G>Cp.? 0.47 Ion transport protein,Polycystin cation channelrs11150345 0 1.0 (pos.81164274) Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneC=0, G=44 C=0.0, G=1.0 0.00001 726.569 44 C=0/0, G=13/31

chr16:81164343 C/T C T SNV PKD1L2 PKD1L2:intronic:NM_052892.3 1 97.5 intronic NM_052892.3c.5858-94G>Ap.? -2.5 Ion transport protein,Polycystin cation channelrs1530959 YES Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneC=1, T=39 C=0.025, T=0.975 0.00001 611.484 40 C=1/0, T=8/31

chr8:43054553 C/C T C SNV HGSNAT HGSNAT:exonic:NM_152419.2 1 100 18 synonymous NM_152419.2c.1749T>C p.(=) -1.13 Domain of unknown function (DUF5009),Protein of unknown function (DUF1624)rs1126058 4.00E-04 1.0 (pos.43054553) Heparan-alpha-glucosaminide N-acetyltransferaseglycosaminoglycan catabolic process,heparan-alpha-glucosaminide N-acetyltransferase activity,integral component of membrane,lysosomal membrane,lysosomal transport,neutrophil degranulation,plasma membrane,protein oligomerization,specific granule membrane,tertiary granule membrane,transferase activity, transferring acyl groupsCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lysosomal Storage Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Mucinoses;Mucopolysaccharidoses;Mucopolysaccharidosis III;Nutritional and Metabolic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Skin and Connective Tissue DiseasesBenign T=0, C=64 T=0.0, C=1.0 0.00001 977.635 64 T=0/0, C=21/43

chr16:81185326 A/A G A SNV PKD1L2 PKD1L2:intronic:NM_052892.3 1 100 intronic NM_052892.3c.4553+46C>Tp.? -0.35 rs11649028 0.0759 YES 7.5E-1 (pos.81185326) Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneG=0, A=57 G=0.0, A=1.0 0.00001 849.615 57 G=0/0, A=31/26

chr1:210577873 C/C G C SNV HHAT HHAT:exonic:NM_001122834.3 1 100 6 synonymous NM_001122834.3c.534G>C p.(=) -0.47 0.27(COSM4415443),0.27(COSM4415444),0.27(COSM4415445)MBOAT, membrane-bound O-acyltransferase familyrs2066721 0.2376 YES 6.207E-1 (pos.210577873)acute_myeloid_leukaemia,adenocarcinoma,diffuse_large_B_cell_lymphomaHedgehog acyltransferaseGTP binding,O-acyltransferase activity,endoplasmic reticulum membrane,integral component of membrane,multicellular organism development,palmitoyltransferase activity,positive regulation of protein targeting to mitochondrion,protein palmitoylation,smoothened signaling pathway46, XY Disorders of Sex Development;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gonadal Disorders;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Osteochondrodysplasias;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Urogenital AbnormalitiesG=0, C=31 G=0.0, C=1.0 0.00001 465.819 31 G=0/0, C=20/11

chr16:81219329 T/T G T SNV PKD1L2 PKD1L2:intronic:NM_052892.3 1 100 intronic NM_052892.3c.1790-25C>Ap.? -0.75 Galactose binding lectin domain,Lectin C-type domain,REJ domainrs9319563 0.0011 YES 1.0 (pos.81219329) Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneG=0, T=43 G=0.0, T=1.0 0.00001 705.844 43 G=0/0, T=19/24

chr1:210847742 T/A T A SNV HHAT HHAT:utr_3:NM_001122834.3 1 50 12 utr_3 NM_001122834.3c.1503T>A p.? 0.18 MBOAT, membrane-bound O-acyltransferase familyrs191482026 2.00E-04 0.0;0.0 (pos.210847742) Hedgehog acyltransferaseGTP binding,O-acyltransferase activity,endoplasmic reticulum membrane,integral component of membrane,multicellular organism development,palmitoyltransferase activity,positive regulation of protein targeting to mitochondrion,protein palmitoylation,smoothened signaling pathway46, XY Disorders of Sex Development;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gonadal Disorders;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Osteochondrodysplasias;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Urogenital AbnormalitiesT=15, A=15 T=0.5, A=0.5 0.00001 144.99 30 T=6/9, A=7/8

chr1:222713502 G/A G A SNV HHIPL2 HHIPL2:exonic:NM_024746.3 1 55.77 4 missense NM_024746.3c.1300C>T p.Arg434Cys 1.19 0.03 180 0.96 Folate receptor family,Glucose / Sorbosone dehydrogenasers141478102 7.00E-04 0.0 (pos.222713502) catalytic activity,extracellular region,protein binding G=23, A=29 G=0.4423, A=0.5577 0.00001 299.622 52 G=10/13, A=16/13

chr16:81301460 G/C G C SNV BCO1 BCO1:intronic:NM_017429.2 1 50 intronic NM_017429.2c.620-53G>Cp.? 0.03 Retinal pigment epithelial membrane proteinrs34500060 YES Beta-carotene 15,15-prime-dioxygenasebeta-carotene 15,15'-monooxygenase activity,beta-carotene metabolic process,cytosol,metal ion binding,oxidation-reduction process,oxidoreductase activity, acting on single donors with incorporation of molecular oxygen, incorporation of two atoms of oxygen,retinal metabolic process,retinoid metabolic process,retinol metabolic process,vitamin A biosynthetic processAvitaminosis;Deficiency Diseases;Malnutrition;Nutrition Disorders;Nutritional and Metabolic Diseases;Vitamin A DeficiencyG=11, C=11 G=0.5, C=0.5 0.00001 94.6076 22 G=3/8, C=4/7

chr16:81303759 C/C T C SNV BCO1 BCO1:intronic:NM_017429.2 1 100 intronic NM_017429.2c.844-5T>C p.? 1.66 0.12(COSM6310153)Retinal pigment epithelial membrane proteinrs4889294 0.4569 YES 1.291E-1 (pos.81303759) neoplasm Beta-carotene 15,15-prime-dioxygenasebeta-carotene 15,15'-monooxygenase activity,beta-carotene metabolic process,cytosol,metal ion binding,oxidation-reduction process,oxidoreductase activity, acting on single donors with incorporation of molecular oxygen, incorporation of two atoms of oxygen,retinal metabolic process,retinoid metabolic process,retinol metabolic process,vitamin A biosynthetic processAvitaminosis;Deficiency Diseases;Malnutrition;Nutrition Disorders;Nutritional and Metabolic Diseases;Vitamin A DeficiencyT=0, C=47 T=0.0, C=1.0 0.00001 789.328 47 T=0/0, C=12/35

chr16:81320830 G/G A G SNV BCO1 BCO1:intronic:NM_017429.2 1 100 intronic NM_017429.2c.1303-70A>Gp.? -0.14 Retinal pigment epithelial membrane proteinrs8048342 YES Beta-carotene 15,15-prime-dioxygenasebeta-carotene 15,15'-monooxygenase activity,beta-carotene metabolic process,cytosol,metal ion binding,oxidation-reduction process,oxidoreductase activity, acting on single donors with incorporation of molecular oxygen, incorporation of two atoms of oxygen,retinal metabolic process,retinoid metabolic process,retinol metabolic process,vitamin A biosynthetic processAvitaminosis;Deficiency Diseases;Malnutrition;Nutrition Disorders;Nutritional and Metabolic Diseases;Vitamin A DeficiencyA=0, G=74 A=0.0, G=1.0 0.00001 1170.12 74 A=0/0, G=54/20

chr16:815628 G/G A G SNV MSLN MSLN:intronic:NM_013404.4 1 100 intronic NM_013404.4c.795+11A>Gp.? -0.49 Pre-pro-megakaryocyte potentiating factor precursor (Mesothelin)rs1737340 0.0259 YES 1.0 (pos.815628) Mesothelin C-terminal protein lipidation,Golgi apparatus,anchored component of membrane,cell adhesion,cell surface,cell-matrix adhesion,cellular protein metabolic process,endoplasmic reticulum lumen,extracellular region,extracellular space,membrane,pancreas development,plasma membrane,post-translational protein modification,protein bindingAdenocarcinoma;Adenoma;Adnexal Diseases;Carcinoma;Carcinoma, Ductal;Carcinoma, Endometrioid;Carcinoma, Pancreatic Ductal;Cholangiocarcinoma;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Endometrial Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Lymphatic Metastasis;Mesothelioma;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Ductal, Lobular, and Medullary;Neoplasms, Glandular and Epithelial;Neoplasms, Mesothelial;Neoplastic Processes;Ovarian Diseases;Ovarian Neoplasms;Pancreatic Diseases;Pancreatic Neoplasms;Stomach Diseases;Stomach Neoplasms;Urogenital Neoplasms;Uterine NeoplasmsA=0, G=28 A=0.0, G=1.0 0.00001 408.671 28 A=0/0, G=5/23

chr8:133089975 G/G A G SNV HHLA1 HHLA1:exonic:NM_001145095.1 1 100 11 missense NM_001145095.1c.1169T>C p.Leu390Ser 0.79 1 145 0 rs2280851 0.2398 YES 6.339E-1 (pos.133089975) Human endogenous retrovirus-H long terminal repeat-associating 1extracellular region A=0, G=20 A=0.0, G=1.0 0.00001 263.785 20 A=0/0, G=11/9

chr16:81891998 C/C G C SNV PLCG2 PLCG2:intronic:NM_002661.4 1 100 intronic NM_002661.4c.431+37G>Cp.? -1.26 C2 domain,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,SH2 domain,SH3 domain,Variant SH3 domainrs4341734 0.1747 YES 7.058E-1 (pos.81891998) Phospholipase C, gamma 2B cell differentiation,B cell receptor signaling pathway,Fc-epsilon receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,T cell receptor signaling pathway,Wnt signaling pathway,activation of store-operated calcium channel activity,calcium-mediated signaling,cytosol,extracellular exosome,follicular B cell differentiation,inositol phosphate metabolic process,inositol trisphosphate biosynthetic process,intracellular,intracellular signal transduction,lipid catabolic process,lipid metabolic process,negative regulation of programmed cell death,phosphatidylinositol biosynthetic process,phosphatidylinositol phospholipase C activity,phospholipase C activity,phospholipid catabolic process,phosphoric diester hydrolase activity,phosphotyrosine residue binding,plasma membrane,platelet activation,positive regulation of receptor internalization,positive regulation of type I interferon production,protein binding,regulation of gene expression,release of sequestered calcium ion into cytosol,rG=0, C=42 G=0.0, C=1.0 0.00001 685.22 42 G=0/0, C=22/20

chr16:81934047 C/C T C SNV PLCG2 PLCG2:intronic:NM_002661.4 1 100 intronic NM_002661.4c.1194-170T>Cp.? -0.74 C2 domain,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,SH2 domain,SH3 domain,Variant SH3 domainrs6564933 YES Phospholipase C, gamma 2B cell differentiation,B cell receptor signaling pathway,Fc-epsilon receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,T cell receptor signaling pathway,Wnt signaling pathway,activation of store-operated calcium channel activity,calcium-mediated signaling,cytosol,extracellular exosome,follicular B cell differentiation,inositol phosphate metabolic process,inositol trisphosphate biosynthetic process,intracellular,intracellular signal transduction,lipid catabolic process,lipid metabolic process,negative regulation of programmed cell death,phosphatidylinositol biosynthetic process,phosphatidylinositol phospholipase C activity,phospholipase C activity,phospholipid catabolic process,phosphoric diester hydrolase activity,phosphotyrosine residue binding,plasma membrane,platelet activation,positive regulation of receptor internalization,positive regulation of type I interferon production,protein binding,regulation of gene expression,release of sequestered calcium ion into cytosol,rT=0, C=22 T=0.0, C=1.0 0.00001 298.801 22 T=0/0, C=19/3

chr16:81973474 A/A C A SNV PLCG2 PLCG2:intronic:NM_002661.4 1 100 intronic NM_002661.4c.3314-23C>Ap.? -1.03 C2 domain,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,SH2 domain,SH3 domain,Variant SH3 domainrs4405546 0.0704 YES 9.991E-1 (pos.81973474) Phospholipase C, gamma 2B cell differentiation,B cell receptor signaling pathway,Fc-epsilon receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,T cell receptor signaling pathway,Wnt signaling pathway,activation of store-operated calcium channel activity,calcium-mediated signaling,cytosol,extracellular exosome,follicular B cell differentiation,inositol phosphate metabolic process,inositol trisphosphate biosynthetic process,intracellular,intracellular signal transduction,lipid catabolic process,lipid metabolic process,negative regulation of programmed cell death,phosphatidylinositol biosynthetic process,phosphatidylinositol phospholipase C activity,phospholipase C activity,phospholipid catabolic process,phosphoric diester hydrolase activity,phosphotyrosine residue binding,plasma membrane,platelet activation,positive regulation of receptor internalization,positive regulation of type I interferon production,protein binding,regulation of gene expression,release of sequestered calcium ion into cytosol,rC=0, A=26 C=0.0, A=1.0 0.00001 371.418 26 C=0/0, A=11/15

chr16:82197662 T/C T C SNV MPHOSPH6 MPHOSPH6:intronic:NM_005792.2 1 45.45 intronic NM_005792.2c.164+25A>Gp.? -1.17 M-phase phosphoprotein 6rs6564992 0.0286 YES 2.677E-4 (pos.82197662) M-phase phosphoprotein 6RNA binding,cytoplasm,exosome (RNase complex),maturation of 5.8S rRNA,nuclear exosome (RNase complex),nucleolus,nucleoplasm,nucleus,protein binding,rRNA processingT=30, C=25 T=0.5455, C=0.4545 0.00001 232.695 55 T=16/14, C=22/3

chr16:828844 G/G A G SNV 1 100 intronic -3.45 rs1737342 YES A=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=15/12

chr8:133101818 A/A G A SNV HHLA1 HHLA1:exonic:NM_001145095.1 1 100 7 synonymous NM_001145095.1c.477C>T p.(=) 0.13 0.2(COSM4162673) rs6471038 0.06 YES 6.689E-1 (pos.133101818)neoplasm Human endogenous retrovirus-H long terminal repeat-associating 1extracellular region G=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=12/8

chr16:83816827 CG/CG C CG INDEL CDH13 CDH13:intronic:NM_001220488.1 1 100 intronic NM_001220488.1c.2057-32C>CGp.? -0.24 Cadherin domain,Cadherin prodomain like,Putative metal-binding motifrs756427380,rs763149926,rs768404633 0.0 (pos.83816827),0.0;0.0 (pos.83816819),0.0;0.0 (pos.83816824)Cadherin-13 (H-cadherin, heart)Adenocarcinoma;Amphetamine-Related Disorders;Barrett Esophagus;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Digestive System Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Head and Neck Neoplasms;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Substance-Related Disorders;Thoracic Neoplasms;Urogenital NeoplasmsC=0, CG=47 C=0.0, CG=1.0 0.00001 442.399 47 C=0/0, CG=24/23

chr16:83816828 G/G A G SNV CDH13 CDH13:intronic:NM_001220488.1 1 100 intronic NM_001220488.1c.2057-31A>Gp.? -2.46 Cadherin domain,Cadherin prodomain like,Putative metal-binding motifrs153654,rs756427380,rs7631499260.1397 YES 0.0;0.0 (pos.83816819),0.0;0.0 (pos.83816824),8.001E-1;0.0 (pos.83816828)Cadherin-13 (H-cadherin, heart)Adenocarcinoma;Amphetamine-Related Disorders;Barrett Esophagus;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Digestive System Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Head and Neck Neoplasms;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Substance-Related Disorders;Thoracic Neoplasms;Urogenital NeoplasmsA=0, G=56 A=0.0, G=1.0 0.00001 790.891 56 A=0/0, G=33/23

chr8:133107830 C/C T C SNV HHLA1 HHLA1:exonic:NM_001145095.1 1 100 6 synonymous NM_001145095.1c.384A>G p.(=) 0.54 rs7833441 0.0484 YES 6.667E-1 (pos.133107830) Human endogenous retrovirus-H long terminal repeat-associating 1extracellular region T=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=7/13

chr16:84228612 C/C CT C INDEL

ADAD2,LOC

654780 LOC654780:intronic_nc:NR_147175.1, ADAD2:intronic:NM_001145400.11
100

intronic NM_001145400.1, NR_147175.1c.607+26CT>Cp.? -0.0, 0.0 Adenosine-deaminase (editase) domain,Double-stranded RNA binding motifrs35353940 0.3637 YES 5.272E-1 (pos.84228612) RNA binding,RNA processing,adenosine deaminase activityCT=0, C=20 CT=0.0, C=1.0 0.00001 261.646 20 CT=0/0, C=13/7

chr3:108072298 C/C T C SNV HHLA2 HHLA2:exonic:NM_007072.3 1 100 4 missense NM_007072.3c.89T>C p.Ile30Thr -2.27 0.82 89 0 0.01(COSM4002362),0.01(COSM4002363)Immunoglobulin C1-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs6779254 0.3232 YES 3.421E-1 (pos.108072298)acute_myeloid_leukaemiaHuman endogenous retrovirus-H long terminal repeat-associating 2T cell costimulation,cellular_component,integral component of membrane,molecular_function,positive regulation of activated T cell proliferation,positive regulation of cytokine production,protein bindingT=0, C=26 T=0.0, C=1.0 0.00001 371.382 26 T=0/0, C=6/20

chr14:62207557 C/T C T SNV

HIF1A,LOC1

05370526 LOC105370526:intronic_nc:NR_144368.1, HIF1A:exonic:NM_001530.31
98.36

12 missense NM_001530.3, NR_144368.1c.1744C>T p.Pro582Ser 2.44 0.14 74 0.243 0.89(COSM5019750),0.89(COSM5762337)HIF-1 alpha C terminal transactivation domain,Hypoxia-inducible factor-1,PAS domain,PAS foldrs11549465 0.1114 YES 4.368E-2 (pos.62207557) acute_myeloid_leukaemia,haemangioblastomaHypoxia-inducible factor 1, alpha subunitB-1 B cell homeostasis,DNA binding transcription factor activity,E-box binding,Hsp90 protein binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,RNA polymerase II transcription factor complex,angiogenesis,axon cytoplasm,axonal transport of mitochondrion,cardiac ventricle morphogenesis,cartilage development,cellular iron ion homeostasis,cellular response to hypoxia,cellular response to interleukin-1,cerebral cortex development,collagen metabolic process,connective tissue replacement involved in inflammatory response wound healing,cytoplasm,cytosol,digestive tract morphogenesis,dopaminergic neuron differentiation,elastin metabolic process,embryonic hemopoiesis,embryonic placenta development,enzyme binding,epithelial cell differentiation involved in mammary gland alveolus development,epithelial to mesenchymal transition,glucose homeostasis,heart looping,hemoglobin biosynthetic process,histone acetyltransferase binding,histone deacetylase binding,hypoxia-inducible factor-1alpha Adenocarcinoma;Anaplasia;Astrocytoma;Bile Duct Diseases;Biliary Tract Diseases;Bone Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Carbohydrate Metabolism, Inborn Errors;Carcinoma;Carcinoma, Ductal;Carcinoma, Hepatocellular;Carcinoma, Intraductal, Noninfiltrating;Carcinoma, Squamous Cell;Cardiomegaly;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Cholangitis;Cholangitis, Sclerosing;Cholestasis;Cholestasis, Intrahepatic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Glioblastoma2-Methoxyestradiol,Carvedilol,N-(1-CHLORO-4-HYDROXYISOQUINOLIN-3-YL)CARBONYLGLYCINEC=1, T=60 C=0.0164, T=0.9836 0.00001 888.589 61 C=0/1, T=27/33

chr16:84271158 C/A C A SNV KCNG4 KCNG4:intronic:NM_172347.2 1 50 intronic NM_172347.2c.-39-27G>Tp.? -0.08 BTB/POZ domain,Ion channel,Ion transport proteinrs3803640 YES Potassium channel, voltage-gated, subfamily G, member 4delayed rectifier potassium channel activity,ion channel binding,plasma membrane,potassium ion transmembrane transport,protein homooligomerization,regulation of ion transmembrane transport,voltage-gated potassium channel complexC=11, A=11 C=0.5, A=0.5 0.00001 94.7093 22 C=7/4, A=6/5

chr16:84328752 T/T G T SNV WFDC1 WFDC1:intronic:NM_021197.3 1 100 intronic NM_021197.3c.144+31G>Tp.? 0.28 WAP-type (Whey Acidic Protein) 'four-disulfide core'rs369797 0.002 YES 1.0 (pos.84328752) WAP four-disulfide core domain-1, mouse, homolog ofextracellular space,molecular_function,negative regulation of cell growth,negative regulation of endopeptidase activity,negative regulation of epithelial cell proliferation,negative regulation of inflammatory response,negative regulation of wound healing,regulation of cell growth,response to drug,response to estradiol,serine-type endopeptidase inhibitor activityMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasG=0, T=42 G=0.0, T=1.0 0.00001 685.218 42 G=0/0, T=9/33

chr19:46823776 GC/GC GCC GC,G INDEL HIF3A HIF3A:exonic:NM_152795.3 1 100 9 frameshiftDeletion NM_152795.3c.1107delC p.Ser370fs -1.09, 0.47, 0.73 0(COSM1728113),0(COSM1728114),0(COSM1728115)Hypoxia-inducible factor-1,PAS domain,PAS foldrs146803876,rs1502029832.00E-04 0.0 (pos.46823776),0.0 (pos.46823777)hepatocellular_carcinomaHypoxia-inducible factor 3, alpha subunitDNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,angiogenesis,apoptotic process,cellular response to hypoxia,cytosol,mitochondrion,negative regulation of nucleic acid-templated transcription,nuclear speck,nucleoplasm,nucleus,plasma membrane,positive regulation of transcription from RNA polymerase II promoter,post-translational protein modification,protein dimerization activity,protein ubiquitination,regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter in response to hypoxia,regulation of transcription, DNA-templated,transcription coactivator activity,transcription corepressor activity,transcription from RNA polymerase II promoterGCC=0, GC=28, G=0GCC=0.0, GC=1.0, G=0.0 0.00001 294.723 28 GCC=0/0, GC=13/15, G=0/0

chr19:46811984 A/G A G SNV HIF3A HIF3A:exonic:NM_152795.3 1 56 5 synonymous NM_152795.3c.513A>G p.(=) -4.71 0.03(COSM1481238),0.03(COSM3756968),0.03(COSM439822)Hypoxia-inducible factor-1,PAS domain,PAS foldrs2311054 0.1415 YES 7.599E-1 (pos.46811984) adenocarcinoma,hepatocellular_carcinomaHypoxia-inducible factor 3, alpha subunitDNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,angiogenesis,apoptotic process,cellular response to hypoxia,cytosol,mitochondrion,negative regulation of nucleic acid-templated transcription,nuclear speck,nucleoplasm,nucleus,plasma membrane,positive regulation of transcription from RNA polymerase II promoter,post-translational protein modification,protein dimerization activity,protein ubiquitination,regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter in response to hypoxia,regulation of transcription, DNA-templated,transcription coactivator activity,transcription corepressor activity,transcription from RNA polymerase II promoterA=11, G=14 A=0.44, G=0.56 0.00001 134.35 25 A=2/9, G=11/3

chr16:84487056 C/T C T SNV ATP2C2 ATP2C2:intronic:NM_014861.3 1 45.83 intronic NM_014861.3c.1980+79C>Tp.? -1.07 Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,Cation transporting ATPase, C-terminus,E1-E2 ATPase,haloacid dehalogenase-like hydrolasers247884 YES ATPase, Ca(2+)-transporting, type 2C, member 2ATP binding,ATP hydrolysis coupled cation transmembrane transport,Golgi membrane,calcium ion transmembrane transport,calcium-transporting ATPase activity,cytoplasmic side of plasma membrane,cytoplasmic vesicle,integral component of membrane,ion transmembrane transport,mammary gland epithelium development,metal ion binding,perinuclear region of cytoplasm,positive regulation of calcium ion import,protein binding,protein localization to plasma membraneAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Neurodevelopmental Disorders;Pulmonary Disease, Chronic Obstructive;Respiratory Tract DiseasesC=26, T=22 C=0.5417, T=0.4583 0.00001 240.971 48 C=16/10, T=12/10

chr16:84516090 G/G A G SNV TLDC1 TLDC1:intronic:NM_020947.3 1 100 intronic NM_020947.3c.1077+108T>Cp.? -1.5 TLD rs392199 YES cytoplasm,lysosomal membrane,membrane,negative regulation of oxidative stress-induced neuron death,protein bindingA=0, G=32 A=0.0, G=1.0 0.00001 464.315 32 A=0/0, G=16/16

chr11:119005088 T/T C T SNV HINFP HINFP:exonic:NM_198971.2 1 100 10 synonymous NM_198971.2c.1434C>T p.(=) -2.1 C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 type,zinc-finger of a C2HC-typers512703 0.0383 YES 1.0 (pos.119005088) Cajal body,DNA binding,DNA binding transcription factor activity,DNA damage checkpoint,DNA repair,G1/S transition of mitotic cell cycle,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cell junction,chromatin binding,cytosol,enzyme binding,establishment of protein localization,histone binding,in utero embryonic development,metal ion binding,myoblast differentiation,negative regulation of gene expression,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleolus,nucleoplasm,nucleus,positive regulation of gene expression,positive regulation of transcription, DNA-templated,protein binding,regulation of gene expression,regulation of transcription involved in G1/S transition of mitotic cell cycle,regulation of transcription, DNA-templated,transcription coactivator activity,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymeraseC=0, T=57 C=0.0, T=1.0 0.00001 849.589 57 C=0/0, T=23/34

chr6:126278230 C/C G C SNV HINT3 HINT3:exonic:NM_138571.4 1 100 1 missense NM_138571.4c.107G>C p.Gly36Ala 0.45 0.78 60 0 0(COSM450440)HIT domain,Scavenger mRNA decapping enzyme C-term bindingrs2295005 0.4787 YES 9.495E-1 (pos.126278230)adenocarcinoma,neoplasmHistidine triad nucleotide-binding protein 3cytoplasm,extracellular exosome,hydrolase activity,nucleotide binding,nucleusG=0, C=69 G=0.0, C=1.0 0.00001 1072.62 69 G=0/0, C=41/28

chr16:845901 C/C T C SNV CHTF18 CHTF18:intronic:NM_022092.2 1 100 intronic NM_022092.2c.2326-46T>Cp.? -0.71 AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA),Holliday junction DNA helicase ruvB N-terminusrs2982244,rs773293212 0.007 0.0;0.0 (pos.845899),9.999E-1 (pos.845901)Chromosome transmission fidelity factor 18, S. cerevisiae, homolog ofATP binding,Ctf18 RFC-like complex,DNA clamp loader activity,DNA replication,cell cycle,cytosol,membrane,nucleoplasm,positive regulation of DNA-directed DNA polymerase activity,protein binding,single-stranded DNA-dependent ATPase activityT=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=14/13

chr16:84882911 C/C T C SNV CRISPLD2 CRISPLD2:intronic:NM_031476.3 1 100 intronic NM_031476.3c.360-80T>Cp.? -3.63 Cysteine-rich secretory protein family,LCCL domainrs4783086 YES Cysteine-rich secretory protein, LCCL domain-containing, 2extracellular exosome,extracellular matrix organization,extracellular region,face morphogenesis,ficolin-1-rich granule lumen,heparin binding,lung development,neutrophil degranulation,proteinaceous extracellular matrix,secretory granule lumen,transport vesicleDigestive System Diseases;Liver Diseases;Lung Diseases;Nervous System Diseases;Neurotoxicity Syndromes;Respiratory Tract DiseasesT=0, C=38 T=0.0, C=1.0 0.00001 601.781 38 T=0/0, C=13/25

chr16:84882974 A/A C A SNV CRISPLD2 CRISPLD2:intronic:NM_031476.3 1 100 intronic NM_031476.3c.360-17C>Ap.? -0.52 Cysteine-rich secretory protein family,LCCL domainrs4783087,rs750132587 0.3442 YES 0.0 (pos.84882972),6.169E-1 (pos.84882974)Cysteine-rich secretory protein, LCCL domain-containing, 2extracellular exosome,extracellular matrix organization,extracellular region,face morphogenesis,ficolin-1-rich granule lumen,heparin binding,lung development,neutrophil degranulation,proteinaceous extracellular matrix,secretory granule lumen,transport vesicleDigestive System Diseases;Liver Diseases;Lung Diseases;Nervous System Diseases;Neurotoxicity Syndromes;Respiratory Tract DiseasesC=0, A=39 C=0.0, A=1.0 0.00001 612.526 39 C=0/0, A=11/28

chr16:84884072 G/G T G SNV CRISPLD2 CRISPLD2:intronic:NM_031476.3 1 100 intronic NM_031476.3c.493-102T>Gp.? -1.41 Cysteine-rich secretory protein family,LCCL domainrs4782673 YES Cysteine-rich secretory protein, LCCL domain-containing, 2extracellular exosome,extracellular matrix organization,extracellular region,face morphogenesis,ficolin-1-rich granule lumen,heparin binding,lung development,neutrophil degranulation,proteinaceous extracellular matrix,secretory granule lumen,transport vesicleDigestive System Diseases;Liver Diseases;Lung Diseases;Nervous System Diseases;Neurotoxicity Syndromes;Respiratory Tract DiseasesT=0, G=86 T=0.0, G=1.0 0.00001 1409.76 86 T=0/0, G=60/26

chr16:84884116 G/G A G SNV CRISPLD2 CRISPLD2:intronic:NM_031476.3 1 100 intronic NM_031476.3c.493-58A>Gp.? -2.04 Cysteine-rich secretory protein family,LCCL domainrs4783090 YES Cysteine-rich secretory protein, LCCL domain-containing, 2extracellular exosome,extracellular matrix organization,extracellular region,face morphogenesis,ficolin-1-rich granule lumen,heparin binding,lung development,neutrophil degranulation,proteinaceous extracellular matrix,secretory granule lumen,transport vesicleDigestive System Diseases;Liver Diseases;Lung Diseases;Nervous System Diseases;Neurotoxicity Syndromes;Respiratory Tract DiseasesA=0, G=129 A=0.0, G=1.0 0.00001 2111.52 129 A=0/0, G=59/70

chr16:84907670 C/C G C SNV CRISPLD2 CRISPLD2:intronic:NM_031476.3 1 100 intronic NM_031476.3c.1156+101G>Cp.? -0.34 Cysteine-rich secretory protein family,LCCL domainrs2934486 YES Cysteine-rich secretory protein, LCCL domain-containing, 2extracellular exosome,extracellular matrix organization,extracellular region,face morphogenesis,ficolin-1-rich granule lumen,heparin binding,lung development,neutrophil degranulation,proteinaceous extracellular matrix,secretory granule lumen,transport vesicleDigestive System Diseases;Liver Diseases;Lung Diseases;Nervous System Diseases;Neurotoxicity Syndromes;Respiratory Tract DiseasesG=0, C=29 G=0.0, C=1.0 0.00001 427.601 29 G=0/0, C=18/11

chr16:85112068 C/G C G SNV KIAA0513 KIAA0513:intronic:NM_014732.3 1 45.83 intronic NM_014732.3c.823+7C>Gp.? -1.27 rs2291966 0.0314 YES 8.762E-3 (pos.85112068) KIAA0513 genecytoplasm Amyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesC=13, G=11 C=0.5417, G=0.4583 0.00001 93.4299 24 C=2/11, G=4/7

chr16:85112097 C/G C G SNV KIAA0513 KIAA0513:intronic:NM_014732.3 1 50 intronic NM_014732.3c.823+36C>Gp.? -0.82 rs12932461 0.3888 YES 1.62E-1 (pos.85112097) KIAA0513 genecytoplasm Amyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesC=12, G=12 C=0.5, G=0.5 0.00001 106.713 24 C=4/8, G=2/10



chr16:85768606 G/G A G SNV C16orf74 C16orf74:intronic:NM_206967.2 1 100 intronic NM_206967.2c.28+190T>Cp.? 1.79 Domain of unknown function (DUF4597)rs409342 YES protein binding A=0, G=29 A=0.0, G=1.0 0.00001 427.601 29 A=0/0, G=18/11

chr16:85813963 T/T C T SNV EMC8 EMC8:intronic:NM_006067.4 1 100 intronic NM_006067.4c.473+22G>Ap.? -0.23 Uncharacterised protein family (UPF0172)rs301165 6.00E-04 YES 9.999E-1 (pos.85813963) ER membrane protein complex subunit 8ER membrane protein complex,cytoplasm,cytosol,membrane,mitochondrion,nucleus,protein bindingC=0, T=44 C=0.0, T=1.0 0.00001 726.551 44 C=0/0, T=19/25

chr16:85814901 G/GTCAG G GTCAG INDEL EMC8 EMC8:intronic:NM_006067.4 4 95.45 intronic NM_006067.4c.309-15C>CTGACp.? 0.15 Uncharacterised protein family (UPF0172)rs5818555 0.0 (pos.85814901) ER membrane protein complex subunit 8ER membrane protein complex,cytoplasm,cytosol,membrane,mitochondrion,nucleus,protein bindingG=1, GTCAG=21G=0.0455, GTCAG=0.9545 0.00001 271.51 22 G=0/1, GTCAG=6/15

chr12:123333065 T/T C T SNV HIP1R HIP1R:exonic:NM_003959.2 1 100 3 synonymous NM_003959.2c.210C>T p.(=) -2.42 ANTH domain,Clathrin-binding domain of Huntingtin-interacting protein 1,I/LWEQ domainrs2135014 0.1064 YES 7.394E-1 (pos.123333065) Huntingtin-interacting protein 1-related proteinSH3 domain binding,actin binding,actin filament binding,activation of cysteine-type endopeptidase activity involved in apoptotic process,apical plasma membrane,apoptotic process,cell cortex,clathrin adaptor activity,clathrin binding,clathrin coat assembly,clathrin light chain binding,clathrin-coated pit,clathrin-coated vesicle,clathrin-coated vesicle membrane,clathrin-dependent endocytosis,cytoskeleton,cytosol,dendrite cytoplasm,dendritic spine,digestive system development,identical protein binding,intracellular membrane-bounded organelle,membrane organization,mitochondrion,negative regulation of Arp2/3 complex-mediated actin nucleation,negative regulation of actin filament polymerization,negative regulation of apoptotic process,neuronal cell body,perinuclear region of cytoplasm,phosphatidylinositol binding,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,4-bisphosphate binding,phosphatidylinositol-3,5-bisphosphate binding,phosphatidylinositol-4,5-bisphosphate binding,positive regulatioC=0, T=52 C=0.0, T=1.0 0.00001 767.011 52 C=0/0, T=42/10

chr16:85839543 G/G C G SNV COX4I1 COX4I1:intronic:NM_001861.4 1 100 intronic NM_001861.4c.373+73C>Gp.? -1.37 Cytochrome c oxidase subunit IVrs2641797 YES Cytochrome c oxidase, subunit IV, isoform 1cytochrome-c oxidase activity,electron transport chain,extracellular exosome,generation of precursor metabolites and energy,hydrogen ion transmembrane transport,integral component of membrane,membrane,mitochondrial electron transport, cytochrome c to oxygen,mitochondrial inner membrane,mitochondrial respiratory chain complex IV,mitochondrion,nucleus,protein binding,response to nutrientCholic Acid,N-FormylmethionineC=0, G=114 C=0.0, G=1.0 0.00001 1795 114 C=0/0, G=48/66

chr16:86575460 G/G C G SNV MTHFSD MTHFSD:intronic:NM_001159378.1 1 100 intronic NM_001159378.1c.556-32G>Cp.? -0.42 5-formyltetrahydrofolate cyclo-ligase family,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs3213418 0.1021 YES 8.347E-1 (pos.86575460) Methenyltetrahydrofolate synthetase domain-containing proteinRNA binding,cytoplasm,intracellular mRNA localization C=0, G=22 C=0.0, G=1.0 0.00001 298.094 22 C=0/0, G=4/18

chr16:86588655 C/C G C SNV

FLJ30679,M

THFSD MTHFSD:intronic:NM_001159378.1, FLJ30679:upstream:NR_026674.11
100

intronic NM_001159378.1, NR_026674.1c.16+120C>Gp.? -1.98 5-formyltetrahydrofolate cyclo-ligase family,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2354022 YES Methenyltetrahydrofolate synthetase domain-containing proteinRNA binding,cytoplasm,intracellular mRNA localization G=0, C=30 G=0.0, C=1.0 0.00001 446.622 30 G=0/0, C=14/16

chr16:8736246 A/A G A SNV METTL22 METTL22:intronic:NM_024109.3 1 100 intronic NM_024109.3c.908-74G>Ap.? -0.1 Lysine methyltransferasers1731007 YES Methyltransferase-like 22heat shock protein binding,nucleolus,nucleoplasm,nucleus,peptidyl-lysine methylation,phosphorelay signal transduction system,protein binding,protein complex,protein methylation,protein methyltransferase activity,protein-lysine N-methyltransferase activity,signal transducer activityG=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=20/9

chr12:123345736 G/G C G SNV HIP1R HIP1R:exonic:NM_003959.2 1 100 30 synonymous NM_003959.2c.2949C>G p.(=) -0.31 0.41(COSM4146773)ANTH domain,Clathrin-binding domain of Huntingtin-interacting protein 1,I/LWEQ domainrs10847910 0.0492 YES 9.895E-1 (pos.123345736)neoplasm Huntingtin-interacting protein 1-related proteinSH3 domain binding,actin binding,actin filament binding,activation of cysteine-type endopeptidase activity involved in apoptotic process,apical plasma membrane,apoptotic process,cell cortex,clathrin adaptor activity,clathrin binding,clathrin coat assembly,clathrin light chain binding,clathrin-coated pit,clathrin-coated vesicle,clathrin-coated vesicle membrane,clathrin-dependent endocytosis,cytoskeleton,cytosol,dendrite cytoplasm,dendritic spine,digestive system development,identical protein binding,intracellular membrane-bounded organelle,membrane organization,mitochondrion,negative regulation of Arp2/3 complex-mediated actin nucleation,negative regulation of actin filament polymerization,negative regulation of apoptotic process,neuronal cell body,perinuclear region of cytoplasm,phosphatidylinositol binding,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,4-bisphosphate binding,phosphatidylinositol-3,5-bisphosphate binding,phosphatidylinositol-4,5-bisphosphate binding,positive regulatioC=0, G=52 C=0.0, G=1.0 0.00001 767.015 52 C=0/0, G=38/14

chr16:8738622 T/T C T SNV METTL22 METTL22:intronic:NM_024109.3 1 100 intronic NM_024109.3c.1179+40C>Tp.? -2.65 Lysine methyltransferasers9933132 0 1.0 (pos.8738622) Methyltransferase-like 22heat shock protein binding,nucleolus,nucleoplasm,nucleus,peptidyl-lysine methylation,phosphorelay signal transduction system,protein binding,protein complex,protein methylation,protein methyltransferase activity,protein-lysine N-methyltransferase activity,signal transducer activityC=0, T=32 C=0.0, T=1.0 0.00001 485.104 32 C=0/0, T=11/21

chr16:8738641 G/G A G SNV METTL22 METTL22:intronic:NM_024109.3 1 100 intronic NM_024109.3c.1179+59A>Gp.? -2.66 Lysine methyltransferasers1730999 9.998E-1 (pos.8738641) Methyltransferase-like 22heat shock protein binding,nucleolus,nucleoplasm,nucleus,peptidyl-lysine methylation,phosphorelay signal transduction system,protein binding,protein complex,protein methylation,protein methyltransferase activity,protein-lysine N-methyltransferase activity,signal transducer activityA=0, G=32 A=0.0, G=1.0 0.00001 483.687 32 A=0/0, G=11/21

chr16:8738708 T/T C T SNV METTL22 METTL22:intronic:NM_024109.3 1 100 intronic NM_024109.3c.1179+126C>Tp.? -0.51 Lysine methyltransferasers1730998 YES Methyltransferase-like 22heat shock protein binding,nucleolus,nucleoplasm,nucleus,peptidyl-lysine methylation,phosphorelay signal transduction system,protein binding,protein complex,protein methylation,protein methyltransferase activity,protein-lysine N-methyltransferase activity,signal transducer activityC=0, T=34 C=0.0, T=1.0 0.00001 502.381 34 C=0/0, T=9/25

chr16:8739954 A/A G A SNV METTL22 METTL22:intronic:NM_024109.3 1 100 intronic NM_024109.3c.1180-11G>Ap.? -0.68 Lysine methyltransferasers1641070 0 9.999E-1;0.0 (pos.8739954) Methyltransferase-like 22heat shock protein binding,nucleolus,nucleoplasm,nucleus,peptidyl-lysine methylation,phosphorelay signal transduction system,protein binding,protein complex,protein methylation,protein methyltransferase activity,protein-lysine N-methyltransferase activity,signal transducer activityG=0, A=146 G=0.0, A=1.0 0.00001 2467.34 146 G=0/0, A=78/68

chr22:19420109 T/C T C SNV

HIRA,MRPL4

0 HIRA:upstream:NM_003325.3, MRPL40:exonic:NM_003776.3 1
53.13

1 missense NM_003325.3, NM_003776.3c.-1110A>G, c.32T>Cp.?, p.Leu11Pro 0.79 0.15 98 0.261 0.01(COSM3759028)Mitochondrial ribosomal protein L28rs1128399 0.0727 YES 1.101E-1 (pos.19420109) adenocarcinomaHistone cell cycle regulation defective, S. cerevisiae, homolog of, A (Tup-like enhancer of split 1),Mitochondrial ribosomal protein L40DNA binding transcription factor activity,DNA replication-independent nucleosome assembly,PML body,RNA binding,anatomical structure morphogenesis,covalent chromatin modification,extracellular exosome,gastrulation,mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial ribosome,mitochondrial translational elongation,mitochondrial translational termination,muscle cell differentiation,negative regulation of nucleic acid-templated transcription,nuclear chromatin,nucleoplasm,nucleosome binding,nucleus,osteoblast differentiation,protein binding,protein complex,regulation of chromatin silencing,regulation of transcription from RNA polymerase II promoter,transcription corepressor activity,transcription, DNA-templated22q11 Deletion Syndrome;Abnormalities, Multiple;Cardiovascular Abnormalities;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DiGeorge Syndrome;Endocrine System Diseases;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hemic and Lymphatic Diseases;Hypoparathyroidism;Lymphatic Abnormalities;Lymphatic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Parathyroid DiseasesT=15, C=17 T=0.4688, C=0.5313 0.00001 173.382 32 T=10/5, C=13/4

chr6:26156843 G/A G A SNV HIST1H1E HIST1H1E:exonic:NM_005321.2 1 57.14 1 synonymous NM_005321.2c.225G>A p.(=) 1.91 0.22(COSM4933723),0.3(COSM1644657)linker histone H1 and H5 familyrs150948103,rs7453550880.0057 2.89E-3;0.0;0.0 (pos.26156843)adenoid_cystic_carcinoma,carcinoma,hepatocellular_carcinomaHistone 1, H1eADP binding,AMP binding,ATP binding,GTP binding,RNA binding,calcium ion binding,chromatin DNA binding,dATP binding,double-stranded DNA binding,extracellular exosome,histone H3-K27 trimethylation,histone H3-K4 trimethylation,negative regulation of transcription from RNA polymerase II promoter,nuclear heterochromatin,nuclear nucleosome,nucleosome assembly,nucleosome positioning,nucleus,protein bindingAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and EpithelialG=9, A=12 G=0.4286, A=0.5714 0.00001 109.098 21 G=7/2, A=8/4

chr6:25726675 A/A G A SNV

HIST1H2AA,

HIST1H2BA HIST1H2AA:exonic:NM_170745.3, HIST1H2BA:upstream:NM_170610.21
100

1 synonymous NM_170745.3, NM_170610.2c.81C>T, c.-462G>Ap.(=), p.? -7.09 0.03(COSM4966699)C-terminus of histone H2A,Core histone H2A/H2B/H3/H4,Histone-like transcription factor (CBF/NF-Y) and archaeal histoners9358871 0.2781 YES 7.062E-1 (pos.25726675) adenocarcinoma,carcinomaHistone 1, H2BADNA binding,chromatin silencing,extracellular exosome,extrinsic component of plasma membrane,histone binding,inflammatory response,molecular_function,mononuclear cell migration,nuclear chromatin,nuclear chromosome, telomeric region,nuclear nucleosome,nucleoplasm,nucleosome,nucleosome assembly,nucleosome disassembly,nucleus,plasminogen activation,positive regulation of binding,protein heterodimerization activity,protein ubiquitination,spermatogenesis, exchange of chromosomal proteinsG=0, A=58 G=0.0, A=1.0 0.00001 867.385 58 G=0/0, A=25/33

chr16:87788756 G/G A G SNV KLHDC4 KLHDC4:intronic:NM_017566.3 1 100 intronic NM_017566.3c.369+44T>Cp.? -1.14 Galactose oxidase, central domain,Kelch motifrs2303770 0.4235 YES 7.841E-1 (pos.87788756) protein binding A=0, G=42 A=0.0, G=1.0 0.00001 685.202 42 A=0/0, G=9/33

chr16:87870379 A/G A G SNV SLC7A5 SLC7A5:intronic:NM_003486.6 1 95.83 intronic NM_003486.6c.1141-126T>Cp.? -0.4 Amino acid permeasers16943320 YES Solute carrier family 7, member 5L-alpha-amino acid transmembrane transport,L-amino acid transmembrane transporter activity,amino acid transmembrane transport,amino acid transmembrane transporter activity,antiporter activity,apical plasma membrane,cell differentiation,cellular amino acid metabolic process,cytosol,extracellular exosome,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,leukocyte migration,membrane,nervous system development,neutral amino acid transmembrane transporter activity,neutral amino acid transport,peptide antigen binding,plasma membrane,protein binding,transportAutoimmune Diseases;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Urologic DiseasesD-Leucine,D-Phenylalanine,Dextrothyroxine,Levodopa,Levothyroxine,Liothyronine,Melphalan,S-(Methylmercury)-L-CysteineA=3, G=69 A=0.0417, G=0.9583 0.00001 1032.93 72 A=2/1, G=15/54

chr16:87871366 C/C G C SNV SLC7A5 SLC7A5:intronic:NM_003486.6 1 100 intronic NM_003486.6c.1140+85C>Gp.? -1.32 Amino acid permeasers3815559 YES Solute carrier family 7, member 5L-alpha-amino acid transmembrane transport,L-amino acid transmembrane transporter activity,amino acid transmembrane transport,amino acid transmembrane transporter activity,antiporter activity,apical plasma membrane,cell differentiation,cellular amino acid metabolic process,cytosol,extracellular exosome,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,leukocyte migration,membrane,nervous system development,neutral amino acid transmembrane transporter activity,neutral amino acid transport,peptide antigen binding,plasma membrane,protein binding,transportAutoimmune Diseases;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Urologic DiseasesD-Leucine,D-Phenylalanine,Dextrothyroxine,Levodopa,Levothyroxine,Liothyronine,Melphalan,S-(Methylmercury)-L-CysteineG=0, C=31 G=0.0, C=1.0 0.00001 465.819 31 G=0/0, C=14/17

chr16:87871582 A/A G A SNV SLC7A5 SLC7A5:intronic:NM_003486.6 1 100 intronic NM_003486.6c.1044-35C>Tp.? -2.45 Amino acid permeasers2287120 0.2177 YES 7.485E-2 (pos.87871582) Solute carrier family 7, member 5L-alpha-amino acid transmembrane transport,L-amino acid transmembrane transporter activity,amino acid transmembrane transport,amino acid transmembrane transporter activity,antiporter activity,apical plasma membrane,cell differentiation,cellular amino acid metabolic process,cytosol,extracellular exosome,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,leukocyte migration,membrane,nervous system development,neutral amino acid transmembrane transporter activity,neutral amino acid transport,peptide antigen binding,plasma membrane,protein binding,transportAutoimmune Diseases;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Urologic DiseasesD-Leucine,D-Phenylalanine,Dextrothyroxine,Levodopa,Levothyroxine,Liothyronine,Melphalan,S-(Methylmercury)-L-CysteineG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=11/10

chr16:87871714 G/G T G SNV SLC7A5 SLC7A5:intronic:NM_003486.6 1 100 intronic NM_003486.6c.1044-167A>Cp.? -1.63 Amino acid permeasers2287121 YES Solute carrier family 7, member 5L-alpha-amino acid transmembrane transport,L-amino acid transmembrane transporter activity,amino acid transmembrane transport,amino acid transmembrane transporter activity,antiporter activity,apical plasma membrane,cell differentiation,cellular amino acid metabolic process,cytosol,extracellular exosome,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,leukocyte migration,membrane,nervous system development,neutral amino acid transmembrane transporter activity,neutral amino acid transport,peptide antigen binding,plasma membrane,protein binding,transportAutoimmune Diseases;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Urologic DiseasesD-Leucine,D-Phenylalanine,Dextrothyroxine,Levodopa,Levothyroxine,Liothyronine,Melphalan,S-(Methylmercury)-L-CysteineT=0, G=21 T=0.0, G=1.0 0.00001 281.112 21 T=0/0, G=9/12

chr6:25726774 C/C A C SNV

HIST1H2AA,

HIST1H2BA HIST1H2AA:utr_5:NM_170745.3, HIST1H2BA:upstream:NM_170610.21
100

1 utr_5 NM_170745.3, NM_170610.2c.-19T>G, c.-363A>Cp.?, p.? -0.84 C-terminus of histone H2A,Core histone H2A/H2B/H3/H4,Histone-like transcription factor (CBF/NF-Y) and archaeal histoners4711095 0.2778 YES 7.065E-1;0.0;0.0 (pos.25726774) Histone 1, H2BADNA binding,chromatin silencing,extracellular exosome,extrinsic component of plasma membrane,histone binding,inflammatory response,molecular_function,mononuclear cell migration,nuclear chromatin,nuclear chromosome, telomeric region,nuclear nucleosome,nucleoplasm,nucleosome,nucleosome assembly,nucleosome disassembly,nucleus,plasminogen activation,positive regulation of binding,protein heterodimerization activity,protein ubiquitination,spermatogenesis, exchange of chromosomal proteinsA=0, C=48 A=0.0, C=1.0 0.00001 814.806 48 A=0/0, C=17/31

chr6:25727334 T/T C T SNV

HIST1H2AA,

HIST1H2BA HIST1H2AA:upstream:NM_170745.3, HIST1H2BA:exonic:NM_170610.21
100

1 synonymous NM_170745.3, NM_170610.2c.-579G>A, c.198C>Tp.?, p.(=) -4.44 Core histone H2A/H2B/H3/H4,Histone-like transcription factor (CBF/NF-Y) and archaeal histoners4712961 0.278 YES 7.048E-1 (pos.25727334) Histone 1, H2BADNA binding,chromatin silencing,extracellular exosome,extrinsic component of plasma membrane,histone binding,inflammatory response,molecular_function,mononuclear cell migration,nuclear chromatin,nuclear chromosome, telomeric region,nuclear nucleosome,nucleoplasm,nucleosome,nucleosome assembly,nucleosome disassembly,nucleus,plasminogen activation,positive regulation of binding,protein heterodimerization activity,protein ubiquitination,spermatogenesis, exchange of chromosomal proteinsC=0, T=20 C=0.0, T=1.0 0.00001 263.716 20 C=0/0, T=13/7

chr6:26031868 A/A G A SNV HIST1H3B HIST1H3B:utr_3:NM_003537.3 1 100 1 utr_3 NM_003537.3c.421C>T p.? -0.63 Core histone H2A/H2B/H3/H4rs2213284,rs386698208,rs7791676960.3126 YES 8.329E-3;0.0 (pos.26031864),8.791E-1 (pos.26031868)Histone 1, H3flDNA binding,DNA replication-dependent nucleosome assembly,blood coagulation,cadherin binding,cellular protein metabolic process,chromatin organization,chromatin silencing at rDNA,extracellular exosome,extracellular region,histone binding,interleukin-7-mediated signaling pathway,membrane,negative regulation of gene expression, epigenetic,nuclear chromosome,nuclear chromosome, telomeric region,nuclear nucleosome,nucleoplasm,nucleosomal DNA binding,nucleosome,nucleosome assembly,nucleus,positive regulation of gene expression, epigenetic,protein binding,protein complex,protein heterodimerization activity,protein heterotetramerization,regulation of gene silencing,regulation of gene silencing by miRNA,regulation of hematopoietic stem cell differentiation,regulation of megakaryocyte differentiation,telomere organizationAstrocytoma;Glioblastoma;Glioma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal TumorsG=0, A=33 G=0.0, A=1.0 0.00001 504.446 33 G=0/0, A=21/12

chr6:26027135 A/A G A SNV HIST1H4B HIST1H4B:utr_3:NM_003544.2 1 100 1 utr_3 NM_003544.2c.346C>T p.? -0.08 Centromere kinetochore component CENP-T histone fold,TATA box binding protein associated factor (TAF)rs3752420 0.4036 YES 7.311E-1 (pos.26027135) Histone 1, H4bCENP-A containing nucleosome assembly,DNA binding,DNA replication-dependent nucleosome assembly,DNA replication-independent nucleosome assembly,DNA-templated transcription, initiation,RNA binding,beta-catenin-TCF complex assembly,cellular protein metabolic process,chromatin silencing at rDNA,double-strand break repair via nonhomologous end joining,extracellular exosome,extracellular matrix,extracellular region,histone binding,membrane,negative regulation of gene expression, epigenetic,negative regulation of megakaryocyte differentiation,nuclear chromosome,nuclear chromosome, telomeric region,nuclear nucleosome,nucleoplasm,nucleosome,nucleosome assembly,nucleus,positive regulation of gene expression, epigenetic,protein binding,protein complex,protein domain specific binding,protein heterodimerization activity,protein heterotetramerization,regulation of gene silencing by miRNA,regulation of hematopoietic stem cell differentiation,regulation of megakaryocyte differentiation,telomere capping,telomere organizationIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsG=0, A=21 G=0.0, A=1.0 0.00001 279.426 21 G=0/0, A=12/9

chr1:228612838 T/T G T SNV HIST3H3 HIST3H3:exonic:NM_003493.2 1 100 1 synonymous NM_003493.2c.189C>A p.(=) 2.31 0.89(COSM4143485)Core histone H2A/H2B/H3/H4rs2230656 0.1148 YES 6.616E-1 (pos.228612838)neoplasm Histone 3, H3double-strand break repair via nonhomologous end joining,extracellular exosome,histone binding,negative regulation of protein oligomerization,nuclear nucleosome,nucleoplasm,nucleosomal DNA binding,nucleosome,nucleosome assembly,nucleus,protein binding,protein heterodimerization activity,protein heterotetramerization,telomere cappingIntellectual Disability;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Pneumoconiosis;Respiratory Tract DiseasesG=0, T=42 G=0.0, T=1.0 0.00001 684.917 42 G=0/0, T=27/15

chr6:12120588 T/T C T SNV HIVEP1 HIVEP1:exonic:NM_002114.3 1 100 4 missense NM_002114.3c.560C>T p.Thr187Met 0.64 0.02 81 0.982 0.44(COSM6350805)Zinc finger, C2H2 typers2228209 0.3484 YES 2.313E-1 (pos.12120588) carcinoma Human immunodeficiency virus type I enhancer-binding protein-1DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,metal ion binding,mitochondrion,multicellular organism development,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nucleic acid binding,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,transcription from RNA polymerase II promoter,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II distal enhancer sequence-specific bindingC=0, T=66 C=0.0, T=1.0 0.00001 1015.4 66 C=0/0, T=19/47

chr16:88705804 C/C T C SNV IL17C IL17C:intronic:NM_013278.3 1 100 intronic NM_013278.3c.335+87T>Cp.? -0.51 Interleukin-17rs2254073 YES Interleukin 17Ccell surface receptor signaling pathway,cell-cell signaling,cellular response to interleukin-17,cytokine activity,extracellular region,extracellular space,inflammatory response,regulation of receptor activityT=0, C=68 T=0.0, C=1.0 0.00001 1043.66 68 T=0/0, C=3/65

chr6:12124855 A/A G A SNV HIVEP1 HIVEP1:exonic:NM_002114.3 1 100 4 missense NM_002114.3c.4827G>A p.Met1609Ile 0.63 0.05 10 0.004 0.18(COSM1132046)Zinc finger, C2H2 typers2228213 0.3431 YES 2.305E-1 (pos.12124855) adenocarcinoma,carcinoma,osteosarcomaHuman immunodeficiency virus type I enhancer-binding protein-1DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,metal ion binding,mitochondrion,multicellular organism development,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nucleic acid binding,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,transcription from RNA polymerase II promoter,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II distal enhancer sequence-specific bindingG=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=19/10

chr16:88714559 C/T C T SNV CYBA CYBA:intronic:NM_000101.3 1 47.62 intronic NM_000101.3c.59-37G>Ap.? -0.35 Cytochrome Cytochrome b558 alpha-subunitrs2306422 0.3462 YES 3.585E-1 (pos.88714559) Cytochrome b-245, alpha polypeptideGolgi apparatus,NADPH oxidase complex,SH3 domain binding,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,apical plasma membrane,cell redox homeostasis,cellular response to L-glutamine,cellular response to angiotensin,cellular response to gamma radiation,cellular response to glucose stimulus,cellular response to mechanical stimulus,cellular response to organic cyclic compound,cellular response to oxidative stress,cellular response to tumor necrosis factor,cytochrome complex assembly,dendrite,electron transfer activity,electron transport chain,endoplasmic reticulum membrane,endosome,focal adhesion,heme binding,hydrogen peroxide biosynthetic process,inflammatory response,innate immune response,integral component of membrane,membrane,metal ion binding,mitochondrion,negative regulation of glomerular filtration by angiotensin,neuronal cell body,neutrophil degranulation,nucleus,oxidation-reduction process,perinuclear endoplasmic reticulum,phagocytic vesicle membrane,plArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Glucose Metabolism Disorders;Granulomatous Disease, Chronic;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypertension;Immune System Diseases;Immunologic Deficiency Syndromes;Kidney Diseases;Kidney Failure, Chronic;Leukocyte Disorders;Male Urogenital Diseases;Metabolic Diseases;Myocardial Ischemia;Nutritional and Metabolic Diseases;Phagocyte Bactericidal Dysfunction;Renal Insufficiency;Renal Insufficiency, Chronic;Urologic Diseases;Vascular DiseasesDextromethorphan C=11, T=10 C=0.5238, T=0.4762 0.00001 82.2957 21 C=5/6, T=5/5

chr6:143091263 G/G A G SNV HIVEP2 HIVEP2:exonic:NM_006734.3 1 100 5 missense NM_006734.3c.4613T>C p.Leu1538Pro 0.55 0.93 98 0 Zinc finger, C2H2 type,Zinc-finger of C2H2 typers109836 0.0318 YES 9.997E-1 (pos.143091263) Human immunodeficiency virus type I enhancer-binding protein-2DNA binding,DNA binding transcription factor activity,metal ion binding,multicellular organism development,nucleoplasm,nucleus,regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,transcription from RNA polymerase II promoter,transcription regulatory region DNA bindingCardiovascular Diseases;Heart Diseases;Myocardial Ischemia;Vascular DiseasesA=0, G=57 A=0.0, G=1.0 0.00001 849.615 57 A=0/0, G=16/41

chr16:88780685 T/T C T SNV CTU2 CTU2:intronic:NM_001012759.2 1 100 intronic NM_001012759.2c.1097+50C>Tp.? -0.69 Cytoplasmic tRNA 2-thiolation protein 2rs145565756,rs369399187,rs569014529,rs7191439,rs760304237,rs766826191,rs7670581280.0973 YES 0.0 (pos.88780683),0.0;1.17E-4 (pos.88780678),1.161E-4;0.0 (pos.88780668),6.584E-2;1.163E-4 (pos.88780680),8.695E-1;0.0;1.181E-4;0.0 (pos.88780685)cytoplasm,cytosol,nucleotidyltransferase activity,protein binding,protein complex,protein urmylation,sulfurtransferase activity,tRNA binding,tRNA modification,tRNA thio-modification,tRNA wobble position uridine thiolation,tRNA wobble uridine modificationAutism Spectrum Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersC=0, T=34 C=0.0, T=1.0 0.00001 529.661 34 C=0/0, T=21/13

chr16:88780923 G/G C G SNV

CTU2,PIEZO

1 CTU2:intronic:NM_001012759.2, PIEZO1:downstream:NM_001142864.31
100

intronic NM_001012759.2, NM_001142864.3c.1201+29C>G, c.*1090G>Cp.?, p.? -0.94 Cytoplasmic tRNA 2-thiolation protein 2rs745811284,rs774089313,rs80507150.0872 YES 0.0 (pos.88780921),2.317E-4;0.0 (pos.88780922),9.217E-1;0.0 (pos.88780923)PIEZO1 ion channelcation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,cytoplasm,cytosol,detection of mechanical stimulus,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,ion transmembrane transport,lamellipodium membrane,mechanically-gated ion channel activity,nucleotidyltransferase activity,plasma membrane,positive regulation of cell-cell adhesion mediated by integrin,positive regulation of integrin activation,protein binding,protein complex,protein urmylation,regulation of membrane potential,sulfurtransferase activity,tRNA binding,tRNA modification,tRNA thio-modification,tRNA wobble position uridine thiolation,tRNA wobble uridine modificationAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Autism Spectrum Disorder;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Mental Disorders;Neurodevelopmental Disorders;Pregnancy Complications;Thalassemia;alpha-ThalassemiaC=0, G=30 C=0.0, G=1.0 0.00001 443.243 30 C=0/0, G=20/10

chr1:41978566 G/G T G SNV HIVEP3 HIVEP3:exonic:NM_001127714.2 1 100 7 missense NM_001127714.2c.6326A>C p.Asp2109Ala 0.93 126 0 Zinc finger, C2H2 typers2991344 0 1.0 (pos.41978566) Human immunodeficiency virus type 1 enhancer-binding protein 3DNA binding transcription factor activity,cytoplasm,metal ion binding,multicellular organism development,nucleus,positive regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,skeletal muscle cell differentiation,transcription from RNA polymerase II promoter,transcription regulatory region DNA bindingT=0, G=27 T=0.0, G=1.0 0.00001 338.05 27 T=0/0, G=15/12

chr16:88783374 G/G A G SNV

MIR4722,PI

EZO1 MIR4722:upstream:NR_039873.1, PIEZO1:intronic:NM_001142864.3 1
100

intronic NM_001142864.3, NR_039873.1c.6660+57T>Cp.? -0.95 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs386794035,rs8044367 YES PIEZO1 ion channelcation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,ion transmembrane transport,lamellipodium membrane,mechanically-gated ion channel activity,plasma membrane,positive regulation of cell-cell adhesion mediated by integrin,positive regulation of integrin activation,regulation of membrane potentialAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaA=0, G=31 A=0.0, G=1.0 0.00001 465.812 31 A=0/0, G=9/22

chr1:41978825 G/G C G SNV HIVEP3 HIVEP3:exonic:NM_001127714.2 1 100 7 missense NM_001127714.2c.6067G>C p.Ala2023Pro 4.05 27 0 Zinc finger, C2H2 typers2483689 0 1.0 (pos.41978825) Human immunodeficiency virus type 1 enhancer-binding protein 3DNA binding transcription factor activity,cytoplasm,metal ion binding,multicellular organism development,nucleus,positive regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,skeletal muscle cell differentiation,transcription from RNA polymerase II promoter,transcription regulatory region DNA bindingC=0, G=60 C=0.0, G=1.0 0.00001 903.527 60 C=0/0, G=14/46

chr1:42046812 T/T C T SNV HIVEP3 HIVEP3:exonic:NM_001127714.2 1 100 3 synonymous NM_001127714.2c.3657G>A p.(=) 0.18 Zinc finger, C2H2 typers2810565 1.00E-04 1.0 (pos.42046812) Human immunodeficiency virus type 1 enhancer-binding protein 3DNA binding transcription factor activity,cytoplasm,metal ion binding,multicellular organism development,nucleus,positive regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,skeletal muscle cell differentiation,transcription from RNA polymerase II promoter,transcription regulatory region DNA bindingBenign C=0, T=27 C=0.0, T=1.0 0.00001 378.79 27 C=0/0, T=8/19

chr1:42048745 C/C T C SNV HIVEP3 HIVEP3:exonic:NM_001127714.2 1 100 3 missense NM_001127714.2c.1724A>G p.His575Arg 1.67 29 0 0.17(COSM4143960)Zinc finger, C2H2 typers2810566 0 9.998E-1;1.156E-4 (pos.42048745)neoplasm Human immunodeficiency virus type 1 enhancer-binding protein 3DNA binding transcription factor activity,cytoplasm,metal ion binding,multicellular organism development,nucleus,positive regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,skeletal muscle cell differentiation,transcription from RNA polymerase II promoter,transcription regulatory region DNA bindingT=0, C=65 T=0.0, C=1.0 0.00001 995.524 65 T=0/0, C=33/32

chr16:88792097 G/G A G SNV PIEZO1 PIEZO1:intronic:NM_001142864.3 1 100 intronic NM_001142864.3c.3969-5T>Cp.? -1.04 0.03(COSM3765946)Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs4782429,rs893432685 0.1125 YES 9.407E-1 (pos.88792097) hepatocellular_carcinomaPIEZO1 ion channelcation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,ion transmembrane transport,lamellipodium membrane,mechanically-gated ion channel activity,plasma membrane,positive regulation of cell-cell adhesion mediated by integrin,positive regulation of integrin activation,regulation of membrane potentialAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaBenign A=0, G=87 A=0.0, G=1.0 0.00001 1429.57 87 A=0/0, G=43/44

chr16:88799238 C/C T C SNV

LOC100289

580,PIEZO1 PIEZO1:intronic:NM_001142864.3, LOC100289580:intronic_nc:NR_103774.11
100

intronic NM_001142864.3, NR_103774.1c.2665-98A>Gp.? -1.41 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs3214053 YES PIEZO1 ion channelcation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,ion transmembrane transport,lamellipodium membrane,mechanically-gated ion channel activity,plasma membrane,positive regulation of cell-cell adhesion mediated by integrin,positive regulation of integrin activation,regulation of membrane potentialAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaT=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=10/12

chr16:88804618 G/A G A SNV

LOC100289

580,PIEZO1 PIEZO1:intronic:NM_001142864.3, LOC100289580:exonic_nc:NR_103774.11
58.33

intronic NM_001142864.3, NR_103774.1c.848+17C>Tp.? -1.23 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs8060643 YES 5.533E-1 (pos.88804618) PIEZO1 ion channelcation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,ion transmembrane transport,lamellipodium membrane,mechanically-gated ion channel activity,plasma membrane,positive regulation of cell-cell adhesion mediated by integrin,positive regulation of integrin activation,regulation of membrane potentialAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaG=10, A=14 G=0.4167, A=0.5833 0.00001 135.326 24 G=2/8, A=5/9

chr16:88804924 T/T TC T INDEL

LOC100289

580,PIEZO1 PIEZO1:intronic:NM_001142864.3, LOC100289580:exonic_nc:NR_103774.11
100

intronic NM_001142864.3, NR_103774.1c.634+52GA>Ap.? 1.75, 0.0 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs34600315 YES PIEZO1 ion channelcation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,ion transmembrane transport,lamellipodium membrane,mechanically-gated ion channel activity,plasma membrane,positive regulation of cell-cell adhesion mediated by integrin,positive regulation of integrin activation,regulation of membrane potentialAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaTC=0, T=66 TC=0.0, T=1.0 0.00001 949.676 66 TC=0/0, T=37/29

chr1:42049032 A/A G A SNV HIVEP3 HIVEP3:exonic:NM_001127714.2 1 100 3 synonymous NM_001127714.2c.1437C>T p.(=) 0.32 0.54(COSM4143961)Zinc finger, C2H2 typers2984694 5.00E-04 YES 1.0 (pos.42049032) neoplasm Human immunodeficiency virus type 1 enhancer-binding protein 3DNA binding transcription factor activity,cytoplasm,metal ion binding,multicellular organism development,nucleus,positive regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,skeletal muscle cell differentiation,transcription from RNA polymerase II promoter,transcription regulatory region DNA bindingBenign G=0, A=46 G=0.0, A=1.0 0.00001 768.246 46 G=0/0, A=21/25

chr16:88808862 T/T C T SNV

LOC339059,

PIEZO1 LOC339059:upstream:NR_120387.1, PIEZO1:intronic:NM_001142864.31
100

intronic NM_001142864.3, NR_120387.1c.161-32G>Ap.? -1.99 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs7201439 0.1198 YES 9.604E-1 (pos.88808862) PIEZO1 ion channelcation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,ion transmembrane transport,lamellipodium membrane,mechanically-gated ion channel activity,plasma membrane,positive regulation of cell-cell adhesion mediated by integrin,positive regulation of integrin activation,regulation of membrane potentialAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaC=0, T=43 C=0.0, T=1.0 0.00001 704.902 43 C=0/0, T=12/31

chr2:234750831 C/C T C SNV HJURP HJURP:exonic:NM_018410.4 1 100 8 missense NM_018410.4c.595A>G p.Arg199Gly -1.03 1 125 0 0.01(COSM4001570)Centromere protein Scm3,Holliday junction recognition protein-associated repeat,Holliday junction regulator protein family C-terminal repeatrs3806589 0.3941 YES 7.487E-1 (pos.234750831)acute_myeloid_leukaemia,neoplasmHolliday junction recognition proteinCENP-A containing nucleosome assembly,DNA binding,cell cycle,chromosome segregation,chromosome, centromeric region,condensed chromosome kinetochore,cytosol,histone binding,identical protein binding,mitochondrion,nucleolus,nucleoplasm,nucleus,protein binding,regulation of DNA binding,regulation of protein complex assemblyAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=0, C=46 T=0.0, C=1.0 0.00001 768.313 46 T=0/0, C=30/16

chr6:29913042 T/T C T SNV HLA-A HLA-A:exonic:NM_001242758.1 1 100 7 synonymous NM_001242758.1c.1077C>T p.(=) 0.42 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs14288 0.1799 YES 9.899E-1 (pos.29913042) Major histocompatibility complex, class I, AAnkylosis;Arthritis;Autistic Disorder;Autoimmune Diseases;Blood Platelet Disorders;Blood Protein Disorders;Bone Diseases;Cardiovascular Diseases;Child Development Disorders, Pervasive;Chorioretinitis;Choroid Diseases;Choroiditis;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Drug-Induced Liver Injury;Erythema;Erythema Multiforme;Eye Diseases;Glioma;HIV Infections;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Joint Diseases;Liver Diseases;Lymphoproliferative Disorders;Mental Disorders;Mouth Diseases;Multiple Myeloma;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Plasma Cell;Nervous System Diseases;Neurodevelopmental Disorders;Neuroectodermal Tumors;Panuveitis;Paraproteinemias;Parapsoriasis3-Indolebutyric Acid,Coccidioides immitis spheruleC=0, T=76 C=0.0, T=1.0 0.00001 1209.6 76 C=0/0, T=35/41

chr16:8904877 T/TATG T TATG INDEL PMM2 PMM2:intronic:NM_000303.2 3 95.45 intronic NM_000303.2c.348-59T>TATGp.? 0.34 Eukaryotic phosphomannomutase,haloacid dehalogenase-like hydrolasers1054074206,rs1799772,rs34742119YES Phosphomannomutase 2GDP-mannose biosynthetic process,cytoplasm,cytosol,extracellular exosome,mannose metabolic process,neuronal cell body,nucleus,phosphomannomutase activity,protein N-linked glycosylation,protein binding,protein glycosylation,protein targeting to ERCarbohydrate Metabolism, Inborn Errors;Congenital Disorders of Glycosylation;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Glaucoma;Intellectual Disability;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic Diseases;Ocular HypertensionT=1, TATG=21T=0.0455, TATG=0.9545 0.00001 271.51 22 T=1/0, TATG=14/7

chr6:31237124 C/C T C SNV HLA-C HLA-C:exonic:NM_001243042.1 1 100 7 missense NM_001243042.1c.1087A>G p.Thr363Ala -2.37 1 58 0 0(COSM4160661),0(COSM4160662),0(COSM4160663)Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs1130838 0.3127 YES 8.068E-1 (pos.31237124) neoplasm Major histocompatibility complex, class I, CArthritis;Arthritis, Psoriatic;Bone Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Glioma;HIV Infections;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesT=0, C=21 T=0.0, C=1.0 0.00001 281.234 21 T=0/0, C=10/11

chr16:89167792 T/T C T SNV ACSF3 ACSF3:intronic:NM_001127214.3 1 100 intronic NM_001127214.3c.666+37C>Tp.? -2.47 AMP-binding enzyme,AMP-binding enzyme C-terminal domainrs8060043 0.2113 YES 4.888E-1 (pos.89167792) Acyl-CoA synthetase family member 3ATP binding,acid-thiol ligase activity,catalytic activity,fatty acid biosynthetic process,fatty acid metabolic process,long-chain fatty-acyl-CoA biosynthetic process,malonate catabolic process,malonyl-CoA synthetase activity,metabolic process,mitochondrial matrix,mitochondrion,very long-chain fatty acid-CoA ligase activityAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesC=0, T=55 C=0.0, T=1.0 0.00001 811.249 55 C=0/0, T=11/44

chr16:89168911 C/C T C SNV ACSF3 ACSF3:intronic:NM_001127214.3 1 100 intronic NM_001127214.3c.667-101T>Cp.? -1.19 AMP-binding enzyme,AMP-binding enzyme C-terminal domainrs7200676 YES Acyl-CoA synthetase family member 3ATP binding,acid-thiol ligase activity,catalytic activity,fatty acid biosynthetic process,fatty acid metabolic process,long-chain fatty-acyl-CoA biosynthetic process,malonate catabolic process,malonyl-CoA synthetase activity,metabolic process,mitochondrial matrix,mitochondrion,very long-chain fatty acid-CoA ligase activityAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesT=0, C=72 T=0.0, C=1.0 0.00001 1099.65 72 T=0/0, C=34/38

chr16:89168935 C/C G C SNV ACSF3 ACSF3:intronic:NM_001127214.3 1 100 intronic NM_001127214.3c.667-77G>Cp.? -2.53 AMP-binding enzyme,AMP-binding enzyme C-terminal domainrs4782458 YES Acyl-CoA synthetase family member 3ATP binding,acid-thiol ligase activity,catalytic activity,fatty acid biosynthetic process,fatty acid metabolic process,long-chain fatty-acyl-CoA biosynthetic process,malonate catabolic process,malonyl-CoA synthetase activity,metabolic process,mitochondrial matrix,mitochondrion,very long-chain fatty acid-CoA ligase activityAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesG=0, C=88 G=0.0, C=1.0 0.00001 1423.76 88 G=0/0, C=34/54

chr16:89168981 C/C T C SNV ACSF3 ACSF3:intronic:NM_001127214.3 1 100 intronic NM_001127214.3c.667-31T>Cp.? -0.02 AMP-binding enzyme,AMP-binding enzyme C-terminal domainrs4782457 0.2324 YES 4.695E-1 (pos.89168981) Acyl-CoA synthetase family member 3ATP binding,acid-thiol ligase activity,catalytic activity,fatty acid biosynthetic process,fatty acid metabolic process,long-chain fatty-acyl-CoA biosynthetic process,malonate catabolic process,malonyl-CoA synthetase activity,metabolic process,mitochondrial matrix,mitochondrion,very long-chain fatty acid-CoA ligase activityAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesT=0, C=88 T=0.0, C=1.0 0.00001 1447.34 88 T=0/0, C=26/62

chr16:89187378 C/C G C SNV ACSF3 ACSF3:intronic:NM_001127214.3 1 100 intronic NM_001127214.3c.1239+57G>Cp.? 0.67 AMP-binding enzyme,AMP-binding enzyme C-terminal domainrs3743983 YES Acyl-CoA synthetase family member 3ATP binding,acid-thiol ligase activity,catalytic activity,fatty acid biosynthetic process,fatty acid metabolic process,long-chain fatty-acyl-CoA biosynthetic process,malonate catabolic process,malonyl-CoA synthetase activity,metabolic process,mitochondrial matrix,mitochondrion,very long-chain fatty acid-CoA ligase activityAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesG=0, C=25 G=0.0, C=1.0 0.00001 351.684 25 G=0/0, C=3/22

chr6:31237162 G/G C G SNV HLA-C HLA-C:exonic:NM_001243042.1 1 100 7 missense NM_001243042.1c.1049G>C p.Cys350Ser -1.02 0.94 112 0 0.05(COSM4160664),0.05(COSM4160665),0.05(COSM4160666)Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs35708511 0.313 YES 8.069E-1 (pos.31237162) neoplasm Major histocompatibility complex, class I, CArthritis;Arthritis, Psoriatic;Bone Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Glioma;HIV Infections;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesC=0, G=22 C=0.0, G=1.0 0.00001 298.874 22 C=0/0, G=10/12

chr6:31238135 A/A G A SNV HLA-C HLA-C:exonic:NM_001243042.1 1 100 4 synonymous NM_001243042.1c.747C>T p.(=) -0.72 0.05(COSM4160722),0.05(COSM4160723),0.05(COSM4160724)Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs1050317 YES 7.586E-1 (pos.31238135) adenocarcinoma,neoplasm,squamous_cell_carcinomaMajor histocompatibility complex, class I, CArthritis;Arthritis, Psoriatic;Bone Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Glioma;HIV Infections;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesG=0, A=46 G=0.0, A=1.0 0.00001 768.313 46 G=0/0, A=19/27

chr6:31238138 T/T C T SNV HLA-C HLA-C:exonic:NM_001243042.1 1 100 4 synonymous NM_001243042.1c.744G>A p.(=) -0.11 0.08(COSM4160725),0.08(COSM4160726),0.08(COSM4160727)Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs1050320 YES 7.604E-1 (pos.31238138) adenocarcinoma,neoplasm,squamous_cell_carcinomaMajor histocompatibility complex, class I, CArthritis;Arthritis, Psoriatic;Bone Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Glioma;HIV Infections;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesC=0, T=45 C=0.0, T=1.0 0.00001 750.308 45 C=0/0, T=19/26

chr6:31238147 G/G C G SNV HLA-C HLA-C:exonic:NM_001243042.1 1 100 4 synonymous NM_001243042.1c.735G>C p.(=) -0.14 0.1(COSM3761845),0.1(COSM3761846),0.1(COSM3761847)Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs1050326,rs867627342 YES 2.178E-1;0.0 (pos.31238147)acute_myeloid_leukaemia,adenocarcinoma,neoplasm,squamous_cell_carcinomaMajor histocompatibility complex, class I, CArthritis;Arthritis, Psoriatic;Bone Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Glioma;HIV Infections;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesC=0, G=47 C=0.0, G=1.0 0.00001 789.328 47 C=0/0, G=19/28

chr6:31238230 CGGGA/CGGGAGGGGG CGGGA MNV HLA-C HLA-C:exonic:NM_001243042.1 5 100 4 missense NM_001243042.1c.648_652delCCCCCinsTCCCGp.Leu218Val -5.19, -0.28, 0.1, 0.36, -0.00.84 32 0 0(COSM4160731),0(COSM4160732),0(COSM4160733)Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs1050343,rs1050344,rs1050716,rs281860551,rs7968879860.3231 YES 1.04E-3 (pos.31238232),8.02E-1 (pos.31238234),8.041E-1;0.0 (pos.31238230)neoplasm Major histocompatibility complex, class I, CArthritis;Arthritis, Psoriatic;Bone Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Glioma;HIV Infections;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesGGGGG=0, CGGGA=52GGGGG=0.0, CGGGA=1.0 0.00001 761.514 52 GGGGG=0/0, CGGGA=20/32

chr6:31238259 T/T G T SNV HLA-C HLA-C:exonic:NM_001243042.1 1 100 4 missense NM_001243042.1c.623C>A p.Pro208His 0.63 0.73 77 0 0.03(COSM3252891),0.03(COSM3252892),0.03(COSM3252893),0.05(COSM1285387),0.05(COSM1285388),0.05(COSM5887319)Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs1131096 0.325 YES 8.036E-1;0.0 (pos.31238259)basal_cell_carcinoma,neuroblastoma,squamous_cell_carcinomaMajor histocompatibility complex, class I, CArthritis;Arthritis, Psoriatic;Bone Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Glioma;HIV Infections;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesG=0, T=53 G=0.0, T=1.0 0.00001 782.03 53 G=0/0, T=21/32

chr6:32904981 A/A G A SNV HLA-DMB HLA-DMB:exonic:NM_002118.4 1 100 3 missense NM_002118.4c.590C>T p.Thr197Ile -0.79 0.71 89 0 Class II histocompatibility antigen, beta domain,Immunoglobulin C1-set domain,Immunoglobulin domainrs1042337 0.2262 YES 6.737E-1 (pos.32904981) Major histocompatibility complex, class II, DM betaMHC class II protein complex,MHC class II protein complex assembly,MHC class II protein complex binding,antigen processing and presentation,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,immune response,integral component of membrane,late endosome membrane,lysosomal membrane,peptide antigen assembly with MHC class II protein complex,positive regulation of T cell activation via T cell receptor contact with antigen bound to MHC molecule on antigen presenting cell,positive regulation of T cell proliferation,protein bindingG=0, A=36 G=0.0, A=1.0 0.00001 563.744 36 G=0/0, A=24/12

chr16:89371827 A/A G A SNV ANKRD11 ANKRD11:intronic:NM_001256183.1 1 100 intronic NM_001256183.1c.88-75C>T p.? 1.36 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs3114912 YES Ankyrin repeat domain-containing protein 11bone development,cytosol,face morphogenesis,in utero embryonic development,multicellular organism growth,nucleoplasm,nucleus,odontogenesis of dentin-containing tooth,plasma membrane,skeletal system morphogenesis,tissue homeostasisAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Intellectual Disability;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesG=0, A=39 G=0.0, A=1.0 0.00001 623.98 39 G=0/0, A=30/9

chr16:89611199 G/A G A SNV SPG7 SPG7:intronic:NM_003119.3 1 57.89 intronic NM_003119.3c.1449+19G>Ap.? -0.67 AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA),FtsH Extracellular,Peptidase family M41rs79201073 0.0626 YES 3.139E-1 (pos.89611199) Paraplegin ATP binding,anterograde axonal transport,axon cytoplasm,integral component of membrane,m-AAA complex,metalloendopeptidase activity,mitochondrial calcium ion transmembrane transport,mitochondrial inner membrane,mitochondrial outer membrane permeabilization involved in programmed cell death,mitochondrial permeability transition pore complex,mitochondrion,nervous system development,peptidase activity,protein binding,proteolysis,regulation of mitochondrial membrane permeability,unfolded protein binding,zinc ion bindingCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Paralysis;Paraplegia;Peripheral Nervous System Diseases;Polyneuropathies;Spastic Paraplegia, HereditaryBenign G=32, A=44 G=0.4211, A=0.5789 0.00001 490.987 76 G=12/20, A=11/33

chr16:89613233 C/C A C SNV SPG7 SPG7:intronic:NM_003119.3 1 100 intronic NM_003119.3c.1552+65A>Cp.? -0.75 AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA),FtsH Extracellular,Peptidase family M41rs461405 YES Paraplegin ATP binding,anterograde axonal transport,axon cytoplasm,integral component of membrane,m-AAA complex,metalloendopeptidase activity,mitochondrial calcium ion transmembrane transport,mitochondrial inner membrane,mitochondrial outer membrane permeabilization involved in programmed cell death,mitochondrial permeability transition pore complex,mitochondrion,nervous system development,peptidase activity,protein binding,proteolysis,regulation of mitochondrial membrane permeability,unfolded protein binding,zinc ion bindingCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Paralysis;Paraplegia;Peripheral Nervous System Diseases;Polyneuropathies;Spastic Paraplegia, HereditaryA=0, C=36 A=0.0, C=1.0 0.00001 563.468 36 A=0/0, C=12/24

chr6:32713030 C/C T C SNV HLA-DQA2 HLA-DQA2:exonic:NM_020056.4 1 100 2 synonymous NM_020056.4c.177T>C p.(=) -1.84 0.01(COSM6353059)Class II histocompatibility antigen, alpha domain,Immunoglobulin C1-set domainrs3208181 0.43 YES 8.209E-1 (pos.32713030) carcinoma Major histocompatibility complex, class II, DQ alpha-2ER to Golgi transport vesicle membrane,Golgi membrane,MHC class II protein complex,MHC class II receptor activity,T cell costimulation,T cell receptor signaling pathway,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,clathrin-coated endocytic vesicle membrane,endocytic vesicle membrane,endosome membrane,immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,integral component of plasma membrane,interferon-gamma-mediated signaling pathway,lysosomal membrane,plasma membrane,trans-Golgi network membrane,transport vesicle membraneArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Digestive System Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Joint Diseases;Liver Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesInsulin Pork T=0, C=26 T=0.0, C=1.0 0.00001 371.408 26 T=0/0, C=17/9

chr16:89720409 A/A T A SNV CHMP1A CHMP1A:intronic:NM_002768.4 1 100 intronic NM_002768.4c.8-78A>T p.? -0.08 Snf7 rs258338 0.0013 YES CHMP family, member 1AESCRT III complex,ESCRT III complex disassembly,cell division,cell separation after cytokinesis,condensed nuclear chromosome,early endosome,endomembrane system,extracellular exosome,gene silencing,identical protein binding,intracellular,metallopeptidase activity,microtubule organizing center,mitotic chromosome condensation,mitotic metaphase plate congression,multivesicular body assembly,negative regulation of transcription by glucose,negative regulation of transcription, DNA-templated,nuclear matrix,nucleus organization,protein binding,protein domain specific binding,protein homodimerization activity,protein transport,proteolysis,regulation of centrosome duplication,regulation of mitotic spindle assembly,transcription, DNA-templated,vacuolar transport,vesicle-mediated transport,viral budding via host ESCRT complex,zinc ion bindingT=0, A=44 T=0.0, A=1.0 0.00001 726.568 44 T=0/0, A=30/14

chr16:89836507 C/C T C SNV FANCA FANCA:intronic:NM_000135.3 1 100 intronic NM_000135.3c.2316+67A>Gp.? -0.16 Fanconi anaemia group A protein,Fanconi anaemia group A protein N terminusrs386794147,rs7200990 YES 9.997E-1 (pos.89836507) Fanconi anemia, complementation group ADNA repair,Fanconi anaemia nuclear complex,cytoplasm,female gonad development,interstrand cross-link repair,male gonad development,male meiotic nuclear division,nucleoplasm,nucleus,protein binding,protein complex assembly,regulation of CD40 signaling pathway,regulation of DNA binding transcription factor activity,regulation of cell proliferation,regulation of inflammatory response,regulation of regulatory T cell differentiationAdenocarcinoma;Anemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Marrow Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Fanconi Anemia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Head and Neck Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Hyperpigmentation;Hypopigmentation;Male Urogenital Diseases;Melanosis;Metabolic Diseases;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutritional and Metabolic Diseases;Pigmentation Disorders;Salivary Gland Diseases;Salivary Gland Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;VitiligoT=0, C=30 T=0.0, C=1.0 0.00001 446.321 30 T=0/0, C=8/22

chr6:32714175 C/T C T SNV HLA-DQA2 HLA-DQA2:utr_3:NM_020056.4 1 95.38 4 utr_3 NM_020056.4c.772C>T p.? -2.85 Class II histocompatibility antigen, alpha domain,Immunoglobulin C1-set domainrs2071799 0.479 YES 6.336E-1 (pos.32714175) Major histocompatibility complex, class II, DQ alpha-2ER to Golgi transport vesicle membrane,Golgi membrane,MHC class II protein complex,MHC class II receptor activity,T cell costimulation,T cell receptor signaling pathway,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,clathrin-coated endocytic vesicle membrane,endocytic vesicle membrane,endosome membrane,immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,integral component of plasma membrane,interferon-gamma-mediated signaling pathway,lysosomal membrane,plasma membrane,trans-Golgi network membrane,transport vesicle membraneArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Digestive System Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Joint Diseases;Liver Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesInsulin Pork C=3, T=62 C=0.0462, T=0.9538 0.00001 904.77 65 C=0/3, T=21/41

chr16:90075412 C/C T C SNV DBNDD1 DBNDD1:intronic:NM_024043.3 1 100 intronic NM_024043.3c.239-80A>Gp.? 0.38 Dysbindin (Dystrobrevin binding protein 1)rs2241084 YES cytoplasm,neuron projection development,synaptic vesicle membraneT=0, C=29 T=0.0, C=1.0 0.00001 427.543 29 T=0/0, C=24/5

chr6:32629802 A/G A G SNV HLA-DQB1 HLA-DQB1:exonic:NM_002123.4 1 53.33 3 synonymous NM_002123.4c.603T>C p.(=) -1.52 Class II histocompatibility antigen, beta domain,Immunoglobulin C1-set domainrs1049092 0.4038 YES 7.327E-1 (pos.32629802) Major histocompatibility complex, class II, DQ beta-1ER to Golgi transport vesicle membrane,Golgi membrane,MHC class II protein complex,MHC class II receptor activity,T cell costimulation,T cell receptor signaling pathway,antigen processing and presentation,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,clathrin-coated endocytic vesicle membrane,endocytic vesicle membrane,endosome membrane,humoral immune response mediated by circulating immunoglobulin,immune response,immunoglobulin production involved in immunoglobulin mediated immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,interferon-gamma-mediated signaling pathway,lysosomal membrane,membrane,metal ion binding,peptide antigen binding,plasma membrane,trans-Golgi network membrane,transport vesicle membraneAngioedema;Asthma;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Bronchial Diseases;Cardiovascular Diseases;Celiac Disease;Central Nervous System Diseases;Central Nervous System Infections;Connective Tissue Diseases;Creutzfeldt-Jakob Syndrome;Deglutition Disorders;Dementia;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Dermatitis;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Disorders of Excessive Somnolence;Drug Eruptions;Drug Hypersensitivity;Drug-Induced Liver Injury;Dyssomnias;Endocrine System Diseases;Esophageal Achalasia;Esophageal Diseases;Esophageal Motility Disorders;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Glomerulonephritis;Glomerulonephritis, IGA;Glucose Metabolism Disorders;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Intestinal Diseases;Kidney Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Malabsorption SyndrInsulin Pork A=21, G=24 A=0.4667, G=0.5333 0.00001 276.154 45 A=21/0, G=20/4

chr16:90141477 G/G T G SNV PRDM7 PRDM7:intronic:NM_001098173.1 1 100 intronic NM_001098173.1c.194-46A>Cp.? -0.42 KRAB box,SSXRD motifrs7196459 0.081 YES 1.0 (pos.90141477) chromosome,histone lysine methylation,histone-lysine N-methyltransferase activity,intracellular,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templatedT=0, G=68 T=0.0, G=1.0 0.00001 1057.45 68 T=0/0, G=30/38

chr16:9014350 C/C T C SNV USP7 USP7:intronic:NM_003470.2 1 100 intronic NM_003470.2c.523-46A>Gp.? 0.17 ICP0-binding domain of Ubiquitin-specific protease 7,MATH domain,Ubiquitin carboxyl-terminal hydrolase,Ubiquitin-specific protease C-terminalrs1677470 2.00E-04 1.0 (pos.9014350) Ubiquitin-specific protease-7, herpes virus-associatedPML body,chromosome,cysteine-type endopeptidase activity,cytosol,histone H2B conserved C-terminal lysine deubiquitination,maintenance of DNA methylation,monoubiquitinated protein deubiquitination,multicellular organism development,negative regulation of NF-kappaB transcription factor activity,nuclear body,nucleoplasm,nucleus,p53 binding,protein C-terminus binding,protein binding,protein deubiquitination,protein stabilization,protein ubiquitination,regulation of DNA binding transcription factor activity,regulation of telomere capping,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,transcription factor binding,transcription-coupled nucleotide-excision repair,ubiquitin protein ligase binding,ubiquitin-dependent protein catabolic process,viral processFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=46 T=0.0, C=1.0 0.00001 728.053 46 T=0/0, C=19/27

chr17:10216442 A/A C A SNV MYH13 MYH13:intronic:NM_003802.2 1 100 intronic NM_003802.2c.4181+33G>Tp.? -0.13 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs4239113 0.2906 YES 5.191E-1 (pos.10216442) Myosin, heavy polypeptide 13, skeletal muscleATP binding,actin filament binding,calmodulin binding,extracellular exosome,microfilament motor activity,muscle contraction,muscle myosin complex,myofibril,myosin filamentArthritis;Joint Diseases;Musculoskeletal Diseases;Osteoarthritis;Rheumatic DiseasesC=0, A=37 C=0.0, A=1.0 0.00001 558.289 37 C=0/0, A=28/9

chr17:10219366 T/T C T SNV MYH13 MYH13:intronic:NM_003802.2 1 100 intronic NM_003802.2c.3739-24G>Ap.? -1.24 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs2240577 0.2174 YES 8.345E-1 (pos.10219366) Myosin, heavy polypeptide 13, skeletal muscleATP binding,actin filament binding,calmodulin binding,extracellular exosome,microfilament motor activity,muscle contraction,muscle myosin complex,myofibril,myosin filamentArthritis;Joint Diseases;Musculoskeletal Diseases;Osteoarthritis;Rheumatic DiseasesC=0, T=37 C=0.0, T=1.0 0.00001 583.704 37 C=0/0, T=12/25

chr6:32725062 A/A T A SNV HLA-DQB2 HLA-DQB2:exonic:NM_001198858.1 1 100 4 synonymous NM_001198858.1c.666A>T p.(=) -1.38 0.04(COSM3761954),0.04(COSM4594621)CD80-like C2-set immunoglobulin domain,Class II histocompatibility antigen, beta domain,Immunoglobulin C1-set domainrs3213484 YES 8.004E-1 (pos.32725062) adenocarcinoma,squamous_cell_carcinomaMajor histocompatibility complex, class II, DQ beta-2ER to Golgi transport vesicle membrane,Golgi membrane,MHC class II protein complex,MHC class II receptor activity,T cell costimulation,T cell receptor signaling pathway,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,clathrin-coated endocytic vesicle membrane,endocytic vesicle membrane,endosome membrane,immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,interferon-gamma-mediated signaling pathway,lysosomal membrane,plasma membrane,trans-Golgi network membrane,transport vesicle membraneAutoimmune Diseases;Connective Tissue Diseases;Digestive System Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Liver Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesT=0, A=45 T=0.0, A=1.0 0.00001 743.481 45 T=0/0, A=27/18

chr17:10249888 GA/GA G GA INDEL MYH13 MYH13:intronic:NM_003802.2 1 100 intronic NM_003802.2c.1263+109C>TCp.? -0.84 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs34168540,rs397767538,rs869188632YES Myosin, heavy polypeptide 13, skeletal muscleATP binding,actin filament binding,calmodulin binding,extracellular exosome,microfilament motor activity,muscle contraction,muscle myosin complex,myofibril,myosin filamentArthritis;Joint Diseases;Musculoskeletal Diseases;Osteoarthritis;Rheumatic DiseasesG=0, GA=46 G=0.0, GA=1.0 0.00001 546.611 46 G=0/0, GA=27/19

chr6:32726838 T/T C T SNV HLA-DQB2 HLA-DQB2:exonic:NM_001198858.1 1 100 3 synonymous NM_001198858.1c.435G>A p.(=) -4.54 0.01(COSM4161033),0.01(COSM4161034)CD80-like C2-set immunoglobulin domain,Class II histocompatibility antigen, beta domain,Immunoglobulin C1-set domainrs17850863 YES 8.281E-1 (pos.32726838) neoplasm,squamous_cell_carcinomaMajor histocompatibility complex, class II, DQ beta-2ER to Golgi transport vesicle membrane,Golgi membrane,MHC class II protein complex,MHC class II receptor activity,T cell costimulation,T cell receptor signaling pathway,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,clathrin-coated endocytic vesicle membrane,endocytic vesicle membrane,endosome membrane,immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,interferon-gamma-mediated signaling pathway,lysosomal membrane,plasma membrane,trans-Golgi network membrane,transport vesicle membraneAutoimmune Diseases;Connective Tissue Diseases;Digestive System Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Liver Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesC=0, T=52 C=0.0, T=1.0 0.00001 766.962 52 C=0/0, T=31/21

chr6:32731258 A/A G A SNV HLA-DQB2 HLA-DQB2:utr_5:NM_001198858.1 1 100 1 utr_5 NM_001198858.1c.-11C>T p.? -0.64 CD80-like C2-set immunoglobulin domain,Class II histocompatibility antigen, beta domain,Immunoglobulin C1-set domainrs1573649 YES 7.408E-1;0.0 (pos.32731258) Major histocompatibility complex, class II, DQ beta-2ER to Golgi transport vesicle membrane,Golgi membrane,MHC class II protein complex,MHC class II receptor activity,T cell costimulation,T cell receptor signaling pathway,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,clathrin-coated endocytic vesicle membrane,endocytic vesicle membrane,endosome membrane,immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,interferon-gamma-mediated signaling pathway,lysosomal membrane,plasma membrane,trans-Golgi network membrane,transport vesicle membraneAutoimmune Diseases;Connective Tissue Diseases;Digestive System Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Liver Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=10/10

chr6:30458064 A/A G A SNV HLA-E HLA-E:exonic:NM_005516.5 1 100 3 missense NM_005516.5c.382G>A p.Gly128Arg 0.81 0.05 125 0.552 CD80-like C2-set immunoglobulin domain,Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs1264457 0.4323 YES 3.904E-1 (pos.30458064) Major histocompatibility complex, class I, ECD8-positive, alpha-beta T cell activation,ER to Golgi transport vesicle membrane,Golgi membrane,MHC class I protein binding,MHC class I protein complex,MHC class Ib protein complex,T cell receptor binding,adaptive immune response,antibacterial humoral response,antigen processing and presentation of endogenous peptide antigen via MHC class Ib,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-independent,antigen processing and presentation of peptide antigen via MHC class I,beta-2-microglobulin binding,cell surface,defense response to Gram-positive bacterium,early endosome membrane,extracellular exosome,immune response,innate immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,interferon-gamma-mediated signaling pathway,natural killer cell lectin-like receptor binding,peptide antigen binding,phagocytic vesicle membranParapsoriasis;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue DiseasesG=0, A=26 G=0.0, A=1.0 0.00001 371.419 26 G=0/0, A=11/15

chr17:10426343 C/T C T SNV

MYH2,MYHA

S MYH2:intronic:NM_001100112.1, MYHAS:intronic_nc:NR_125367.1 1
45.45

intronic NR_125367.1, NM_001100112.1c.5673+64G>Ap.? -0.25 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs7223755 YES Myosin, heavy polypeptide-2, skeletal muscle, adultA band,ATP binding,Fc-gamma receptor signaling pathway involved in phagocytosis,Golgi apparatus,actin filament binding,actomyosin contractile ring,calmodulin binding,cell-cell junction,cytosol,microfilament motor activity,motor activity,muscle contraction,muscle filament sliding,muscle myosin complex,myofibril,myosin complex,myosin filament,plasma membrane repair,protein binding,protein complex,response to activity,sarcomereContracture;Cranial Nerve Diseases;Eye Diseases;Joint Diseases;Muscular Diseases;Musculoskeletal Diseases;Myositis;Myositis, Inclusion Body;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;ParalysisC=12, T=10 C=0.5455, T=0.4545 0.00001 81.7619 22 C=8/4, T=7/3

chr6:29693011 T/T C T SNV HLA-F HLA-F:exonic:NM_001098479.1 1 100 4 missense NM_001098479.1c.814C>T p.Pro272Ser -0.02 1 74 0 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domainrs1736924 0.1839 YES 9.86E-1 (pos.29693011) Major histocompatibility complex, class I, FER to Golgi transport vesicle membrane,Golgi membrane,MHC class I protein complex,TAP1 binding,TAP2 binding,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-independent,antigen processing and presentation of peptide antigen via MHC class I,cell surface,early endosome membrane,endoplasmic reticulum,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,interferon-gamma-mediated signaling pathway,membrane,peptide antigen binding,phagocytic vesicle membrane,plasma membrane,protein binding,receptor binding,recycling endosome membrane,regulation of immune response,type I interferon signaling pathwayAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesC=0, T=63 C=0.0, T=1.0 0.00001 958.767 63 C=0/0, T=12/51

chr17:10595024 C/T C T SNV SCO1 SCO1:intronic:NM_004589.3 1 50 intronic NM_004589.3c.655+165G>Ap.? -0.81 AhpC/TSA family,SCO1/SenCrs2254730 YES SCO1 cytochrome c oxidase assembly proteincellular copper ion homeostasis,copper ion binding,copper ion transport,generation of precursor metabolites and energy,host cell mitochondrial intermembrane space,mitochondrial inner membrane,mitochondrial respiratory chain complex IV assembly,mitochondrion,myofibril,negative regulation of proteasomal protein catabolic process,protein binding,respiratory chain complex IV assemblyBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cytochrome-c Oxidase Deficiency;Digestive System Diseases;Genetic Diseases, Inborn;Heart Diseases;Hepatic Insufficiency;Liver Diseases;Liver Failure;Liver Failure, Acute;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Nervous System Diseases;Nutritional and Metabolic DiseasesC=12, T=12 C=0.5, T=0.5 0.00001 106.709 24 C=8/4, T=9/3

chr6:29797696 A/G A G SNV HLA-G HLA-G:exonic:NM_002127.5 1 53.49 6 synonymous NM_002127.5c.999A>G p.(=) 0.03 0(COSM4003862)Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domainrs1130363 0.4926 YES 6.083E-1 (pos.29797696) acute_myeloid_leukaemiaHLA-G histocompatibility antigen, class IER to Golgi transport vesicle membrane,Golgi membrane,MHC class I protein complex,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-independent,antigen processing and presentation of peptide antigen via MHC class I,cellular defense response,early endosome membrane,extracellular region,identical protein binding,immune response-inhibiting cell surface receptor signaling pathway,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,interferon-gamma-mediated signaling pathway,membrane,negative regulation of T cell proliferation,negative regulation of dendritic cell differentiation,negative regulation of immune response,peptide antigen binding,phagocytic vesicle membrane,plasma membrane,positive regulation of T cell tolerance induction,positive regulation of interleukin-12 production,positive regulation of regulatory T cell differentiationAsthma;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Respiratory Hypersensitivity;Respiratory Tract DiseasesA=20, G=23 A=0.4651, G=0.5349 0.00001 264.514 43 A=17/3, G=15/8

chr17:11511412 G/G A G SNV DNAH9 DNAH9:intronic:NM_001372.3 1 100 intronic NM_001372.3c.418-34A>Gp.? -0.77 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs386795400,rs47921561.00E-04 9.999E-1 (pos.11511412) Dynein, axonemal, heavy chain 9ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cell projection organization,cilium movement,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule motor activity,microtubule-based movement,motile ciliumA=0, G=60 A=0.0, G=1.0 0.00001 903.519 60 A=0/0, G=26/34

chr3:148786108 T/T C T SNV HLTF HLTF:exonic:NM_003071.3 1 100 8 synonymous NM_003071.3c.909G>A p.(=) -0.14 0.25(COSM1130320)HIRAN domain,Helicase conserved C-terminal domain,RING-type zinc-finger,SNF2 family N-terminal domain,Zinc finger, C3HC4 type (RING finger)rs812249 0.2877 YES 7.047E-1 (pos.148786108)adenocarcinoma ATP binding,ATPase activity,DNA binding,RNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,covalent chromatin modification,cytoplasm,helicase activity,hydrolase activity, acting on acid anhydrides, in phosphorus-containing anhydrides,membrane,nucleic acid binding,nucleolus,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein ubiquitination,regulation of transcription, DNA-templated,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific binding,ubiquitin protein ligase activity,ubiquitin protein ligase binding,zinc ion bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nephritis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, T=23 C=0.0, T=1.0 0.00001 316.748 23 C=0/0, T=11/12

chr1:221057646 T/T C T SNV HLX HLX:exonic:NM_021958.3 1 100 4 missense NM_021958.3c.1067C>T p.Pro356Leu 0.96 0 98 0.069 0.6(COSM3746803)Homeobox domainrs2738755 0.3508 YES 6.578E-2;0.0 (pos.221057646)adenocarcinoma,carcinoma,hepatocellular_carcinoma,neoplasmcell differentiation,embryonic digestive tract morphogenesis,enteric nervous system development,liver development,multicellular organism development,negative regulation of T-helper 2 cell differentiation,nucleus,positive regulation of T-helper 1 cell differentiation,positive regulation of cell proliferation,positive regulation of organ growth,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,skeletal muscle tissue development,transcription, DNA-templatedC=0, T=34 C=0.0, T=1.0 0.00001 528.784 34 C=0/0, T=16/18

chr1:221057739 G/G C G SNV HLX HLX:exonic:NM_021958.3 1 100 4 missense NM_021958.3c.1160C>G p.Ala387Gly 1.08 0 60 0.012 0.83(COSM4143359)Homeobox domainrs11578466 0.1497 YES 3.475E-4 (pos.221057739)neoplasm,rhabdomyosarcomacell differentiation,embryonic digestive tract morphogenesis,enteric nervous system development,liver development,multicellular organism development,negative regulation of T-helper 2 cell differentiation,nucleus,positive regulation of T-helper 1 cell differentiation,positive regulation of cell proliferation,positive regulation of organ growth,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,skeletal muscle tissue development,transcription, DNA-templatedC=0, G=95 C=0.0, G=1.0 0.00001 1342.36 95 C=0/0, G=50/45

chr1:186101539 G/G A G SNV HMCN1 HMCN1:exonic:NM_031935.2 1 100 86 missense NM_031935.2c.13310A>Gp.Gln4437Arg 8.54 43 0.735 1(COSM3750699)Calcium-binding EGF domain,Complement Clr-like EGF-like,G2F domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Thrombospondin type 1 domainrs10911825 0.2626 YES 6.292E-1 (pos.186101539)adenocarcinomaHemicentin (fibulin 6)basement membrane,calcium ion binding,cell cortex,cell cycle,cell division,cell junction,cleavage furrow,extracellular exosome,extracellular matrix,response to stimulus,visual perceptionEye Diseases;Macular Degeneration;Retinal Degeneration;Retinal DiseasesLikely benign A=0, G=24 A=0.0, G=1.0 0.00001 334.785 24 A=0/0, G=9/15

chr1:186113727 G/A G A SNV HMCN1 HMCN1:exonic:NM_031935.2 1 50 91 missense NM_031935.2c.14158G>Ap.Ala4720Thr 0.5 58 0 0.03(COSM3689203)Calcium-binding EGF domain,Complement Clr-like EGF-like,G2F domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Thrombospondin type 1 domainrs6693069 0.0158 YES 1.702E-2 (pos.186113727)adenocarcinomaHemicentin (fibulin 6)basement membrane,calcium ion binding,cell cortex,cell cycle,cell division,cell junction,cleavage furrow,extracellular exosome,extracellular matrix,response to stimulus,visual perceptionEye Diseases;Macular Degeneration;Retinal Degeneration;Retinal DiseasesLikely benign G=26, A=26 G=0.5, A=0.5 0.00001 256.251 52 G=20/6, A=13/13

chr17:11894195 T/T C T SNV ZNF18 ZNF18:intronic:NM_144680.3 1 100 intronic NM_144680.3c.577+96G>Ap.? -0.95 C2H2-type zinc finger,KRAB box,SCAN domain,Zinc finger, C2H2 type,zinc-finger of a C2HC-typers35075542 YES Zinc finger protein-18 (KOX11)DNA binding,DNA binding transcription factor activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=32 C=0.0, T=1.0 0.00001 485.14 32 C=0/0, T=28/4

chr1:185958737 A/G A G SNV HMCN1 HMCN1:exonic:NM_031935.2 1 45.45 21 missense NM_031935.2c.3166A>G p.Thr1056Ala 3.5 58 0 0.09(COSM3689196)Calcium-binding EGF domain,Complement Clr-like EGF-like,G2F domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Thrombospondin type 1 domainrs7539719 0.0214 YES 5.113E-3 (pos.185958737)adenocarcinomaHemicentin (fibulin 6)basement membrane,calcium ion binding,cell cortex,cell cycle,cell division,cell junction,cleavage furrow,extracellular exosome,extracellular matrix,response to stimulus,visual perceptionEye Diseases;Macular Degeneration;Retinal Degeneration;Retinal DiseasesLikely benign A=12, G=10 A=0.5455, G=0.4545 0.00001 81.7625 22 A=9/3, G=5/5

chr17:12905743 G/A G A SNV ELAC2 ELAC2:intronic:NM_001165962.1 1 51.85 intronic NM_001165962.1c.1098+15C>Tp.? -1.54 Beta-lactamase superfamily domain,tRNase Z endonucleasers55825263 0.297 YES 3.687E-2 (pos.12905743) elaC, E. coli, homolog 23'-tRNA processing endoribonuclease activity,RNA binding,metal ion binding,mitochondrial matrix,mitochondrial nucleoid,mitochondrial tRNA 3'-trailer cleavage, endonucleolytic,mitochondrial tRNA processing,mitochondrion,nucleoplasm,nucleus,tRNA 3'-end processing,tRNA processing,tRNA-specific ribonuclease activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsBenign G=13, A=14 G=0.4815, A=0.5185 0.00001 132.666 27 G=7/6, A=5/9

chr17:12916606 A/G A G SNV ELAC2 ELAC2:intronic:NM_001165962.1 1 45.83 intronic NM_001165962.1c.491-14T>Cp.? 0.26 Beta-lactamase superfamily domain,tRNase Z endonucleasers74556312 0.1257 YES 2.417E-4 (pos.12916606) elaC, E. coli, homolog 23'-tRNA processing endoribonuclease activity,RNA binding,metal ion binding,mitochondrial matrix,mitochondrial nucleoid,mitochondrial tRNA 3'-trailer cleavage, endonucleolytic,mitochondrial tRNA processing,mitochondrion,nucleoplasm,nucleus,tRNA 3'-end processing,tRNA processing,tRNA-specific ribonuclease activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsBenign A=26, G=22 A=0.5417, G=0.4583 0.00001 240.97 48 A=17/9, G=4/18

chr17:13905 A/A G A SNV DOC2B DOC2B:intronic:NM_003585.4 1 100 intronic NM_003585.4c.528+16C>Tp.? 0.62 C2 domain rs6565705 0.2121 YES 8.578E-1 (pos.13905) Double C2-like domain-containing protein, betaSNARE complex,calcium ion binding,calcium ion-regulated exocytosis of neurotransmitter,calcium-dependent phospholipid binding,clathrin binding,cytoplasm,exocytic vesicle,plasma membrane,positive regulation of calcium ion-dependent exocytosis,positive regulation of insulin secretion,positive regulation of vesicle fusion,presynapse,protein localization,regulation of calcium ion-dependent exocytosis,syntaxin binding,vesicle fusionG=0, A=41 G=0.0, A=1.0 0.00001 655.094 41 G=0/0, A=28/13

chr17:1410441 C/T C T SNV INPP5K INPP5K:intronic:NM_016532.3 1 59.18 intronic NM_016532.3c.667-58G>Ap.? -0.1 Endonuclease/Exonuclease/phosphatase familyrs35417891 YES Inositol polyphosphate-5-phosphatase KG-protein coupled receptor signaling pathway,actin cytoskeleton organization,cellular response to cAMP,cellular response to epidermal growth factor stimulus,cellular response to hormone stimulus,cellular response to insulin stimulus,cellular response to tumor necrosis factor,cytoplasm,cytosol,dephosphorylation,endoplasmic reticulum,glucose homeostasis,hydrolase activity,in utero embryonic development,inositol bisphosphate phosphatase activity,inositol phosphate dephosphorylation,inositol trisphosphate phosphatase activity,inositol-1,3,4,5-tetrakisphosphate 5-phosphatase activity,inositol-1,4,5-trisphosphate 5-phosphatase activity,inositol-polyphosphate 5-phosphatase activity,lipid phosphatase activity,membrane,negative regulation by host of viral transcription,negative regulation of MAP kinase activity,negative regulation of calcium ion transport,negative regulation of dephosphorylation,negative regulation of glucose transport,negative regulation of glycogen (starch) synthase activity,negative regulation of gC=20, T=29 C=0.4082, T=0.5918 0.00001 360.78 49 C=6/14, T=13/16

chr17:1489088 G/G C G SNV SLC43A2 SLC43A2:intronic:NM_152346.2 1 100 intronic NM_152346.2c.1217+119G>Cp.? -2.69 Major Facilitator Superfamilyrs4790208 YES 9.707E-1;0.0 (pos.1489088) Solute carrier family 43 (L-type amino acid transporter, member 2L-alpha-amino acid transmembrane transport,L-amino acid transmembrane transporter activity,amino acid transmembrane transporter activity,amino acid transport,integral component of membrane,integral component of plasma membrane,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membraneC=0, G=58 C=0.0, G=1.0 0.00001 867.254 58 C=0/0, G=46/12

chr17:1516480 C/C T C SNV SLC43A2 SLC43A2:intronic:NM_152346.2 1 100 intronic NM_152346.2c.501+9A>Gp.? -2.8 Major Facilitator Superfamilyrs386794447,rs72193692.00E-04 YES 9.997E-1 (pos.1516480) Solute carrier family 43 (L-type amino acid transporter, member 2L-alpha-amino acid transmembrane transport,L-amino acid transmembrane transporter activity,amino acid transmembrane transporter activity,amino acid transport,integral component of membrane,integral component of plasma membrane,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membraneT=0, C=27 T=0.0, C=1.0 0.00001 389.45 27 T=0/0, C=17/10

chr17:1519662 A/A G A SNV SLC43A2 SLC43A2:intronic:NM_152346.2 1 100 intronic NM_152346.2c.368+194C>Tp.? 0.12 Major Facilitator Superfamilyrs8065481 YES Solute carrier family 43 (L-type amino acid transporter, member 2L-alpha-amino acid transmembrane transport,L-amino acid transmembrane transporter activity,amino acid transmembrane transporter activity,amino acid transport,integral component of membrane,integral component of plasma membrane,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membraneG=0, A=33 G=0.0, A=1.0 0.00001 504.598 33 G=0/0, A=18/15

chr13:31036681 G/G A G SNV HMGB1 HMGB1:exonic:NM_002128.5 1 100 4 synonymous NM_002128.5c.465T>C p.(=) -0.41 HMG (high mobility group) box,HMG-box domainrs1929606 2.00E-04 1.0 (pos.31036681) High-mobility group box 1 (high-mobility group (nonhistone chromosomal) protein 1)C-X-C chemokine binding,DNA binding,DNA binding transcription factor activity,DNA binding, bending,DNA geometric change,DNA ligation involved in DNA repair,DNA polymerase binding,DNA recombination,DNA topological change,RAGE receptor binding,RNA binding,T-helper 1 cell activation,T-helper 1 cell differentiation,V(D)J recombination,activation of innate immune response,activation of protein kinase activity,apoptotic DNA fragmentation,apoptotic cell clearance,autophagy,base-excision repair,bubble DNA binding,calcium-dependent protein kinase regulator activity,cell surface,chemoattractant activity,chromatin assembly,condensed chromosome,cytokine activity,damaged DNA binding,dendritic cell chemotaxis,double-stranded DNA binding,double-stranded RNA binding,early endosome,endoplasmic reticulum-Golgi intermediate compartment,endothelial cell chemotaxis,endothelial cell proliferation,extracellular region,extracellular space,eye development,ficolin-1-rich granule lumen,four-way junction DNA binding,inflammatory responsBrain Diseases;Carcinoma;Carcinoma, Squamous Cell;Cardiovascular Diseases;Central Nervous System Diseases;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Heart Diseases;Liver Diseases;Lung Diseases;Lung Injury;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Reperfusion Injury;Respiratory Tract Diseases;Systemic Vasculitis;Vascular Diseases;VasculitisEthyl pyruvate A=0, G=39 A=0.0, G=1.0 0.00001 623.963 39 A=0/0, G=27/12

chr17:15604444 G/G A G SNV ZNF286A ZNF286A:intronic:NM_001130842.1 1 100 intronic NM_001130842.1c.38-22A>Gp.? 0.1 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers4792655 0.4845 YES 6.371E-1 (pos.15604444) DNA binding,DNA binding transcription factor activity,integral component of membrane,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=14/16

chr6:79944355 G/G T G SNV

HMGN3,HM

GN3-AS1 HMGN3-AS1:exonic_nc:NR_040671.1, HMGN3:utr_5:NM_001201363.11
100

1 utr_5 NM_001201363.1, NR_040671.1c.-78A>C p.? 1.59 HMG14 and HMG17rs9361504 0.0402 YES High-mobility group nucleosomal binding protein 3 (thyroid hormone receptor interactor 7)biological_process,chromatin,covalent chromatin modification,cytosol,nucleoplasm,nucleosomal DNA binding,nucleus,positive regulation of DNA binding transcription factor activity,positive regulation of transcription from RNA polymerase II promoter,regulation of insulin secretion involved in cellular response to glucose stimulus,thyroid hormone receptor bindingT=0, G=37 T=0.0, G=1.0 0.00001 583.679 37 T=0/0, G=14/23

chr17:15905190 G/G A G SNV TTC19 TTC19:intronic:NM_017775.3 1 100 intronic NM_017775.3c.313-39A>Gp.? -0.07 Anaphase-promoting complex subunit 5,Tetratricopeptide repeatrs3760298 0.4641 YES 1.531E-1 (pos.15905190) Tetratricopeptide repeat domain 19centrosome,cytokinesis,midbody,mitochondrial inner membrane,mitochondrial respiratory chain complex III assembly,mitochondrion,oxidation-reduction process,protein binding,respiratory chainFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gait Disorders, Neurologic;Genital Diseases, Female;Genital Diseases, Male;Infertility;Male Urogenital Diseases;Nervous System Diseases;Neurodegenerative Diseases;Neurologic ManifestationsA=0, G=32 A=0.0, G=1.0 0.00001 474.154 32 A=0/0, G=24/8

chr17:15961951 G/G A G SNV NCOR1 NCOR1:intronic:NM_006311.3 1 100 intronic NM_006311.3c.5882-38T>Cp.? -0.48 G-protein pathway suppressor 2-interacting domain,Myb-like DNA-binding domainrs2157991 0.435 YES 2.136E-1 (pos.15961951) Nuclear receptor corepressor 1DNA binding,RNA polymerase II activating transcription factor binding,Sin3 complex,circadian rhythm,covalent chromatin modification,cytosol,histone deacetylase binding,histone deacetylase complex,ligand-dependent nuclear receptor binding,membrane,negative regulation of JNK cascade,negative regulation of production of miRNAs involved in gene silencing by miRNA,negative regulation of transcription from RNA polymerase II promoter,nuclear chromatin,nuclear hormone receptor binding,nucleoplasm,nucleus,protein binding,regulation of fatty acid transport,regulation of glycolytic process by negative regulation of transcription from RNA polymerase II promoter,regulation of lipid metabolic process,regulation of lipid transport by negative regulation of transcription from RNA polymerase II promoter,spindle assembly,spindle microtubule,thyroid hormone receptor binding,transcription corepressor activity,transcription from RNA polymerase II promoter,transcription regulatory region DNA binding,transcriptional repressor complAstrocytoma;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Transitional Cell;Endocrine System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glioblastoma;Glioma;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Skin Diseases;Skin and Connective Tissue Diseases;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=49 A=0.0, G=1.0 0.00001 831.633 49 A=0/0, G=26/23

chr17:15961993 A/A T A SNV NCOR1 NCOR1:intronic:NM_006311.3 1 100 intronic NM_006311.3c.5882-80A>Tp.? -0.17 G-protein pathway suppressor 2-interacting domain,Myb-like DNA-binding domainrs2157990 YES Nuclear receptor corepressor 1DNA binding,RNA polymerase II activating transcription factor binding,Sin3 complex,circadian rhythm,covalent chromatin modification,cytosol,histone deacetylase binding,histone deacetylase complex,ligand-dependent nuclear receptor binding,membrane,negative regulation of JNK cascade,negative regulation of production of miRNAs involved in gene silencing by miRNA,negative regulation of transcription from RNA polymerase II promoter,nuclear chromatin,nuclear hormone receptor binding,nucleoplasm,nucleus,protein binding,regulation of fatty acid transport,regulation of glycolytic process by negative regulation of transcription from RNA polymerase II promoter,regulation of lipid metabolic process,regulation of lipid transport by negative regulation of transcription from RNA polymerase II promoter,spindle assembly,spindle microtubule,thyroid hormone receptor binding,transcription corepressor activity,transcription from RNA polymerase II promoter,transcription regulatory region DNA binding,transcriptional repressor complAstrocytoma;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Transitional Cell;Endocrine System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glioblastoma;Glioma;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Skin Diseases;Skin and Connective Tissue Diseases;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, A=47 T=0.0, A=1.0 0.00001 789.328 47 T=0/0, A=24/23

chr5:149406271 T/T C T SNV HMGXB3 HMGXB3:exonic:NM_014983.2 1 100 8 missense NM_014983.2c.1463C>T p.Ala488Val 0.41 1 64 0 0.4(COSM4407996)HMG (high mobility group) box,HMG-box domainrs6579767 0.1977 YES 7.403E-1 (pos.149406271)hepatocellular_carcinoma DNA binding,biological_process,cellular_component,kinase activity,nucleus,phosphorylationC=0, T=29 C=0.0, T=1.0 0.00001 427.592 29 C=0/0, T=23/6

chr22:35660875 T/T G T SNV HMGXB4 HMGXB4:exonic:NM_001003681.2 1 100 5 missense NM_001003681.2c.494G>T p.Gly165Val 1.07 0.15 109 0.012 Domain of unknown function (DUF4171),HMG (high mobility group) box,HMG-box domainrs1053593 0.3445 YES 5.431E-1;0.0 (pos.35660875) HMG box domain-containing 4DNA binding,NURF complex,Wnt signaling pathway,endosome to lysosome transport,negative regulation of Wnt signaling pathwayG=0, T=70 G=0.0, T=1.0 0.00001 1096.29 70 G=0/0, T=48/22

chr5:162890953 A/A G A SNV HMMR HMMR:exonic:NM_001142556.1 1 100 2 synonymous NM_001142556.1c.138G>A p.(=) -0.96 0.01(COSM4594960)Hyaluronan mediated motility receptor C-terminal,Hyaluronan mediated motility receptor N-terminalrs380101,rs758820243 0.0 (pos.162890950),1.0 (pos.162890953)squamous_cell_carcinomaHyaluronan-mediated motility receptor (RHAMM)cell surface,cytosol,hyaluronan catabolic process,hyaluronic acid binding,membrane,plasma membrane,protein binding,regulation of G2/M transition of mitotic cell cycleAdnexal Diseases;Autoimmune Diseases;Bone Marrow Diseases;Breast Diseases;Breast Neoplasms;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Kidney Diseases;Leukemia;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Male Urogenital Diseases;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nephritis;Nervous System Diseases;Neuromuscular Diseases;Ovarian Cysts;Ovarian Diseases;Peripheral Nervous System Diseases;Polycystic Ovary Syndrome;Skin Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesHyaluronic acid G=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=12/17

chr12:121435342 C/T C T SNV HNF1A HNF1A:exonic:NM_000545.6 1 50 7 synonymous NM_000545.6c.1375C>T p.(=) 3.94 0.97(COSM3931546)Hepatocyte nuclear factor 1 (HNF-1), N terminus,Hepatocyte nuclear factor 1 (HNF-1), alpha isoform C terminus,Hepatocyte nuclear factor 1 (HNF-1), beta isoform C terminus,Homeobox domainrs2259820,rs544842497 0.3111 YES 0.0 (pos.121435341),4.947E-1 (pos.121435342)adenoma,carcinomaHNF1 homeobox BDNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,SMAD protein signal transduction,bile acid and bile salt transport,bile acid biosynthetic process,blastocyst development,bone resorption,cholesterol metabolic process,chromatin remodeling,cytoplasm,embryonic limb morphogenesis,endocrine pancreas development,fatty acid biosynthetic process,fatty acid transport,glucose homeostasis,glucose import,heme biosynthetic process,histone acetylation,insulin secretion,liver development,natural killer cell differentiation,negative regulation of transcription from RNA polymerase II promoter,nucleus,paraxial mesoderm formation,photoreceptor outer segment,placenta development,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription initiation from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,pronuclAdenocarcinoma;Adenoma;Autoimmune Diseases;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Diabetes Mellitus;Diabetes Mellitus, Type 1;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Hypoglycemia;Immune System Diseases;Kidney Diseases;Kidney Neoplasms;Liver Diseases;Liver Neoplasms;Male Urogenital Diseases;Metabolic Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutritional and Metabolic Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Vascular DiseasesNorleucine Benign/Likely benignC=11, T=11 C=0.5, T=0.5 0.00001 94.6062 22 C=4/7, T=7/4

chr17:1715435 A/A G A SNV SMYD4 SMYD4:intronic:NM_052928.2 1 100 intronic NM_052928.2c.135-26C>Tp.? -0.05 MYND finger,SET domain,Tetratricopeptide repeatrs7503422 0.2083 YES 4.764E-1 (pos.1715435) metal ion binding,methylation,methyltransferase activityGlioma;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, PrimitiveG=0, A=21 G=0.0, A=1.0 0.00001 281.202 21 G=0/0, A=11/10

chr2:138771760 G/G A G SNV HNMT HNMT:utr_3:NM_006895.2 1 100 6 utr_3 NM_006895.2c.939A>G p.? 0.5 Methyltransferase domainrs1050891 YES Histamine N-methyltransferasebrain development,cytoplasm,cytosol,extracellular exosome,histamine N-methyltransferase activity,histamine catabolic process,histidine catabolic process,hyperosmotic response,methylation,neuron projection,positive regulation of protein targeting to mitochondrion,respiratory gaseous exchange,response to amine,response to cocaine,response to glucocorticoid,response to immobilization stress,response to interleukin-1,response to tumor cellAsthma;Bronchial Diseases;Drug Hypersensitivity;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Nose Diseases;Otorhinolaryngologic Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Respiratory Tract Infections;Rhinitis;Skin Diseases;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Urticaria4-(DIMETHYLAMINO)BUTYL IMIDOTHIOCARBAMATE,Amodiaquine,Chlorhexidine,Histamine,Metoprine,Quinacrine,S-adenosyl-L-homocysteineA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=5/16

chr1:13183439 C/C T C SNV HNRNPCL2 HNRNPCL2:exonic:NM_001136561.3 1 100 2 missense NM_001136561.3c.434A>G p.His145Arg 2.17 29 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs28713604 YES 7.79E-1 (pos.13183439) RNA binding,intracellular ribonucleoprotein complex,nucleusT=0, C=180 T=0.0, C=1.0 0.00001 2983.47 180 T=0/0, C=117/63

chr17:1756351 G/G A G SNV RPA1 RPA1:intronic:NM_002945.3 1 100 intronic NM_002945.3c.273-44A>Gp.? -0.12 OB-fold nucleic acid binding domain,Replication factor-A C terminal domain,Replication factor-A protein 1, N-terminal domain,Replication protein A OB domainrs2287321 0.3872 YES 5.335E-1 (pos.1756351) Replication protein A1, 70kDDNA binding,DNA damage response, detection of DNA damage,DNA recombination,DNA repair,DNA replication,DNA replication factor A complex,DNA-dependent DNA replication,G-rich strand telomeric DNA binding,G1/S transition of mitotic cell cycle,PML body,base-excision repair,damaged DNA binding,double-strand break repair via homologous recombination,error-free translesion synthesis,error-prone translesion synthesis,interstrand cross-link repair,metal ion binding,mismatch repair,nuclear chromosome, telomeric region,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair, DNA gap filling,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,nucleus,protein binding,protein localization to chromosome,regulation of cellular response to heat,regulation of signal transduction by p53 class mediator,sinAcneiform Eruptions;Chloracne;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=23 A=0.0, G=1.0 0.00001 316.746 23 A=0/0, G=4/19

chr19:8551094 C/C T C SNV HNRNPM HNRNPM:exonic:NM_005968.4 1 100 14 synonymous NM_005968.4c.1782T>C p.(=) -2.62 0.08(COSM3722080)Heterogeneous nuclear ribonucleoprotein M,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2230647,rs531807844,rs754737185,rs7660286300.0264 YES 0.0 (pos.8551084),0.0 (pos.8551093),0.0;0.0 (pos.8551079),9.871E-1 (pos.8551094)adenocarcinoma,neoplasm,squamous_cell_carcinomaRNA binding,RNA metabolic process,alternative mRNA splicing, via spliceosome,catalytic step 2 spliceosome,extracellular exosome,extracellular matrix,fibroblast growth factor receptor signaling pathway,integral component of plasma membrane,mRNA splicing, via spliceosome,membrane,nuclear matrix,nucleolus,nucleoplasm,paraspeckles,protein binding,protein domain specific binding,spliceosomal complexT=0, C=50 T=0.0, C=1.0 0.00001 852.747 50 T=0/0, C=12/38

chr17:1783812 C/C T C SNV RPA1 RPA1:intronic:NM_002945.3 1 100 intronic NM_002945.3c.1093-25T>Cp.? 0.04 OB-fold nucleic acid binding domain,Replication factor-A C terminal domain,Replication factor-A protein 1, N-terminal domain,Replication protein A OB domainrs2277694 0.232 YES 1.466E-1 (pos.1783812) Replication protein A1, 70kDDNA binding,DNA damage response, detection of DNA damage,DNA recombination,DNA repair,DNA replication,DNA replication factor A complex,DNA-dependent DNA replication,G-rich strand telomeric DNA binding,G1/S transition of mitotic cell cycle,PML body,base-excision repair,damaged DNA binding,double-strand break repair via homologous recombination,error-free translesion synthesis,error-prone translesion synthesis,interstrand cross-link repair,metal ion binding,mismatch repair,nuclear chromosome, telomeric region,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair, DNA gap filling,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,nucleus,protein binding,protein localization to chromosome,regulation of cellular response to heat,regulation of signal transduction by p53 class mediator,sinAcneiform Eruptions;Chloracne;Skin Diseases;Skin and Connective Tissue DiseasesT=0, C=46 T=0.0, C=1.0 0.00001 768.312 46 T=0/0, C=23/23

chr14:23744826 T/T TTCC T INDEL HOMEZ HOMEZ:exonic:NM_020834.2 3 100 2 nonframeshiftDeletion NM_020834.2c.1608_1610delGGAp.Glu537del -2.59, 0.25, 0.25, -5.11 0.04(COSM3753896),0.04(COSM3753897),0.06(COSM4842514),0.06(COSM4842515)Homeobox KN domain,Homeodomain leucine-zipper encoding, Homezrs35076736,rs67447855,rs745787648,rs746723346,rs762515572,rs76331664,rs768209701,rs770722536,rs771610673,rs781416013,rs797231960.3686 YES 0.0 (pos.23744829),0.0;0.0 (pos.23744820),2.351E-1;0.0;0.0;0.0 (pos.23744826),3.947E-3 (pos.23744821),3.968E-3;0.0 (pos.23744824)T_cell_large_granular_lymphocytic_leukaemia,adenocarcinoma,astrocytoma_Grade_IV,carcinoma,endometrioid_carcinoma,hepatocellular_carcinoma,squamous_cell_carcinoma,transitional_cell_carcinomaHomeodomain leucine zipper-containing factorDNA binding,DNA binding transcription factor activity,cytosol,negative regulation of transcription from RNA polymerase II promoter,nucleolus,nucleus,protein binding,transcription corepressor activity,transcription, DNA-templatedTTCC=0, T=29TTCC=0.0, T=1.0 0.00001 432.494 29 TTCC=0/0, T=18/11

chr17:17897739 T/C T C SNV DRC3 DRC3:intronic:NM_031294.3 1 57.14 intronic NM_031294.3c.711+7T>Cp.? -1.88 Leucine rich repeat,Leucine-rich repeatrs4924832 0.2999 YES 8.914E-1 (pos.17897739) axoneme,cytoplasm T=12, C=16 T=0.4286, C=0.5714 0.00001 161.768 28 T=9/3, C=11/5

chr12:54367061 G/G T G SNV

HOTAIR,HOX

C11 HOTAIR:intronic_nc:NR_047517.1, HOXC11:exonic:NM_014212.3 1
100

1 synonymous NR_047517.1, NM_014212.3c.36T>G p.(=) 0.99 0.22(COSM4147251)Homeobox domain,Protein of unknown function (DUF3528)rs4759315 0 1.0 (pos.54367061) neoplasm Homeo box-C11,Hox transcript antisense RNARNA polymerase II core promoter proximal region sequence-specific DNA binding,anterior/posterior pattern specification,cytosol,embryonic digit morphogenesis,embryonic skeletal joint morphogenesis,endoderm development,metanephros development,nucleoplasm,organ induction,positive regulation of transcription from RNA polymerase II promoter,proximal/distal pattern formation,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingT=0, G=31 T=0.0, G=1.0 0.00001 465.819 31 T=0/0, G=8/23

chr17:18043766 C/G C G SNV MYO15A MYO15A:intronic:NM_016239.3 1 58.33 intronic NM_016239.3c.5212-65C>Gp.? -1.34 FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain),Variant SH3 domainrs854780 YES Myosin XVA ATP binding,actin binding,calmodulin binding,cytoplasm,cytoskeleton,extracellular exosome,inner ear morphogenesis,locomotory behavior,motor activity,myosin complex,sensory perception of sound,stereociliumEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersC=25, G=35 C=0.4167, G=0.5833 0.00001 370.43 60 C=11/14, G=20/15

chr17:18044270 T/C T C SNV MYO15A MYO15A:intronic:NM_016239.3 1 52.38 intronic NM_016239.3c.5407-63T>Cp.? -1.1 FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain),Variant SH3 domainrs854779 YES Myosin XVA ATP binding,actin binding,calmodulin binding,cytoplasm,cytoskeleton,extracellular exosome,inner ear morphogenesis,locomotory behavior,motor activity,myosin complex,sensory perception of sound,stereociliumEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersT=20, C=22 T=0.4762, C=0.5238 0.00001 245.207 42 T=11/9, C=13/9

chr7:27135314 T/T C T SNV

HOTAIRM1,

HOXA1 HOXA1:exonic:NM_005522.4, HOTAIRM1:upstream:NR_038366.1 1
100

1 missense NM_005522.4, NR_038366.1c.218G>A p.Arg73His 1.33 0.77 29 0 0.13(COSM4162117)Homeobox domainrs10951154,rs368428758,rs544314279,rs767586523,rs774858049,rs7749796190.1437 YES 0.0;0.0;0.0 (pos.27135310),1.156E-4;1.538E-2;0.0;0.0;0.0 (pos.27135308),1.268E-2;1.268E-4;1.268E-4;0.0 (pos.27135313),9.22E-1 (pos.27135314)neoplasm Homeo box-A1abducens nerve formation,anatomical structure morphogenesis,artery development,artery morphogenesis,cochlea development,cochlea morphogenesis,cognition,embryonic neurocranium morphogenesis,identical protein binding,inner ear development,multicellular organism development,neuromuscular process,nucleus,optokinetic behavior,outer ear morphogenesis,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of behavior,semicircular canal formation,sensory perception of sound,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingAutistic Disorder;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Craniofacial Abnormalities;Ear Diseases;Eye Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Defects, Congenital;Heart Diseases;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurodevelopmental Disorders;Neurologic Manifestations;Ocular Motility Disorders;Otorhinolaryngologic Diseases;Sensation DisordersBenign C=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=18/8

chr17:18291434 A/A ACAGCCA A INDEL EVPLL EVPLL:intronic:NM_001145127.1 6 100 intronic NM_001145127.1c.877-99ACAGCCA>Ap.? 0.21, 0.19, 0.21, 0.22, 0.19, 0.19, 0.21 rs140944304 YES cornified envelope,epidermis development,intermediate filament binding,structural molecule activityACAGCCA=0, A=21ACAGCCA=0.0, A=1.0 0.00001 281.235 21 ACAGCCA=0/0, A=11/10



chr17:18291456 G/G C G SNV EVPLL EVPLL:intronic:NM_001145127.1 1 100 intronic NM_001145127.1c.877-77C>Gp.? -0.92 rs578670 YES cornified envelope,epidermis development,intermediate filament binding,structural molecule activityC=0, G=21 C=0.0, G=1.0 0.00001 281.235 21 C=0/0, G=11/10

chr17:18291470 G/G C G SNV EVPLL EVPLL:intronic:NM_001145127.1 1 100 intronic NM_001145127.1c.877-63C>Gp.? 0.19 rs586214 YES cornified envelope,epidermis development,intermediate filament binding,structural molecule activityC=0, G=21 C=0.0, G=1.0 0.00001 281.235 21 C=0/0, G=11/10

chr7:27196069 C/C A C SNV

HOXA-

AS3,HOXA7 HOXA-AS3:downstream:NR_038832.1, HOXA7:exonic:NM_006896.3 1
100

1 synonymous NR_038832.1, NM_006896.3c.96T>G p.(=) 0.83 0.9(COSM4004444)Homeobox domainrs2301720 0.1271 YES 8.622E-1 (pos.27196069) acute_myeloid_leukaemiaHomeo box-A7RNA polymerase II core promoter proximal region sequence-specific DNA binding,angiogenesis,anterior/posterior pattern specification,embryonic skeletal system morphogenesis,negative regulation of cell-matrix adhesion,negative regulation of keratinocyte differentiation,negative regulation of leukocyte migration,negative regulation of monocyte differentiation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear membrane,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,stem cell differentiation,transcription factor binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingA=0, C=57 A=0.0, C=1.0 0.00001 849.595 57 A=0/0, C=15/42

chr17:18291618 T/T C T SNV EVPLL EVPLL:intronic:NM_001145127.1 1 100 intronic NM_001145127.1c.*946+16C>Tp.? 0.19 rs586757 YES cornified envelope,epidermis development,intermediate filament binding,structural molecule activityC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=11/10

chr17:46607021 C/C T C SNV HOXB1 HOXB1:exonic:NM_002144.3 1 100 2 missense NM_002144.3c.794A>G p.Glu265Gly 1.96 0.33 98 0 0.1(COSM4130340)Homeobox domainrs7226137,rs759784521 0 1.0;0.0 (pos.46607021) neoplasm Homeo box-B1DNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,anatomical structure formation involved in morphogenesis,anterior/posterior pattern specification,embryonic skeletal system morphogenesis,facial nerve structural organization,facial nucleus development,multicellular organism development,nucleus,pattern specification process,positive regulation of transcription from RNA polymerase II promoter,protein domain specific binding,regulation of transcription, DNA-templated,rhombomere 4 development,rhombomere 5 development,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific binding,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Facial Paralysis;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurologic Manifestations;Paralysis;Stomatognathic DiseasesT=0, C=20 T=0.0, C=1.0 0.00001 263.761 20 T=0/0, C=5/15

chr17:46670520 C/C T C SNV

HOXB-

AS3,HOXB5 HOXB-AS3:intronic_nc:NR_110331.1, HOXB5:exonic:NM_002147.3 1
100

1 synonymous NR_110331.1, NM_002147.3c.525A>G p.(=) 0.42 0.2(COSM4130343)Homeobox domainrs7406798 5.00E-04 YES 1.0 (pos.46670520) neoplasm Homeo box-B5RNA polymerase II distal enhancer sequence-specific DNA binding,anatomical structure morphogenesis,anterior/posterior pattern specification,cytosol,embryonic skeletal system morphogenesis,endothelial cell differentiation,fibrillar center,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II distal enhancer sequence-specific bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=12/22

chr17:18776020 A/T A T SNV PRPSAP2 PRPSAP2:intronic:NM_002767.3 1 52.38 intronic NM_002767.3c.239+58A>Tp.? 1.07 N-terminal domain of ribose phosphate pyrophosphokinase,Phosphoribosyl synthetase-associated domain,Phosphoribosyl transferase domainrs7503678 0.4462 YES Phosphoribosylpyrophosphate synthetase-associated protein 2bone development,enzyme inhibitor activity,magnesium ion binding,negative regulation of catalytic activity,nucleobase-containing compound metabolic process,nucleoside metabolic process,nucleotide biosynthetic process,protein binding,protein complex,ribose phosphate diphosphokinase activity,ribose phosphate diphosphokinase complexA=9, T=11 A=0.45, T=0.55 0.00001 98.5642 21 A=4/5, T=6/5

chr17:18863105 T/T C T SNV SLC5A10 SLC5A10:intronic:NM_152351.4 1 100 intronic NM_152351.4c.348+129C>Tp.? -0.31 Sodium:solute symporter familyrs2074276,rs371611689,rs563661947YES extracellular exosome,glucose transmembrane transport,glucose:sodium symporter activity,hexose transport,integral component of plasma membrane,plasma membrane,sodium ion transmembrane transport,sodium ion transport,solute:sodium symporter activityC=0, T=24 C=0.0, T=1.0 0.00001 334.588 24 C=0/0, T=9/15

chr2:177054769 A/A G A SNV HOXD1 HOXD1:exonic:NM_024501.2 1 100 2 missense NM_024501.2c.886G>A p.Ala296Thr 0.92 0.4 58 0.009 Homeobox domainrs6710142 0.2349 YES 2.196E-2 (pos.177054769) Homeo box-D1embryonic skeletal system development,neuron differentiation,nucleoplasm,regulation of transcription, DNA-templated,sensory perception of pain,sequence-specific DNA binding,transcription, DNA-templatedAdnexal Diseases;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Hyperalgesia;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ovarian Diseases;Ovarian Neoplasms;Pain;Rectal Diseases;Sensation Disorders;Somatosensory Disorders;Urogenital NeoplasmsG=0, A=23 G=0.0, A=1.0 0.00001 316.726 23 G=0/0, A=11/12

chr17:19240972 A/A G A SNV B9D1,EPN2 B9D1:utr_3:NM_001321218.1, EPN2:downstream:NM_014964.4 1 100 intronic NM_014964.4, NM_001321218.1c.*3405G>A, c.562C>Tp.?, p.? -1.94 rs11652712 YES 8.214E-1;3.571E-2 (pos.19240972) B9 domain-containing protein 1,Epsin 2MKS complex,cadherin binding,camera-type eye development,centrosome,ciliary basal body,ciliary basal body-plasma membrane docking,ciliary transition zone,cilium assembly,clathrin coat of endocytic vesicle,cytosol,embryonic digit morphogenesis,endocytosis,hedgehog receptor activity,in utero embryonic development,intracellular membrane-bounded organelle,lipid binding,membrane,membrane organization,neuroepithelial cell differentiation,protein binding,regulation of protein localization,smoothened signaling pathway,vasculature developmentG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=12/11

chr2:177036754 C/C T C SNV HOXD3 HOXD3:exonic:NM_006898.4 1 100 3 synonymous NM_006898.4c.1051T>C p.(=) 1.02 0.5(COSM329400)Domain of unknown function (DUF4074),Homeobox domainrs1051929 0.3154 YES 7.727E-1 (pos.177036754)adenocarcinoma,neoplasm,plasma_cell_myelomaHomeo box-D3Notch signaling pathway,RNA polymerase II regulatory region sequence-specific DNA binding,aggresome,anterior/posterior pattern specification,cartilage development,cell-matrix adhesion,embryonic skeletal system morphogenesis,glossopharyngeal nerve morphogenesis,nuclear body,nucleoplasm,nucleus,positive regulation of gene expression,positive regulation of neuron differentiation,positive regulation of transcription from RNA polymerase II promoter,protein binding,thyroid gland development,transcription from RNA polymerase II promoter,transcription, DNA-templated,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=0, C=73 T=0.0, C=1.0 0.00001 1149.53 73 T=0/0, C=40/33

chr17:20000130 AT/AT A AT INDEL SPECC1 SPECC1:intronic:NM_001243439.1 1 100 intronic NM_001243439.1c.147+19A>ATp.? -1.43 CAMSAP CH domain,Calponin homology (CH) domainrs761589578 0.0 (pos.20000130) Sperm antigen with calponin homology and coiled-coil domains 1membrane,nucleus A=0, AT=22 A=0.0, AT=1.0 0.00001 254.346 22 A=0/0, AT=15/7

chr17:20000131 G/T G T SNV SPECC1 SPECC1:intronic:NM_001243439.1 1 95.45 intronic NM_001243439.1c.147+20G>Tp.? 2.69 CAMSAP CH domain,Calponin homology (CH) domainrs4925085 0.4351 YES 1.973E-1;1.163E-4 (pos.20000131) Sperm antigen with calponin homology and coiled-coil domains 1membrane,nucleus G=1, T=21 G=0.0455, T=0.9545 0.00001 271.287 22 G=1/0, T=14/7

chr1:40149642 T/T G T SNV HPCAL4 HPCAL4:exonic:NM_016257.3 1 100 3 synonymous NM_016257.3c.345C>A p.(=) 1.99 0.75(COSM426246)EF hand,EF-hand domain,EF-hand domain pairrs784634 0.1935 YES 7.934E-1 (pos.40149642) neoplasm calcium channel regulator activity,calcium ion binding,central nervous system development,intracellular,protein C-terminus binding,protein binding,protein domain specific binding,regulation of molecular function,signal transductionG=0, T=21 G=0.0, T=1.0 0.00001 281.235 21 G=0/0, T=9/12

chr4:170678993 C/C T C SNV HPF1 HPF1:exonic:NM_017867.2 1 100 1 synonymous NM_017867.2c.36A>G p.(=) 0.65 0(COSM3749861)Uncharacterised conserved protein (DUF2228)rs11540095 0.1897 YES 8.909E-1 (pos.170678993)adenocarcinomaHistone parylation factor 1cellular response to DNA damage stimulus,histone binding,nucleus,peptidyl-serine ADP-ribosylation,protein binding,regulation of protein ADP-ribosylationT=0, C=47 T=0.0, C=1.0 0.00001 789.328 47 T=0/0, C=26/21

chr17:20160925 T/T C T SNV SPECC1 SPECC1:intronic:NM_001243439.1 1 100 intronic NM_001243439.1c.2837+5C>Tp.? 0.97 CAMSAP CH domain,Calponin homology (CH) domainrs3751979 0.1805 YES 1.095E-1 (pos.20160925) Sperm antigen with calponin homology and coiled-coil domains 1membrane,nucleus C=0, T=126 C=0.0, T=1.0 0.00001 2052.57 126 C=0/0, T=66/60

chr3:148872987 G/A G A SNV HPS3 HPS3:exonic:NM_032383.4 1 57.58 8 synonymous NM_032383.4c.1494G>A p.(=) -0.26 Hermansky-Pudlak syndrome 3,Hermansky-Pudlak syndrome 3, C-terminal,Hermansky-Pudlak syndrome 3, middle regionrs6440589 0.4385 YES 3.695E-1 (pos.148872987) HPS gene 3 BLOC-2 complex,organelle organization,pigmentation,protein bindingAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hermanski-Pudlak Syndrome;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Platelet Storage Pool Deficiency;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign G=14, A=19 G=0.4242, A=0.5758 0.00001 204.385 33 G=8/6, A=7/12

chr17:20163616 T/T C T SNV SPECC1 SPECC1:intronic:NM_001243439.1 1 100 intronic NM_001243439.1c.2940+9C>Tp.? -0.13 CAMSAP CH domain,Calponin homology (CH) domainrs11868429 0.18 YES 1.093E-1 (pos.20163616) Sperm antigen with calponin homology and coiled-coil domains 1membrane,nucleus C=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=10/18

chr3:148863151 A/G A G SNV HPS3 HPS3:exonic:NM_032383.4 1 50 5 synonymous NM_032383.4c.981A>G p.(=) -0.05 0.07(COSM3759823)Hermansky-Pudlak syndrome 3,Hermansky-Pudlak syndrome 3, C-terminal,Hermansky-Pudlak syndrome 3, middle regionrs1005049091,rs117189080.215 YES 1.524E-1;0.0 (pos.148863151)adenocarcinoma,diffuse_large_B_cell_lymphomaHPS gene 3 BLOC-2 complex,organelle organization,pigmentation,protein bindingAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hermanski-Pudlak Syndrome;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Platelet Storage Pool Deficiency;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign A=13, G=13 A=0.5, G=0.5 0.00001 119.163 26 A=12/1, G=7/6

chr22:26854441 A/A G A SNV HPS4 HPS4:exonic:NM_152841.2 1 100 10 missense NM_152841.2c.1801C>T p.His601Tyr 8.28 0.03 83 1 0.99(COSM4156096),0.99(COSM4156097)rs1894706 0.0722 YES 7.952E-1 (pos.26854441) neoplasm HPS gene 4 BLOC-3 complex,Rab GTPase binding,blood coagulation,cytoplasm,cytosol,guanyl-nucleotide exchange factor activity,hemostasis,lysosome,lysosome organization,melanocyte differentiation,melanosome,melanosome assembly,membrane,platelet dense granule,positive regulation of eye pigmentation,positive regulation of protein targeting to mitochondrion,protein binding,protein dimerization activity,protein homodimerization activity,protein stabilization,protein targeting,regulation of molecular functionAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hermanski-Pudlak Syndrome;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Platelet Storage Pool Deficiency;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign G=0, A=26 G=0.0, A=1.0 0.00001 371.416 26 G=0/0, A=12/14

chr17:20908325 C/C T C SNV USP22 USP22:intronic:NM_015276.1 1 100 intronic NM_015276.1c.1323-22A>Gp.? -0.67 Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs9797279 0.2047 YES 4.464E-1 (pos.20908325) Ubiquitin-specific protease 22H4 histone acetyltransferase activity,SAGA complex,SAGA-type complex,cell cycle,embryo development,enzyme binding,histone H4 acetylation,histone deubiquitination,histone ubiquitination,ligand-dependent nuclear receptor transcription coactivator activity,nucleoplasm,positive regulation of mitotic cell cycle,positive regulation of transcription, DNA-templated,protein binding,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,transcription coactivator activity,transcription, DNA-templated,ubiquitin-dependent protein catabolic process,zinc ion bindingT=0, C=28 T=0.0, C=1.0 0.00001 408.717 28 T=0/0, C=11/17

chr22:26859942 T/T C T SNV HPS4 HPS4:exonic:NM_152841.2 1 100 9 missense NM_152841.2c.1639G>A p.Val547Met 0.72 0.07 21 0.763 rs5752330 0.1119 YES 7.943E-1;0.0 (pos.26859942) HPS gene 4 BLOC-3 complex,Rab GTPase binding,blood coagulation,cytoplasm,cytosol,guanyl-nucleotide exchange factor activity,hemostasis,lysosome,lysosome organization,melanocyte differentiation,melanosome,melanosome assembly,membrane,platelet dense granule,positive regulation of eye pigmentation,positive regulation of protein targeting to mitochondrion,protein binding,protein dimerization activity,protein homodimerization activity,protein stabilization,protein targeting,regulation of molecular functionAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hermanski-Pudlak Syndrome;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Platelet Storage Pool Deficiency;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign C=0, T=40 C=0.0, T=1.0 0.00001 644.286 40 C=0/0, T=26/14

chr11:18327684 T/T G T SNV HPS5 HPS5:exonic:NM_181507.1 1 100 7 synonymous NM_181507.1c.822C>A p.(=) 1.29 rs1140047 0.315 YES 9.748E-1 (pos.18327684) HPS gene 5 (ruby-eye 2, mouse, homolog of)BLOC-2 complex,blood coagulation,organelle organization,pigmentation,protein bindingAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hermanski-Pudlak Syndrome;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Platelet Storage Pool Deficiency;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign G=0, T=30 G=0.0, T=1.0 0.00001 446.639 30 G=0/0, T=16/14

chr17:21205354 GA/AG GA AG MNV MAP2K3 MAP2K3:intronic:NM_145109.2 2 47.37 intronic NM_145109.2c.400-101GA>AGp.? -0.15, -0.69 Protein kinase domain,Protein tyrosine kinasers73982738,rs73982739,rs796900370,rs879150039 ATP binding,MAP kinase kinase activity,MAPK cascade,activation of MAPK activity,activation of protein kinase activity,cardiac muscle contraction,cytoplasm,cytosol,inflammatory response,membrane,nucleoplasm,peptidyl-tyrosine phosphorylation,positive regulation of protein kinase activity,positive regulation of transcription, DNA-templated,protein binding,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,protein tyrosine kinase activity,proteolysis in other organism,regulation of apoptotic process,regulation of cytokine biosynthetic process,regulation of mitotic cell cycle,signal transduction,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascadeGA=17, AG=18GA=0.4857, AG=0.5143 0.00001 218.809 38 GA=16/1, AG=14/4

chr17:21206556 T/T C T SNV MAP2K3 MAP2K3:intronic:NM_145109.2 1 100 intronic NM_145109.2c.568+10C>Tp.? -2.83 0.01(COSM5432765),0.01(COSM5432766),0.01(COSM5432767)Protein kinase domain,Protein tyrosine kinasers736103 0.4764 YES 5.236E-1 (pos.21206556) squamous_cell_carcinoma ATP binding,MAP kinase kinase activity,MAPK cascade,activation of MAPK activity,activation of protein kinase activity,cardiac muscle contraction,cytoplasm,cytosol,inflammatory response,membrane,nucleoplasm,peptidyl-tyrosine phosphorylation,positive regulation of protein kinase activity,positive regulation of transcription, DNA-templated,protein binding,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,protein tyrosine kinase activity,proteolysis in other organism,regulation of apoptotic process,regulation of cytokine biosynthetic process,regulation of mitotic cell cycle,signal transduction,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascadeC=0, T=67 C=0.0, T=1.0 0.00001 1034.41 67 C=0/0, T=30/37

chr4:84230619 C/C T C SNV HPSE HPSE:exonic:NM_001098540.2 1 100 7 missense NM_001098540.2c.920A>G p.Lys307Arg 3.93 0.81 26 0.004 0.78(COSM1131015)Glycosyl hydrolase family 79, N-terminal domainrs11099592 0.2267 YES 8.695E-1 (pos.84230619) adenocarcinomaHeparanase angiogenesis involved in wound healing,beta-glucuronidase activity,cell-matrix adhesion,extracellular region,glycosaminoglycan catabolic process,heparan sulfate proteoglycan catabolic process,heparanase activity,hydrolase activity, acting on glycosyl bonds,intracellular membrane-bounded organelle,lysosomal lumen,lysosomal membrane,lysosome,membrane,membrane raft,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of blood coagulation,positive regulation of hair follicle development,positive regulation of osteoblast proliferation,positive regulation of protein kinase B signaling,positive regulation of vascular endothelial growth factor production,protein binding,protein dimerization activity,proteinaceous extracellular matrix,proteoglycan metabolic process,regulation of hair follicle development,specific granule lumen,syndecan binding,vascular wound healingAutoimmune Diseases;Breast Diseases;Breast Neoplasms;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Male Urogenital Diseases;Melanoma;Neoplasm Invasiveness;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neoplastic Processes;Nephritis;Nephrosis;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Skin Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesDalteparin,Heparin T=0, C=31 T=0.0, C=1.0 0.00001 465.817 31 T=0/0, C=7/24

chr10:100219374 A/A T A SNV HPSE2 HPSE2:exonic:NM_021828.4 1 100 12 missense NM_021828.4c.1736A>T p.Tyr579Phe 7.56 0.69 22 0.001 0.97(COSM6352459)Glycosyl hydrolase family 79, N-terminal domainrs10883100 0.4866 YES 5.443E-1 (pos.100219374)carcinoma Heparanase 2biological_process,extracellular matrix organization,glycosaminoglycan catabolic process,heparan sulfate proteoglycan binding,heparanase activity,hydrolase activity, acting on glycosyl bonds,intracellular,membrane,plasma membrane,positive regulation of cell proliferation,proteinaceous extracellular matrixAsthma;Autoimmune Diseases;Bronchial Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glucose Metabolism Disorders;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Metabolic Diseases;Nutritional and Metabolic Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Urologic DiseasesT=0, A=84 T=0.0, A=1.0 0.00001 1348.34 84 T=0/0, A=70/14

chr17:2237614 G/A G A SNV TSR1 TSR1:intronic:NM_018128.4 1 50 intronic NM_018128.4c.981+152C>Tp.? -1.91 40S ribosome biogenesis protein Tsr1 and BMS1 C-terminal,AARP2CN (NUC121) domainrs3785558 YES TSR1, 20S r RNA accumulation, S. cerevisiae, homolog ofGTP binding,GTPase activity,RNA binding,U3 snoRNA binding,cytosol,endonucleolytic cleavage of tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),nucleolus,nucleoplasm,nucleus,preribosome, small subunit precursor,rRNA processing,ribosome assembly,ribosome biogenesisG=11, A=11 G=0.5, A=0.5 0.00001 94.6067 22 G=3/8, A=7/4

chr17:2268681 T/C T C SNV SGSM2 SGSM2:intronic:NM_014853.2 1 57.14 intronic NM_014853.2c.1288+46T>Cp.? -0.54 RUN domain,Rab-GTPase-TBC domainrs2429908 0.4417 YES 7.683E-1 (pos.2268681) Small G protein signaling modulator 2GTPase activator activity,Rab GTPase binding,activation of GTPase activity,cytoplasm,endomembrane system,intracellular protein transport,late endosome to Golgi transport,melanosome,positive regulation of GTPase activity,regulation of vesicle fusionT=9, C=12 T=0.4286, C=0.5714 0.00001 109.102 21 T=3/6, C=4/8

chr17:2278644 T/T C T SNV SGSM2 SGSM2:intronic:NM_014853.2 1 100 intronic NM_014853.2c.2101-142C>Tp.? -0.48 RUN domain,Rab-GTPase-TBC domainrs2252910 YES Small G protein signaling modulator 2GTPase activator activity,Rab GTPase binding,activation of GTPase activity,cytoplasm,endomembrane system,intracellular protein transport,late endosome to Golgi transport,melanosome,positive regulation of GTPase activity,regulation of vesicle fusionC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=5/16

chr17:2573652 C/T C T SNV PAFAH1B1 PAFAH1B1:intronic:NM_000430.3 1 45.45 intronic NM_000430.3c.568+27C>Tp.? -0.21 LisH,WD domain, G-beta repeatrs3213696 0.0693 YES 9.386E-1 (pos.2573652) Platelet-activating factor acetylhydrolase, isoform 1B, alpha subunitG2/M transition of mitotic cell cycle,acrosome assembly,actin cytoskeleton organization,adult locomotory behavior,ameboidal-type cell migration,astral microtubule,auditory receptor cell development,axon cytoplasm,brain morphogenesis,cell cortex,cell leading edge,central region of growth cone,centrosome,cerebral cortex development,cerebral cortex neuron differentiation,chemical synaptic transmission,ciliary basal body-plasma membrane docking,cochlea development,corpus callosum morphogenesis,cortical microtubule organization,cytosol,dynactin binding,dynein complex binding,dynein intermediate chain binding,establishment of centrosome localization,establishment of mitotic spindle orientation,establishment of planar polarity of embryonic epithelium,extracellular exosome,germ cell development,heparin binding,hippocampus development,kinesin complex,kinetochore,layer formation in cerebral cortex,learning or memory,lipid catabolic process,maintenance of centrosome location,microtubule associated complex,microtubule biCarcinogenesis;Classical Lissencephalies and Subcortical Band Heterotopias;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Mental Retardation, X-Linked;Neoplasms;Neoplastic Processes;Nervous System Diseases;Nervous System MalformationsBenign/Likely benignC=30, T=25 C=0.5455, T=0.4545 0.00001 232.694 55 C=11/19, T=9/16

chr17:25938676 G/A G A SNV KSR1 KSR1:intronic:NM_014238.1 1 50 intronic NM_014238.1c.2148+21G>Ap.? -0.17 Kinase-like,Protein kinase domain,Protein tyrosine kinasers7207500,rs752484052 0.0054 YES 0.0;0.0 (pos.25938676) Kinase suppressor of RASATP binding,MAP-kinase scaffold activity,MAPK cascade,Ras protein signal transduction,cAMP-mediated signaling,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,intracellular,intracellular signal transduction,membrane,metal ion binding,positive regulation of MAPK cascade,protein C-terminus binding,protein binding,protein complex,protein kinase activity,protein phosphorylation,ruffle membrane,signal transducer activityCrohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesG=10, A=10 G=0.5, A=0.5 0.00001 82.8849 20 G=8/2, A=2/8

chr17:2595535 G/T G T SNV

CLUH,MIR6

776 CLUH:intronic:NM_015229.3, MIR6776:downstream:NR_106834.1 1
52.38

intronic NM_015229.3, NR_106834.1c.3443+120C>Ap.? -1.29 Clustered mitochondria,Mitochondrial function, CLU-N-term,Tetratricopeptide repeat,Translation initiation factor eIF3 subunit 135rs2240732 YES Clustered mitochondria, D. discoideum, homolog ofcytoplasm,intracellular distribution of mitochondria,mRNA binding,mitochondrion organizationG=10, T=11 G=0.4762, T=0.5238 0.00001 97.5868 21 G=3/7, T=1/10

chr8:21984650 G/G A G SNV HR HR:exonic:NM_005144.4 1 100 3 synonymous NM_005144.4c.1305T>C p.(=) 0.31 0.07(COSM454302)JmjC domain, hydroxylasers12675745 0.3758 YES 3.95E-1 (pos.21984650) acute_myeloid_leukaemiaHairless, mouse, homolog ofDNA binding,DNA binding transcription factor activity,chromatin,chromatin DNA binding,histone H3-K9 demethylation,histone demethylase activity (H3-K9 specific),metal ion binding,negative regulation of transcription, DNA-templated,nuclear body,nucleoplasm,nucleus,oxidation-reduction process,oxidoreductase activity,regulation of transcription, DNA-templated,transcription corepressor activity,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedAlopecia;Hair Diseases;Hypotrichosis;Skin Diseases;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesBenign A=0, G=49 A=0.0, G=1.0 0.00001 801.694 49 A=0/0, G=30/19

chr17:2598627 C/C T C SNV CLUH CLUH:intronic:NM_015229.3 1 100 intronic NM_015229.3c.2427+41A>Gp.? -0.21 Clustered mitochondria,Mitochondrial function, CLU-N-term,Tetratricopeptide repeat,Translation initiation factor eIF3 subunit 135rs1003398 2.00E-04 1.0;0.0;0.0 (pos.2598627) Clustered mitochondria, D. discoideum, homolog ofcytoplasm,intracellular distribution of mitochondria,mRNA binding,mitochondrion organizationT=0, C=49 T=0.0, C=1.0 0.00001 830.403 49 T=0/0, C=19/30

chr19:49658367 T/T C T SNV HRC HRC:exonic:NM_002152.2 1 100 1 missense NM_002152.2c.128G>A p.Ser43Asn 0.53 1 46 0 0.01(COSM4132253)Histidine-rich Calcium-binding repeat regionrs3745298,rs776241878 0.4515 YES 0.0 (pos.49658364),3.091E-1 (pos.49658367)ductal_carcinoma,neoplasmHistidine-rich calcium-binding proteinATPase binding,Z disc,calcium ion binding,cellular protein metabolic process,endoplasmic reticulum lumen,ion channel binding,muscle contraction,negative regulation of calcium ion import into sarcoplasmic reticulum,negative regulation of cytosolic calcium ion concentration,positive regulation of heart contraction,positive regulation of heart rate,positive regulation of relaxation of cardiac muscle,post-translational protein modification,protein binding,regulation of calcium ion transmembrane transport,regulation of cardiac muscle contraction by regulation of the release of sequestered calcium ion,regulation of cell communication by electrical coupling involved in cardiac conduction,regulation of cytosolic calcium ion concentration,regulation of heart rate,regulation of peptidyl-serine phosphorylation,regulation of release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,regulation of ryanodine-sensitive calcium-release channel activity,sarcoplasmic reticulum lumen,sarcoplasmic reticulum membraCardiomegaly;Cardiovascular Diseases;Heart DiseasesC=0, T=60 C=0.0, T=1.0 0.00001 901.507 60 C=0/0, T=31/29

chr17:26091227 T/T C T SNV NOS2 NOS2:intronic:NM_000625.4 1 100 intronic NM_000625.4c.2429-57G>Ap.? -0.23 FAD binding domain,Flavodoxin,Nitric oxide synthase, oxygenase domain,Oxidoreductase NAD-binding domainrs2297511 YES Nanos, Drosophila, homolog of, 2,Nitric oxide synthase 2A, inducible, hepatocytesFMN binding,NADP binding,NADPH-hemoprotein reductase activity,arginine binding,arginine catabolic process,calmodulin binding,cell redox homeostasis,cellular response to drug,cellular response to interferon-gamma,cellular response to lipopolysaccharide,circadian rhythm,cortical cytoskeleton,cytoplasm,cytosol,defense response to Gram-negative bacterium,defense response to bacterium,flavin adenine dinucleotide binding,heme binding,innate immune response in mucosa,interleukin-6 secretion,interleukin-8 secretion,intracellular,iron ion binding,negative regulation of blood pressure,negative regulation of gene expression,negative regulation of protein catabolic process,nitric oxide biosynthetic process,nitric oxide mediated signal transduction,nitric-oxide synthase activity,nucleus,oxidation-reduction process,peptidyl-cysteine S-nitrosylation,perinuclear region of cytoplasm,peroxisome,positive regulation of blood vessel diameter,positive regulation of guanylate cyclase activity,positive regulation of killing of cellsAbnormalities, Multiple;Acute Kidney Injury;Adenocarcinoma;Aortic Arch Syndromes;Aortic Diseases;Arterial Occlusive Diseases;Arteriosclerosis;Arteritis;Arthritis;Arthritis, Psoriatic;Asbestosis;Asthma;Atherosclerosis;Autistic Disorder;Autoimmune Diseases;Bile Duct Diseases;Biliary Tract Diseases;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Edema;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Carcinogenesis;Carcinoma;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Cell Transformation, Neoplastic;Central Nervous System Diseases;Cerebrovascular Disorders;Child Development Disorders, Pervasive;Cholangiocarcinoma;Cholangitis;Cholangitis, Sclerosing;Cholestasis;Chromosome Disorders;Colitis;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Dermatitis;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Digestive S(2S)-2-methyl-2,3-dihydrothieno2,3-f1,4oxazepin-5-amine,(3R)-3-(1,2,3,4-tetrahydroisoquinolin-7-yloxy)methyl-2,3-dihydrothieno2,3-f1,4oxazepin-5-amine,(3S)-1-(1,3-BENZODIOXOL-5-YLMETHYL)-3-4-(1H-IMIDAZOL-1-YL)PHENOXYPIPERIDINE,1-(6-CYANO-3-PYRIDYLCARBONYL)-5',8'-DIFLUOROSPIROPIPERIDINE-4,2'(1'H)-QUINAZOLINE-4'-AMINE,1-4-(AMINOMETHYL)BENZOYL-5'-FLUORO-1'H-SPIROPIPERIDINE-4,2'-QUINAZOLIN-4'-AMINE,3-Bromo-7-Nitroindazole,4-(1,3-BENZODIOXOL-5-YLOXY)-2-4-(1H-IMIDAZOL-1-YL)PHENOXY-6-METHYLPYRIMIDINE,4-(1,3-BENZODIOXOL-5-YLOXY)-2-4-(1H-IMIDAZOL-1-YL)PHENOXYPYRIMIDINE,4-(1H-IMIDAZOL-1-YL)PHENOL,4-({4-(4-methoxypyridin-2-yl)aminopiperidin-1-yl}carbonyl)benzonitrile,4r-Fluoro-N6-Ethanimidoyl-L-Lysine,5-(4'-AMINO-1'-ETHYL-5',8'-DIFLUORO-1'H-SPIROPIPERIDINE-4,2'-QUINAZOLINE-1-YLCARBONYL)PICOLINONITRILE,5-Nitroindazole,6-Nitroindazole,7-Nitroindazole,ACCLAIM,Dexamethasone,Doxorubicin,ETHYL 4-(4-CHLOROPYRIDIN-2-YL)AMINOPIPERIDINE-1-CARBOXYLATE,ETHYL 4-(4-METHYLPYRIDIN-2-YL)AMINOPIPERIDINE-1-CARBOXYLATE,Imidazole,KD7040,L-AC=0, T=34 C=0.0, T=1.0 0.00001 524.186 34 C=0/0, T=14/20

chr3:186395572 T/T A T SNV HRG HRG:exonic:NM_000412.4 1 100 7 missense NM_000412.4c.1478A>T p.Asn493Ile 1.92 1 149 0 0.01(COSM4157493)Cystatin domainrs1042464 0.485 YES 7.974E-1 (pos.186395572)basal_cell_carcinoma,ductal_carcinoma,neoplasm,rhabdomyosarcomaHistidine-rich glycoproteinangiogenesis,antimicrobial humoral immune response mediated by antimicrobial peptide,blood microparticle,cell surface,chemotaxis,cysteine-type endopeptidase inhibitor activity,cytolysis in other organism,defense response to fungus,endolysosome,extracellular exosome,extracellular region,fibrinolysis,heme binding,heme transport,heparan sulfate proteoglycan binding,heparin binding,immunoglobulin binding,metal ion binding,negative regulation of angiogenesis,negative regulation of blood vessel endothelial cell migration,negative regulation of cell adhesion,negative regulation of cell adhesion mediated by integrin,negative regulation of cell growth,negative regulation of cell proliferation,negative regulation of endopeptidase activity,negative regulation of endothelial cell chemotaxis,negative regulation of fibrinolysis,negative regulation of lamellipodium assembly,negative regulation of vascular endothelial growth factor signaling pathway,plasma membrane,platelet activation,platelet alpha granule lumen,platelet deBreast Diseases;Breast Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue Diseases;ThrombophiliaA=0, T=49 A=0.0, T=1.0 0.00001 831.609 49 A=0/0, T=25/24

chr17:26669245 AG/AG A AG INDEL TNFAIP1 TNFAIP1:intronic:NM_021137.4 1 100 intronic NM_021137.4c.519-28A>AGp.? 0.2 BTB/POZ domainrs5819838,rs869180740 0 1.0 (pos.26669245) Tumor necrosis factor, alpha-induced protein-1 (endothelial)Cul3-RING ubiquitin ligase complex,DNA replication,GTP-Rho binding,apoptotic process,cell migration,cytoplasm,embryo development,endosome,immune response,negative regulation of Rho protein signal transduction,nucleolus,positive regulation of DNA replication,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein domain specific binding,protein homooligomerization,protein ubiquitination,stress fiber assembly,ubiquitin-protein transferase activityDiabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Urologic DiseasesA=0, AG=27 A=0.0, AG=1.0 0.00001 389.163 27 A=0/0, AG=21/6

chr3:186395113 A/G A G SNV HRG HRG:exonic:NM_000412.4 1 52.38 7 missense NM_000412.4c.1019A>G p.His340Arg -1.01 0.09 29 0.652 0.01(COSM149536)Cystatin domainrs2228243 0.2037 YES 3.872E-1;0.0 (pos.186395113)adenocarcinoma,adenoma,neoplasmHistidine-rich glycoproteinangiogenesis,antimicrobial humoral immune response mediated by antimicrobial peptide,blood microparticle,cell surface,chemotaxis,cysteine-type endopeptidase inhibitor activity,cytolysis in other organism,defense response to fungus,endolysosome,extracellular exosome,extracellular region,fibrinolysis,heme binding,heme transport,heparan sulfate proteoglycan binding,heparin binding,immunoglobulin binding,metal ion binding,negative regulation of angiogenesis,negative regulation of blood vessel endothelial cell migration,negative regulation of cell adhesion,negative regulation of cell adhesion mediated by integrin,negative regulation of cell growth,negative regulation of cell proliferation,negative regulation of endopeptidase activity,negative regulation of endothelial cell chemotaxis,negative regulation of fibrinolysis,negative regulation of lamellipodium assembly,negative regulation of vascular endothelial growth factor signaling pathway,plasma membrane,platelet activation,platelet alpha granule lumen,platelet deBreast Diseases;Breast Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue Diseases;ThrombophiliaA=50, G=55 A=0.4762, G=0.5238 0.00001 574.019 105 A=40/10, G=44/11

chr17:26695832 G/G A G SNV VTN VTN:intronic:NM_000638.3 1 100 intronic NM_000638.3c.826+61T>Cp.? -0.65 Hemopexin,Somatomedin B domainrs2071379 YES Vitronectin (serum spreading factor, somatomedin B, complement S-protein)Golgi lumen,alphav-beta3 integrin-vitronectin complex,basement membrane,blood microparticle,cell adhesion,cell adhesion mediated by integrin,cell-matrix adhesion,collagen binding,endodermal cell differentiation,endoplasmic reticulum,extracellular exosome,extracellular matrix,extracellular matrix binding,extracellular matrix organization,extracellular region,extracellular space,heparin binding,identical protein binding,immune response,integrin binding,intracellular membrane-bounded organelle,liver regeneration,negative regulation of blood coagulation,negative regulation of endopeptidase activity,oligodendrocyte differentiation,polysaccharide binding,positive regulation of cell-substrate adhesion,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of protein binding,positive regulation of receptor-mediated endocytosis,positive regulation of smooth muscle cell migration,positive regulation of vascular endothelial growth factor receptor signaling pathway,positive regulation of wound healiCrohn Disease;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Male Urogenital Diseases;Urologic DiseasesAbciximab A=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=13/16

chr1:152191709 G/G C G SNV HRNR HRNR:exonic:NM_001009931.2 1 100 3 missense NM_001009931.2c.2396G>C p.Ser799Thr 0.56 58 0.334 0.12(COSM1180639)S-100/ICaBP type calcium binding domainrs6662450,rs971526648 0.1698 YES 3.894E-1;0.0 (pos.152191709)acute_myeloid_leukaemia,carcinoma,squamous_cell_carcinomaHornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingC=0, G=115 C=0.0, G=1.0 0.00001 1834.76 115 C=0/0, G=51/64

chr1:152191879 A/A G A SNV HRNR HRNR:exonic:NM_001009931.2 1 100 3 synonymous NM_001009931.2c.2226C>T p.(=) -2.45 0(COSM5425303)S-100/ICaBP type calcium binding domainrs10788828,rs7592167630.1691 YES 4.128E-1;2.32E-4 (pos.152191879)acute_myeloid_leukaemia,neoplasmHornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingG=0, A=23 G=0.0, A=1.0 0.00001 316.724 23 G=0/0, A=14/9

chr1:152192114 T/T C T SNV HRNR HRNR:exonic:NM_001009931.2 1 100 3 missense NM_001009931.2c.1991G>A p.Arg664Gln -1.65 43 0.016 0(COSM1334101)S-100/ICaBP type calcium binding domainrs7520249 YES 4.131E-1 (pos.152192114)acute_myeloid_leukaemia,astrocytoma_Grade_IV,squamous_cell_carcinomaHornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingC=0, T=25 C=0.0, T=1.0 0.00001 353.018 25 C=0/0, T=11/14

chr17:26856261 G/G A G SNV FOXN1 FOXN1:intronic:NM_003593.2 1 100 intronic NM_003593.2c.830+19A>Gp.? -1.51 Forkhead domainrs548973 0.3516 YES 3.304E-1 (pos.26856261) Forkhead box N1 (winged helix nude)RNA polymerase II transcription factor activity, sequence-specific DNA binding,T cell homeostasis,T cell lineage commitment,animal organ morphogenesis,blood vessel morphogenesis,defense response,epidermis development,epithelial cell proliferation,hair follicle development,keratinocyte differentiation,lymphoid lineage cell migration into thymus,nail development,nucleus,positive regulation of epithelial cell differentiation,positive regulation of hair follicle development,positive regulation of transcription from RNA polymerase II promoter,regulation of positive thymic T cell selection,regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,thymus epithelium morphogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingAlopecia;Autistic Disorder;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Hair Diseases;Hypotrichosis;Immune System Diseases;Immunologic Deficiency Syndromes;Infant, Newborn, Diseases;Mental Disorders;Metabolic Diseases;Nail Diseases;Neurodevelopmental Disorders;Nutritional and Metabolic Diseases;Severe Combined Immunodeficiency;Skin Diseases;Skin and Connective Tissue DiseasesBenign A=0, G=30 A=0.0, G=1.0 0.00001 438.108 30 A=0/0, G=13/17

chr1:152192631 T/T C T SNV HRNR HRNR:exonic:NM_001009931.2 1 100 3 missense NM_001009931.2c.1474G>A p.Gly492Arg -3.73 125 0.105 0(COSM3996925)S-100/ICaBP type calcium binding domainrs6587647 0.169 YES 4.129E-1 (pos.152192631)acute_myeloid_leukaemia,neoplasmHornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingC=0, T=27 C=0.0, T=1.0 0.00001 389.985 27 C=0/0, T=8/19

chr17:27290969 TG/TG T TG INDEL SEZ6 SEZ6:intronic:NM_178860.4 1 100 intronic NM_178860.4c.1240+11A>CAp.? -0.35 CUB domain,Sushi repeat (SCR repeat)rs11450637,rs397742676,rs8690340190.4994 YES 4.139E-1 (pos.27290969) Seizure-related 6, mouse, homolog ofadult locomotory behavior,apical dendrite,cerebellar Purkinje cell layer development,dendritic shaft,dendritic spine,endoplasmic reticulum,excitatory postsynaptic potential,extracellular space,integral component of membrane,negative regulation of dendrite development,neuronal cell body,perinuclear region of cytoplasm,plasma membrane,positive regulation of dendrite development,regulation of protein kinase C signaling,synapse maturationMental Disorders;Neurodevelopmental Disorders;Schizophrenia, ChildhoodT=0, TG=39 T=0.0, TG=1.0 0.00001 442.781 39 T=0/0, TG=27/12

chr17:27437134 A/G A G SNV MYO18A MYO18A:intronic:NM_078471.3 1 47.62 intronic NM_078471.3c.3088-15T>Cp.? 0.08 IQ calmodulin-binding motif,Myosin head (motor domain),Myosin tail,PDZ domain (Also known as DHR or GLGF)rs2279958 0.4895 YES 8.815E-1 (pos.27437134) Myosin XVIIIA,TGFB1-induced antiapoptotic factor 1ADP binding,ATP binding,ATPase activity,DNA binding,DNA metabolic process,DNA-dependent ATPase activity,Golgi membrane,Golgi organization,Golgi ribbon formation,Golgi vesicle budding,RNA binding,actin filament binding,actomyosin,actomyosin structure organization,asymmetric Golgi ribbon formation,cell migration,cell surface,endoplasmic reticulum-Golgi intermediate compartment,membrane,motor activity,myosin complex,negative regulation of apoptotic process,positive regulation of opsonization,positive regulation of protein secretion,protein binding,regulation of macrophage activation,trans-Golgi networkA=22, G=20 A=0.5238, G=0.4762 0.00001 212.953 42 A=7/15, G=9/11

chr17:27449059 C/A C A SNV MYO18A MYO18A:intronic:NM_078471.3 1 57.14 intronic NM_078471.3c.1088-84G>Tp.? 0.29 IQ calmodulin-binding motif,Myosin head (motor domain),Myosin tail,PDZ domain (Also known as DHR or GLGF)rs877492 YES Myosin XVIIIA,TGFB1-induced antiapoptotic factor 1ADP binding,ATP binding,ATPase activity,DNA binding,DNA metabolic process,DNA-dependent ATPase activity,Golgi membrane,Golgi organization,Golgi ribbon formation,Golgi vesicle budding,RNA binding,actin filament binding,actomyosin,actomyosin structure organization,asymmetric Golgi ribbon formation,cell migration,cell surface,endoplasmic reticulum-Golgi intermediate compartment,membrane,motor activity,myosin complex,negative regulation of apoptotic process,positive regulation of opsonization,positive regulation of protein secretion,protein binding,regulation of macrophage activation,trans-Golgi networkC=9, A=12 C=0.4286, A=0.5714 0.00001 110.304 21 C=5/4, A=9/3

chr17:27898828 C/C T C SNV TP53I13 TP53I13:intronic:NM_138349.3 1 100 intronic NM_138349.3c.313-47T>Cp.? -0.34 rs565977 0.3002 YES 7.51E-1 (pos.27898828) cytoplasm,integral component of membrane,molecular_function,negative regulation of cell cycle,plasma membrane,response to UV,response to drug,response to organic cyclic compoundT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=24/10

chr17:27901975 G/G A G SNV GIT1 GIT1:intronic:NM_001085454.1 1 100 intronic NM_001085454.1c.2101-43T>Cp.? -0.35 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),G protein-coupled receptor kinase-interacting protein 1 C term,GIT coiled-coil Rho guanine nucleotide exchange factor,Putative GTPase activating protein for Arf,Spa2 homology domain (SHD) of GITrs550818 0.2604 YES 9.178E-1 (pos.27901975) G protein-coupled receptor kinase-interacting protein 1GTPase activator activity,cytosol,ephrin receptor signaling pathway,focal adhesion,membrane,metal ion binding,positive regulation of GTPase activity,protein binding,protein complex binding,regulation of G-protein coupled receptor protein signaling pathway,regulation of cytokinesisAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Dyskinesias;Hyperkinesis;Memory Disorders;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsA=0, G=85 A=0.0, G=1.0 0.00001 1390.46 85 A=0/0, G=38/47

chr17:28380152 T/C T C SNV EFCAB5 EFCAB5:intronic:NM_198529.3 1 59.18 intronic NM_198529.3c.1301-121T>Cp.? 0.6 rs149229469 calcium ion binding T=20, C=29 T=0.4082, C=0.5918 0.00001 360.526 49 T=9/11, C=12/17

chr17:28386526 G/G A G SNV EFCAB5 EFCAB5:intronic:NM_198529.3 1 100 intronic NM_198529.3c.2581-37A>Gp.? -1.57 rs4075623 0.4552 YES 3.222E-1 (pos.28386526) calcium ion binding A=0, G=33 A=0.0, G=1.0 0.00001 504.595 33 A=0/0, G=13/20

chr1:152192687 C/C T C SNV HRNR HRNR:exonic:NM_001009931.2 1 100 3 missense NM_001009931.2c.1418A>G p.Glu473Gly -1.27 98 0 S-100/ICaBP type calcium binding domainrs6587648 3.00E-04 YES 9.997E-1 (pos.152192687) Hornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingT=0, C=29 T=0.0, C=1.0 0.00001 427.604 29 T=0/0, C=8/21

chr17:29221227 T/T A T SNV ATAD5 ATAD5:intronic:NM_024857.4 1 100 intronic NM_024857.4c.5297+59A>Tp.? -0.57 ATPase family associated with various cellular activities (AAA)rs752936350,rs9898911 YES ATPase family, AAA domain containing 5ATP binding,cellular response to DNA damage stimulus,immunoglobulin production,nucleus,positive regulation of B cell proliferation,positive regulation of isotype switching to IgG isotypes,regulation of mitotic cell cycle phase transitionAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Ovarian Diseases;Ovarian Neoplasms;Urogenital NeoplasmsA=0, T=48 A=0.0, T=1.0 0.00001 810.35 48 A=0/0, T=15/33

chr17:2923767 G/G A G SNV RAP1GAP2 RAP1GAP2:intronic:NM_015085.4 1 100 intronic NM_015085.4c.1633-4A>Gp.? -0.12 Rap/ran-GAP rs2304982 0.0528 YES 8.58E-1 (pos.2923767) GTPase activator activity,centrosome,cytosol,negative regulation of neuron projection development,neuron projection,nuclear membrane,perinuclear region of cytoplasm,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of cell size,regulation of small GTPase mediated signal transductionAsthma;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Respiratory Hypersensitivity;Respiratory Tract DiseasesA=0, G=46 A=0.0, G=1.0 0.00001 768.313 46 A=0/0, G=35/11

chr1:152192825 T/T C T SNV HRNR HRNR:exonic:NM_001009931.2 1 100 3 missense NM_001009931.2c.1280G>A p.Gly427Asp -0.07 94 0.895 0.01(COSM5425304)S-100/ICaBP type calcium binding domainrs6666097 0.409 YES 3.5E-1 (pos.152192825) acute_myeloid_leukaemia,carcinomaHornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingC=0, T=73 C=0.0, T=1.0 0.00001 1120.25 73 C=0/0, T=39/34

chr1:152192978 C/C T C SNV HRNR HRNR:exonic:NM_001009931.2 1 100 3 missense NM_001009931.2c.1127A>G p.Gln376Arg -1.54 43 0 S-100/ICaBP type calcium binding domainrs6587649 3.00E-04 YES 1.0 (pos.152192978) Hornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingT=0, C=22 T=0.0, C=1.0 0.00001 298.888 22 T=0/0, C=5/17

chr17:2930223 C/C T C SNV RAP1GAP2 RAP1GAP2:intronic:NM_015085.4 1 100 intronic NM_015085.4c.1981-15T>Cp.? -3.68 Rap/ran-GAP rs4790114 0.3701 YES 5.507E-1 (pos.2930223) GTPase activator activity,centrosome,cytosol,negative regulation of neuron projection development,neuron projection,nuclear membrane,perinuclear region of cytoplasm,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of cell size,regulation of small GTPase mediated signal transductionAsthma;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Respiratory Hypersensitivity;Respiratory Tract DiseasesT=0, C=51 T=0.0, C=1.0 0.00001 754.126 51 T=0/0, C=19/32

chr1:152193052 G/G A G SNV HRNR HRNR:exonic:NM_001009931.2 1 100 3 synonymous NM_001009931.2c.1053T>C p.(=) -3.03 S-100/ICaBP type calcium binding domainrs6587650 6.00E-04 YES 9.986E-1;0.0 (pos.152193052) Hornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingA=0, G=130 A=0.0, G=1.0 0.00001 2135.55 130 A=0/0, G=74/56

chr17:29670190 G/G C G SNV NF1 NF1:intronic:NM_001042492.2 1 100 intronic NM_001042492.2c.7189+37C>Gp.? -1.43 Divergent CRAL/TRIO domain,GTPase-activator protein for Ras-like GTPasers7405740 0.0809 YES 8.881E-1 (pos.29670190) Neurofibromin (neurofibromatosis, type I)GTPase activator activity,MAPK cascade,Ras protein signal transduction,Schwann cell development,actin cytoskeleton organization,adrenal gland development,amygdala development,artery morphogenesis,axon,brain development,camera-type eye morphogenesis,cell communication,cellular response to heat,cerebral cortex development,cognition,collagen fibril organization,cytoplasm,cytosol,dendrite,extracellular matrix organization,extrinsic apoptotic signaling pathway via death domain receptors,forebrain astrocyte development,forebrain morphogenesis,gamma-aminobutyric acid secretion, neurotransmission,glutamate secretion, neurotransmission,hair follicle maturation,heart development,integral component of membrane,intrinsic component of the cytoplasmic side of the plasma membrane,liver development,membrane,metanephros development,myelination in peripheral nervous system,negative regulation of MAP kinase activity,negative regulation of MAPK cascade,negative regulation of Rac protein signal transduction,negative regulation ofAdenoma;Astrocytoma;Autistic Disorder;Bone Marrow Diseases;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Communication Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Fibrosarcoma;Genetic Diseases, Inborn;Glioblastoma;Glioma;Heart Defects, Congenital;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Learning Disorders;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Myelomonocytic, Juvenile;Liposarcoma;Melanoma;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myelodysplastic-Myeloproliferative Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Adipose Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Fibrous Tissue;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, NerveBenign C=0, G=20 C=0.0, G=1.0 0.00001 263.786 20 C=0/0, G=9/11

chr17:29844658 C/G C G SNV RAB11FIP4 RAB11FIP4:intronic:NM_032932.5 1 58.33 intronic NM_032932.5c.337-11C>Gp.? -0.08 EF-hand domain pair,FIP domainrs3744619 0.2551 YES 6.491E-1 (pos.29844658) RAB11 family-interacting protein 4ADP-ribosylation factor binding,Rab GTPase binding,calcium ion binding,cleavage furrow,cytokinesis,endocytic vesicle,endosome,extracellular space,intracellular membrane-bounded organelle,microtubule organizing center,midbody,neural retina development,perinuclear region of cytoplasm,positive regulation of G1 to G0 transition,protein binding,protein homodimerization activity,recycling endosome membrane,spindle,transport,viral processC=10, G=14 C=0.4167, G=0.5833 0.00001 135.338 24 C=8/2, G=13/1

chr17:29850698 A/A G A SNV RAB11FIP4 RAB11FIP4:intronic:NM_032932.5 1 100 intronic NM_032932.5c.1029+69G>Ap.? 0.73 EF-hand domain pair,FIP domainrs2074147 YES RAB11 family-interacting protein 4ADP-ribosylation factor binding,Rab GTPase binding,calcium ion binding,cleavage furrow,cytokinesis,endocytic vesicle,endosome,extracellular space,intracellular membrane-bounded organelle,microtubule organizing center,midbody,neural retina development,perinuclear region of cytoplasm,positive regulation of G1 to G0 transition,protein binding,protein homodimerization activity,recycling endosome membrane,spindle,transport,viral processG=0, A=42 G=0.0, A=1.0 0.00001 685.16 42 G=0/0, A=8/34

chr1:152193121 T/T G T SNV HRNR HRNR:exonic:NM_001009931.2 1 100 3 synonymous NM_001009931.2c.984C>A p.(=) -2.74 0.01(COSM146611)S-100/ICaBP type calcium binding domainrs6587651 0.169 YES 3.897E-1 (pos.152193121)acute_myeloid_leukaemia,adenocarcinomaHornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingG=0, T=132 G=0.0, T=1.0 0.00001 2176.52 132 G=0/0, T=73/59

chr17:30509939 G/G C G SNV RHOT1 RHOT1:intronic:NM_001033568.2 1 100 intronic NM_001033568.2c.438+55C>Gp.? -0.05 EF hand associated,Ras family,Ras of Complex, Roc, domain of DAPkinase,Signal recognition particle receptor beta subunitrs6505286 Ras homolog gene family, member T1GTP binding,GTPase activity,calcium ion binding,cellular homeostasis,cytosol,establishment of mitochondrion localization by microtubule attachment,integral component of membrane,integral component of mitochondrial outer membrane,membrane,mitochondrial outer membrane,mitochondrial outer membrane permeabilization,mitochondrion,mitochondrion organization,mitochondrion transport along microtubule,molecular_function,plasma membrane,protein binding,protein deubiquitination,regulation of neurotransmitter secretion,regulation of organelle transport along microtubule,regulation of small GTPase mediated signal transductionC=0, G=100 C=0.0, G=1.0 0.00001 1679.91 100 C=0/0, G=27/73

chr17:30643361 G/G A G SNV RHBDL3 RHBDL3:intronic:NM_138328.2 1 100 intronic NM_138328.2c.943+50A>Gp.? 0.24 EF-hand domain pair,Rhomboid familyrs2344973 0.2208 YES 5.997E-1 (pos.30643361) calcium ion binding,integral component of membrane,protein processing,proteolysis,serine-type endopeptidase activityA=0, G=61 A=0.0, G=1.0 0.00001 921.854 61 A=0/0, G=38/23

chr17:30665005 C/C T C SNV C17orf75 C17orf75:intronic:NM_022344.3 1 100 intronic NM_022344.3c.492-32A>Gp.? 0.59 Mjmu-R1-like protein familyrs35677406 0.448 YES 3.849E-2 (pos.30665005) cellular_component,molecular_function T=0, C=39 T=0.0, C=1.0 0.00001 623.974 39 T=0/0, C=17/22

chr17:30696292 T/T C T SNV ZNF207 ZNF207:intronic:NM_001098507.1 1 100 intronic NM_001098507.1c.1165-22C>Tp.? 1.43 rs2286645 0.393 YES 7.288E-2 (pos.30696292) Zinc finger protein-207DNA binding,DNA binding transcription factor activity,RNA binding,attachment of spindle microtubules to kinetochore,cell division,condensed chromosome kinetochore,cytoplasm,heparin binding,kinetochore,microtubule,microtubule binding,microtubule bundle formation,microtubule polymerization,mitotic sister chromatid segregation,mitotic spindle assembly,mitotic spindle assembly checkpoint,nucleic acid binding,nucleolus,nucleoplasm,nucleus,protein binding,protein stabilization,regulation of chromosome segregation,regulation of transcription, DNA-templated,spindle,spindle matrix,zinc ion bindingC=0, T=95 C=0.0, T=1.0 0.00001 1597.04 95 C=0/0, T=67/28

chr1:152193286 T/T G T SNV HRNR HRNR:exonic:NM_001009931.2 1 100 3 missense NM_001009931.2c.819C>A p.His273Gln -5.14 24 0.001 0(COSM146613)S-100/ICaBP type calcium binding domainrs7545406 0.409 YES 3.485E-1 (pos.152193286)acute_myeloid_leukaemia,adenocarcinoma,neoplasmHornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingG=0, T=45 G=0.0, T=1.0 0.00001 745.845 45 G=0/0, T=18/27

chr17:31319024 C/C A C SNV SPACA3 SPACA3:intronic:NM_173847.4 1 100 intronic NM_173847.4c.34+34A>Cp.? -0.03 C-type lysozyme/alpha-lactalbumin familyrs2188953 0.3437 YES 5.471E-1 (pos.31319024) Sperm acrosome-associated 3acrosomal matrix,acrosomal membrane,cell wall macromolecule catabolic process,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,extracellular region,extracellular space,fertilization,fusion of sperm to egg plasma membrane involved in single fertilization,integral component of membrane,lysosome,lysozyme activity,monocyte activation,peptidoglycan catabolic process,positive regulation of macrophage activation,positive regulation of phagocytosis,protein binding,response to virus,secretory granule,sperm-egg recognitionA=0, C=70 A=0.0, C=1.0 0.00001 1095.97 70 A=0/0, C=14/56

chr17:31319033 C/C G C SNV SPACA3 SPACA3:intronic:NM_173847.4 1 100 intronic NM_173847.4c.34+43G>Cp.? 0.92 C-type lysozyme/alpha-lactalbumin familyrs3922357 0.3653 YES 4.986E-1;0.0 (pos.31319033) Sperm acrosome-associated 3acrosomal matrix,acrosomal membrane,cell wall macromolecule catabolic process,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,extracellular region,extracellular space,fertilization,fusion of sperm to egg plasma membrane involved in single fertilization,integral component of membrane,lysosome,lysozyme activity,monocyte activation,peptidoglycan catabolic process,positive regulation of macrophage activation,positive regulation of phagocytosis,protein binding,response to virus,secretory granule,sperm-egg recognitionG=0, C=63 G=0.0, C=1.0 0.00001 958.917 63 G=0/0, C=8/55

chr1:152193291 T/T G T SNV HRNR HRNR:exonic:NM_001009931.2 1 100 3 synonymous NM_001009931.2c.814C>A p.(=) -2.72 0.01(COSM146614)S-100/ICaBP type calcium binding domainrs6587652 0.169 YES 4.11E-1 (pos.152193291) acute_myeloid_leukaemia,adenocarcinoma,neoplasmHornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingG=0, T=46 G=0.0, T=1.0 0.00001 768.3 46 G=0/0, T=18/28

chr1:152193544 G/G A G SNV HRNR HRNR:exonic:NM_001009931.2 1 100 3 synonymous NM_001009931.2c.561T>C p.(=) 0.16 0(COSM146615)S-100/ICaBP type calcium binding domainrs7535536 0.1698 YES 3.89E-1 (pos.152193544) acute_myeloid_leukaemia,adenocarcinoma,carcinomaHornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingA=0, G=35 A=0.0, G=1.0 0.00001 543.873 35 A=0/0, G=7/28

chr1:152193547 A/A G A SNV HRNR HRNR:exonic:NM_001009931.2 1 100 3 synonymous NM_001009931.2c.558C>T p.(=) -1.98 S-100/ICaBP type calcium binding domainrs6587653 3.00E-04 YES 1.0 (pos.152193547) Hornerin azurophil granule lumen,calcium ion binding,cell envelope organization,cornified envelope,cytoplasm,establishment of skin barrier,extracellular exosome,extracellular region,keratinization,keratohyalin granule,neutrophil degranulation,nucleus,perinuclear region of cytoplasm,transition metal ion bindingG=0, A=35 G=0.0, A=1.0 0.00001 543.903 35 G=0/0, A=7/28

chr2:20823724 C/C T C SNV HS1BP3 HS1BP3:exonic:NM_022460.3 1 100 6 synonymous NM_022460.3c.852A>G p.(=) -4.22 0.01(COSM4133403)PX domain rs6531248 1.00E-04 9.999E-1;0.0 (pos.20823724)neoplasm HS1-binding protein 3endoplasmic reticulum,mitochondrion,phosphatidylinositol binding,regulation of apoptotic processT=0, C=26 T=0.0, C=1.0 0.00001 371.419 26 T=0/0, C=10/16

chr2:20824559 T/T C T SNV HS1BP3 HS1BP3:exonic:NM_022460.3 1 100 5 synonymous NM_022460.3c.717G>A p.(=) -0.44 0.02(COSM4133405)PX domain rs2305457 0.259 YES 4.979E-1 (pos.20824559) carcinoma,neoplasmHS1-binding protein 3endoplasmic reticulum,mitochondrion,phosphatidylinositol binding,regulation of apoptotic processC=0, T=33 C=0.0, T=1.0 0.00001 498.122 33 C=0/0, T=16/17

chr16:1962046 TA/TA CG TA MNV HS3ST6 HS3ST6:exonic:NM_001009606.3 2 100 2 missense NM_001009606.3c.573_574delCGinsTAp.Ala192Thr 3.32, 0.22 1 58 0.085 0.54(COSM3932254),0.54(COSM3932255)Sulfotransferase domain,Sulfotransferase familyrs1657140,rs1742399,rs386787777,rs8789101840.3418 YES 4.718E-1 (pos.1962047),4.989E-1 (pos.1962046)carcinoma,ductal_carcinoma,neoplasmGolgi membrane,glycosaminoglycan biosynthetic process,heparan sulfate-glucosamine 3-sulfotransferase 1 activity,integral component of membraneLung Diseases;Lung Diseases, Interstitial;Lung Injury;Pneumoconiosis;Respiratory Tract DiseasesCG=0, TA=61CG=0.0, TA=1.0 0.00001 925.467 61 CG=0/0, TA=24/37

chr1:120057158 T/T C T SNV HSD3B1 HSD3B1:exonic:NM_000862.2 1 100 4 synonymous NM_000862.2c.1012C>T p.(=) 1.56 0.48(COSM3747510)3-beta hydroxysteroid dehydrogenase/isomerase family,GDP-mannose 4,6 dehydratase,KR domain,Male sterility protein,NAD dependent epimerase/dehydratase family,NAD(P)H-binding,NmrA-like family,Polysaccharide biosynthesis protein,RmlD substrate binding domainrs6203 0.4337 YES 6.688E-1 (pos.120057158)adenocarcinoma,hepatocellular_carcinoma,neoplasmHydroxy-delta-5-steroid dehydrogenase, 3 beta- and steroid delta-isomerase, type 1 (placental, peripheral)3-beta-hydroxy-delta5-steroid dehydrogenase activity,androgen biosynthetic process,cholesterol dehydrogenase activity,endoplasmic reticulum membrane,estrogen biosynthetic process,glucocorticoid biosynthetic process,integral component of membrane,mineralocorticoid biosynthetic process,mitochondrial inner membrane,mitochondrial intermembrane space,oxidation-reduction process,smooth endoplasmic reticulum membrane,steroid biosynthetic process,steroid delta-isomerase activityAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsAndrostenedione,NADH,TrilostaneC=0, T=62 C=0.0, T=1.0 0.00001 940.32 62 C=0/0, T=31/31

chr1:120057246 A/A C A SNV HSD3B1 HSD3B1:exonic:NM_000862.2 1 100 4 missense NM_000862.2c.1100C>A p.Thr367Asn -0.09 0.32 65 0.021 0.02(COSM3747511)3-beta hydroxysteroid dehydrogenase/isomerase family,GDP-mannose 4,6 dehydratase,KR domain,Male sterility protein,NAD dependent epimerase/dehydratase family,NAD(P)H-binding,NmrA-like family,Polysaccharide biosynthesis protein,RmlD substrate binding domainrs1047303,rs45609334 0.3183 YES 9.376E-1 (pos.120057246)adenocarcinoma,hepatocellular_carcinomaHydroxy-delta-5-steroid dehydrogenase, 3 beta- and steroid delta-isomerase, type 1 (placental, peripheral)3-beta-hydroxy-delta5-steroid dehydrogenase activity,androgen biosynthetic process,cholesterol dehydrogenase activity,endoplasmic reticulum membrane,estrogen biosynthetic process,glucocorticoid biosynthetic process,integral component of membrane,mineralocorticoid biosynthetic process,mitochondrial inner membrane,mitochondrial intermembrane space,oxidation-reduction process,smooth endoplasmic reticulum membrane,steroid biosynthetic process,steroid delta-isomerase activityAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsAndrostenedione,NADH,TrilostaneC=0, A=57 C=0.0, A=1.0 0.00001 849.007 57 C=0/0, A=24/33

chr17:33807250 A/A T A SNV SLFN12L SLFN12L:intronic:NM_001195790.1 1 100 intronic NM_001195790.1c.15-36A>T p.? -0.58 Putative DNA-binding domainrs9905892 0.3277 YES 6.794E-1 (pos.33807250) Schlafen family, member 12-likeATP binding,integral component of membrane T=0, A=61 T=0.0, A=1.0 0.00001 921.854 61 T=0/0, A=35/26

chr17:3419689 TG/TG CA TG MNV TRPV3 TRPV3:intronic:NM_001258205.1 2 100 intronic NM_001258205.1c.2198+62TG>CAp.? -1.37, -1.65 Ankyrin repeat,Ankyrin repeats (3 copies),Ion transport proteinrs386794632,rs8081785,rs8082339,rs879613617YES Transient receptor potential cation channel, subfamily V, member 3Menthol CA=0, TG=28CA=0.0, TG=1.0 0.00001 411.88 28 CA=0/0, TG=19/9

chr17:3424183 G/G A G SNV TRPV3 TRPV3:intronic:NM_001258205.1 1 100 intronic NM_001258205.1c.1810+84T>Cp.? -0.32 Ankyrin repeat,Ankyrin repeats (3 copies),Ion transport proteinrs8079980 YES Transient receptor potential cation channel, subfamily V, member 3Menthol A=0, G=22 A=0.0, G=1.0 0.00001 303.278 22 A=0/0, G=7/15

chr21:45078035 T/T C T SNV HSF2BP HSF2BP:utr_5:NM_007031.1 1 100 2 utr_5 NM_007031.1c.-58G>A p.? 0.12 rs2838343 YES Heat-shock transcription factor 2-binding proteincytosol,protein binding,spermatogenesis,transcription from RNA polymerase II promoterDigestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte DisordersC=0, T=104 C=0.0, T=1.0 0.00001 1626.72 104 C=0/0, T=38/66

chr17:56544280 G/G T G SNV HSF5 HSF5:exonic:NM_001080439.2 1 100 3 missense NM_001080439.2c.986A>C p.Asn329Thr 3.24 1 65 0 HSF-type DNA-bindingrs1017089 3.00E-04 1.0;0.0 (pos.56544280) DNA binding transcription factor activity,nucleus,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templatedT=0, G=70 T=0.0, G=1.0 0.00001 1092.07 70 T=0/0, G=27/43

chr5:137892170 A/A G A SNV HSPA9 HSPA9:exonic:NM_004134.6 1 100 16 synonymous NM_004134.6c.1933C>T p.(=) 0.89 0.69(COSM3760932)FGGY family of carbohydrate kinases, C-terminal domain,Hsp70 protein,MreB/Mbl proteinrs10117 0.3997 YES 7.866E-1 (pos.137892170)adenocarcinoma,ductal_carcinomaHeat-shock 70kD protein-9 (mortalin)ATP binding,RNA binding,cytoplasm,erythrocyte differentiation,extracellular exosome,extracellular matrix,focal adhesion,interleukin-12-mediated signaling pathway,mitochondrial matrix,mitochondrial nucleoid,mitochondrion,negative regulation of apoptotic process,negative regulation of erythrocyte differentiation,nucleolus,protein binding,protein folding,ubiquitin protein ligase binding,unfolded protein bindingAdenocarcinoma;Autoimmune Diseases;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Hepatocellular;Carcinoma, Renal Cell;Cardiovascular Diseases;Central Nervous System Diseases;Digestive System Diseases;Digestive System Neoplasms;Enterocolitis;Enterocolitis, Necrotizing;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;HIV Infections;Heart Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Intestinal Diseases;Kidney Diseases;Kidney Neoplasms;Liver Diseases;Liver Neoplasms;Male Urogenital Diseases;Movement Disorders;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Uveal Diseases;Uveitis;Vascular DiseasesG=0, A=36 G=0.0, A=1.0 0.00001 563.743 36 G=0/0, A=21/15

chr17:34416665 G/G A G SNV CCL3 CCL3:intronic:NM_002983.2 1 100 intronic NM_002983.2c.74-22T>C p.? -0.01 Small cytokines (intecrine/chemokine), interleukin-8 likers1719133 9.00E-04 1.0 (pos.34416665) Chemokine, C-C motif, ligand 3CCR1 chemokine receptor binding,CCR5 chemokine receptor binding,G-protein coupled receptor signaling pathway,MAPK cascade,T cell chemotaxis,astrocyte cell migration,behavior,calcium ion transport,calcium-dependent protein kinase C activity,calcium-mediated signaling,cell activation,cell-cell signaling,cellular calcium ion homeostasis,cellular response to interferon-gamma,cellular response to interleukin-1,cellular response to organic cyclic compound,cellular response to tumor necrosis factor,chemoattractant activity,chemokine activity,chemokine-mediated signaling pathway,chemotaxis,cytoplasm,cytoskeleton organization,cytosol,eosinophil chemotaxis,eosinophil degranulation,exocytosis,extracellular region,extracellular space,granulocyte chemotaxis,identical protein binding,inflammatory response,intracellular,kinase activity,lipopolysaccharide-mediated signaling pathway,lymphocyte chemotaxis,macrophage chemotaxis,monocyte chemotaxis,negative regulation by host of viral transcription,negative regulation of bone miAdenocarcinoma;Arterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Brain Diseases;Brain Ischemia;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Digestive System Diseases;Digestive System Neoplasms;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;HIV Infections;Heart Diseases;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Kidney Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Injury;Male Urogenital Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nephritis;Nervous System Diseases;Pulmonary Fibrosis;Reperfusion Injury;Respiratory Tract Diseases;Status Epilepticus;Urologic Diseases;Vascular DiseasesROX-888 A=0, G=32 A=0.0, G=1.0 0.00001 485.14 32 A=0/0, G=19/13

chr2:198362018 C/C T C SNV HSPD1 HSPD1:exonic:NM_002156.4 1 100 3 synonymous NM_002156.4c.273A>G p.(=) 0.79 0.65(COSM3757861),0.65(COSM3757862),0.65(COSM3757863)TCP-1/cpn60 chaperonin familyrs8539 0.3158 YES 5.216E-1 (pos.198362018)acute_myeloid_leukaemia,adenocarcinoma,diffuse_large_B_cell_lymphomaHeat-shock 60kD protein 1'de novo' protein folding,ATP binding,ATPase activity,B cell activation,B cell cytokine production,B cell proliferation,DNA replication origin binding,MyD88-dependent toll-like receptor signaling pathway,RNA binding,T cell activation,activation of cysteine-type endopeptidase activity involved in apoptotic process,adhesion of symbiont to host,apolipoprotein A-I binding,apolipoprotein binding,apoptotic mitochondrial changes,cell surface,chaperone binding,chaperone-mediated protein complex assembly,chaperone-mediated protein folding,clathrin-coated pit,coated vesicle,cyclin-dependent protein kinase activating kinase holoenzyme complex,cytoplasm,cytosol,double-stranded RNA binding,early endosome,enzyme binding,extracellular exosome,extracellular matrix,extracellular space,high-density lipoprotein particle binding,interaction with symbiont,isotype switching to IgG isotypes,lipopolysaccharide binding,lipopolysaccharide receptor complex,membrane,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,negativAcute Coronary Syndrome;Adenocarcinoma;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Brain Infarction;Brain Ischemia;Carcinoma;Carcinoma, Renal Cell;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Diseases;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Glucose Metabolism Disorders;HIV Infections;Heart Diseases;Heart Valve Diseases;Hereditary Central Nervous System Demyelinating Diseases;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Immunologic Deficiency Syndromes;Infarction, MiddlBenign/Likely benignT=0, C=50 T=0.0, C=1.0 0.00001 852.747 50 T=0/0, C=26/24

chr1:22154845 G/G A G SNV HSPG2 HSPG2:exonic:NM_005529.6 1 100 89 synonymous NM_005529.6c.12312T>Cp.(=) 1.35 0.11(COSM3746805)EGF-like domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Laminin B (Domain IV),Laminin EGF domain,Laminin G domain,Low-density lipoprotein receptor domain class Ars2228347 0.3063 YES 1.607E-1 (pos.22154845) ductal_carcinoma,hepatocellular_carcinomaHeparan sulfate proteoglycan of basement membrane (perlecan)Golgi lumen,angiogenesis,basement membrane,brain development,calcium ion binding,cardiovascular system development,cell differentiation,cell growth,cellular protein metabolic process,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,inflammatory response,lipid metabolic process,low-density lipoprotein particle receptor binding,lysosomal lumen,negative regulation of angiogenesis,plasma membrane,plasma membrane protein complex,protein C-terminus binding,protein binding,receptor-mediated endocytosis,retinoid metabolic processBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Osteochondrodysplasias;Schizophrenia, ChildhoodPalifermin Benign A=0, G=88 A=0.0, G=1.0 0.00001 1451.91 88 A=0/0, G=35/53

chr1:22165901 G/G A G SNV HSPG2 HSPG2:exonic:NM_005529.6 1 100 73 synonymous NM_005529.6c.9852T>C p.(=) -3.41 0.02(COSM5427757)EGF-like domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Laminin B (Domain IV),Laminin EGF domain,Laminin G domain,Low-density lipoprotein receptor domain class Ars2291826 0.2571 YES 1.621E-1 (pos.22165901) acute_myeloid_leukaemiaHeparan sulfate proteoglycan of basement membrane (perlecan)Golgi lumen,angiogenesis,basement membrane,brain development,calcium ion binding,cardiovascular system development,cell differentiation,cell growth,cellular protein metabolic process,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,inflammatory response,lipid metabolic process,low-density lipoprotein particle receptor binding,lysosomal lumen,negative regulation of angiogenesis,plasma membrane,plasma membrane protein complex,protein C-terminus binding,protein binding,receptor-mediated endocytosis,retinoid metabolic processBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Osteochondrodysplasias;Schizophrenia, ChildhoodPalifermin Benign A=0, G=74 A=0.0, G=1.0 0.00001 1159.96 74 A=0/0, G=32/42

chr17:34869150 A/A C A SNV MYO19 MYO19:intronic:NM_001163735.1 1 100 intronic NM_001163735.1c.894+122G>Tp.? -1.61 IQ calmodulin-binding motif,Myosin head (motor domain)rs6607296 YES Myosin XIX ATP binding,ATPase activity,actin binding,mitochondrial outer membrane,mitochondrion,motor activity,myosin complex,myosin light chain binding,plus-end directed microfilament motor activity,regulation of cytokinesis,regulation of mitochondrial fissionC=0, A=53 C=0.0, A=1.0 0.00001 782.03 53 C=0/0, A=32/21

chr17:34869155 A/A G A SNV MYO19 MYO19:intronic:NM_001163735.1 1 100 intronic NM_001163735.1c.894+117C>Tp.? -0.51 IQ calmodulin-binding motif,Myosin head (motor domain)rs8882 YES Myosin XIX ATP binding,ATPase activity,actin binding,mitochondrial outer membrane,mitochondrion,motor activity,myosin complex,myosin light chain binding,plus-end directed microfilament motor activity,regulation of cytokinesis,regulation of mitochondrial fissionG=0, A=52 G=0.0, A=1.0 0.00001 760.746 52 G=0/0, A=31/21

chr17:35549275 C/C T C SNV ACACA ACACA:intronic:NM_198834.2 1 100 intronic NM_198834.2c.4201-29A>Gp.? -1.64 ATP-grasp domain,Acetyl-CoA carboxylase, central region,Biotin carboxylase C-terminal domain,Biotin carboxylase, N-terminal domain,Biotin-requiring enzyme,Carbamoyl-phosphate synthase L chain, ATP binding domain,Carboxyl transferase domain,D-ala D-ala ligase C-terminusrs2305099 0.1829 YES 7.595E-1 (pos.35549275) Acetyl-Coenzyme A carboxylase, alphaATP binding,acetyl-CoA carboxylase activity,acetyl-CoA metabolic process,actin cytoskeleton,biotin carboxylase activity,biotin metabolic process,carnitine shuttle,cellular response to prostaglandin E stimulus,cytosol,extracellular exosome,fatty acid biosynthetic process,fatty-acyl-CoA biosynthetic process,fibrillar center,identical protein binding,lipid homeostasis,malonyl-CoA biosynthetic process,metal ion binding,mitochondrion,multicellular organismal protein metabolic process,positive regulation of cellular metabolic process,protein binding,protein homotetramerization,regulation of cholesterol biosynthetic process,tissue homeostasisAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Celiac Disease;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Intestinal Diseases;Liver Diseases;Liver Neoplasms;Malabsorption Syndromes;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutritional and Metabolic DiseasesBiotin T=0, C=32 T=0.0, C=1.0 0.00001 485.141 32 T=0/0, C=13/19

chr1:22216574 A/A C A SNV HSPG2 HSPG2:exonic:NM_005529.6 1 100 6 synonymous NM_005529.6c.474G>T p.(=) -0.63 EGF-like domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Laminin B (Domain IV),Laminin EGF domain,Laminin G domain,Low-density lipoprotein receptor domain class Ars2254358 0.323 YES 3.736E-1 (pos.22216574) Heparan sulfate proteoglycan of basement membrane (perlecan)Golgi lumen,angiogenesis,basement membrane,brain development,calcium ion binding,cardiovascular system development,cell differentiation,cell growth,cellular protein metabolic process,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,inflammatory response,lipid metabolic process,low-density lipoprotein particle receptor binding,lysosomal lumen,negative regulation of angiogenesis,plasma membrane,plasma membrane protein complex,protein C-terminus binding,protein binding,receptor-mediated endocytosis,retinoid metabolic processBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Osteochondrodysplasias;Schizophrenia, ChildhoodPalifermin Benign C=0, A=44 C=0.0, A=1.0 0.00001 726.569 44 C=0/0, A=22/22

chr17:35608889 A/A G A SNV ACACA ACACA:intronic:NM_198834.2 1 100 intronic NM_198834.2c.2081+42C>Tp.? 0.26 ATP-grasp domain,Acetyl-CoA carboxylase, central region,Biotin carboxylase C-terminal domain,Biotin carboxylase, N-terminal domain,Biotin-requiring enzyme,Carbamoyl-phosphate synthase L chain, ATP binding domain,Carboxyl transferase domain,D-ala D-ala ligase C-terminusrs1519091 0.1862 YES 7.579E-1 (pos.35608889) Acetyl-Coenzyme A carboxylase, alphaATP binding,acetyl-CoA carboxylase activity,acetyl-CoA metabolic process,actin cytoskeleton,biotin carboxylase activity,biotin metabolic process,carnitine shuttle,cellular response to prostaglandin E stimulus,cytosol,extracellular exosome,fatty acid biosynthetic process,fatty-acyl-CoA biosynthetic process,fibrillar center,identical protein binding,lipid homeostasis,malonyl-CoA biosynthetic process,metal ion binding,mitochondrion,multicellular organismal protein metabolic process,positive regulation of cellular metabolic process,protein binding,protein homotetramerization,regulation of cholesterol biosynthetic process,tissue homeostasisAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Celiac Disease;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Intestinal Diseases;Liver Diseases;Liver Neoplasms;Malabsorption Syndromes;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutritional and Metabolic DiseasesBiotin G=0, A=109 G=0.0, A=1.0 0.00001 1718.88 109 G=0/0, A=69/40

chr1:22216604 G/G C G SNV HSPG2 HSPG2:exonic:NM_005529.6 1 100 6 synonymous NM_005529.6c.444G>C p.(=) 1.47 0.91(COSM3997259),0.91(COSM3997260)EGF-like domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Laminin B (Domain IV),Laminin EGF domain,Laminin G domain,Low-density lipoprotein receptor domain class Ars2254357 0.3229 YES 3.732E-1;8.104E-4 (pos.22216604)acute_myeloid_leukaemia,neoplasmHeparan sulfate proteoglycan of basement membrane (perlecan)Golgi lumen,angiogenesis,basement membrane,brain development,calcium ion binding,cardiovascular system development,cell differentiation,cell growth,cellular protein metabolic process,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,inflammatory response,lipid metabolic process,low-density lipoprotein particle receptor binding,lysosomal lumen,negative regulation of angiogenesis,plasma membrane,plasma membrane protein complex,protein C-terminus binding,protein binding,receptor-mediated endocytosis,retinoid metabolic processBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Osteochondrodysplasias;Schizophrenia, ChildhoodPalifermin Benign C=0, G=42 C=0.0, G=1.0 0.00001 685.035 42 C=0/0, G=19/23

chr1:22163390 G/A G A SNV HSPG2 HSPG2:exonic:NM_005529.6 1 59.09 75 synonymous NM_005529.6c.10260C>Tp.(=) 2.38 0.8(COSM3750889)EGF-like domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Laminin B (Domain IV),Laminin EGF domain,Laminin G domain,Low-density lipoprotein receptor domain class Ars35444472 0.0737 YES 0.0 (pos.22163390) adenocarcinomaHeparan sulfate proteoglycan of basement membrane (perlecan)Golgi lumen,angiogenesis,basement membrane,brain development,calcium ion binding,cardiovascular system development,cell differentiation,cell growth,cellular protein metabolic process,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,inflammatory response,lipid metabolic process,low-density lipoprotein particle receptor binding,lysosomal lumen,negative regulation of angiogenesis,plasma membrane,plasma membrane protein complex,protein C-terminus binding,protein binding,receptor-mediated endocytosis,retinoid metabolic processBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Osteochondrodysplasias;Schizophrenia, ChildhoodPalifermin Likely benign G=18, A=26 G=0.4091, A=0.5909 0.00001 311.151 44 G=10/8, A=20/6

chr1:22169290 G/A G A SNV HSPG2 HSPG2:exonic:NM_005529.6 1 50 67 synonymous NM_005529.6c.8883C>T p.(=) -3.54 EGF-like domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Laminin B (Domain IV),Laminin EGF domain,Laminin G domain,Low-density lipoprotein receptor domain class Ars754291860 1.159E-4 (pos.22169290) Heparan sulfate proteoglycan of basement membrane (perlecan)Golgi lumen,angiogenesis,basement membrane,brain development,calcium ion binding,cardiovascular system development,cell differentiation,cell growth,cellular protein metabolic process,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,inflammatory response,lipid metabolic process,low-density lipoprotein particle receptor binding,lysosomal lumen,negative regulation of angiogenesis,plasma membrane,plasma membrane protein complex,protein C-terminus binding,protein binding,receptor-mediated endocytosis,retinoid metabolic processBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Osteochondrodysplasias;Schizophrenia, ChildhoodPalifermin G=11, A=11 G=0.5, A=0.5 0.00001 94.4797 22 G=9/2, A=10/1

chr17:3577146 C/T C T SNV

P2RX5,P2RX

5-TAX1BP3 P2RX5:utr_3:NM_002561.3, P2RX5-TAX1BP3:intronic_nc:NR_037928.11

45.45

intronic NR_037928.1, NM_002561.3c.1285G>A p.? -1.18 ATP P2X receptorrs1063497 0.1036 YES 2.261E-1;0.0 (pos.3577146) ATP binding,blood coagulation,cation transmembrane transport,cytosol,excitatory postsynaptic potential,extracellularly ATP-gated cation channel activity,integral component of nuclear inner membrane,integral component of plasma membrane,ion channel activity,nervous system development,plasma membrane,positive regulation of calcium ion transport into cytosol,positive regulation of calcium-mediated signaling,postsynapse,purinergic nucleotide receptor activity,purinergic nucleotide receptor signaling pathway,response to ATP,signal transduction,transmembrane signaling receptor activity,transportC=12, T=10 C=0.5455, T=0.4545 0.00001 81.7626 22 C=5/7, T=5/5

chr1:22149935 C/C T C SNV

HSPG2,LDLR

AD2 LDLRAD2:utr_3:NM_001013693.2, HSPG2:exonic:NM_005529.6 1
100

97 synonymous NM_001013693.2, NM_005529.6c.2046T>C, c.13050A>Gp.?, p.(=) -3.57 0.04(COSM3750884)EGF-like domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Laminin B (Domain IV),Laminin EGF domain,Laminin G domain,Low-density lipoprotein receptor domain class Ars897467 0.1719 YES 8.206E-1;0.0 (pos.22149935)adenocarcinoma,neoplasmHeparan sulfate proteoglycan of basement membrane (perlecan)Golgi lumen,angiogenesis,basement membrane,brain development,calcium ion binding,cardiovascular system development,cell differentiation,cell growth,cellular protein metabolic process,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,inflammatory response,integral component of membrane,lipid metabolic process,low-density lipoprotein particle receptor binding,lysosomal lumen,negative regulation of angiogenesis,plasma membrane,plasma membrane protein complex,protein C-terminus binding,protein binding,receptor-mediated endocytosis,retinoid metabolic processBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Osteochondrodysplasias;Schizophrenia, ChildhoodPalifermin Benign T=0, C=32 T=0.0, C=1.0 0.00001 485.083 32 T=0/0, C=17/15

chr17:35956263 C/C T C SNV SYNRG SYNRG:intronic:NM_001163544.2 1 100 intronic NM_001163544.2c.240+7A>Gp.? -0.35 rs4795207 1.00E-04 1.0 (pos.35956263) AP-1 adaptor complex,Golgi apparatus,cytoplasm,endocytosis,intracellular protein transport,protein bindingT=0, C=26 T=0.0, C=1.0 0.00001 371.419 26 T=0/0, C=15/11

chr1:22150160 G/T G T SNV

HSPG2,LDLR

AD2 LDLRAD2:utr_3:NM_001013693.2, HSPG2:exonic:NM_005529.6 1
59.09

96 synonymous NM_001013693.2, NM_005529.6c.2271G>T, c.12952C>Ap.?, p.(=) 3.51 0.92(COSM3750887)EGF-like domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Laminin B (Domain IV),Laminin EGF domain,Laminin G domain,Low-density lipoprotein receptor domain class Ars3736358 0.1755 YES 1.613E-1;0.0 (pos.22150160)adenocarcinomaHeparan sulfate proteoglycan of basement membrane (perlecan)Golgi lumen,angiogenesis,basement membrane,brain development,calcium ion binding,cardiovascular system development,cell differentiation,cell growth,cellular protein metabolic process,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,inflammatory response,integral component of membrane,lipid metabolic process,low-density lipoprotein particle receptor binding,lysosomal lumen,negative regulation of angiogenesis,plasma membrane,plasma membrane protein complex,protein C-terminus binding,protein binding,receptor-mediated endocytosis,retinoid metabolic processBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Osteochondrodysplasias;Schizophrenia, ChildhoodPalifermin Benign G=9, T=13 G=0.4091, T=0.5909 0.00001 122.568 22 G=9/0, T=9/4

chr1:22148817 G/A G A SNV

HSPG2,LDLR

AD2 LDLRAD2:utr_3:NM_001013693.2, HSPG2:utr_3:NM_005529.6 1
46.43

5 utr_3 NM_001013693.2, NM_005529.6c.928G>A, c.14168C>Tp.?, p.? -0.57 EGF-like domain,Human growth factor-like EGF,Immunoglobulin I-set domain,Immunoglobulin domain,Laminin B (Domain IV),Laminin EGF domain,Laminin G domain,Low-density lipoprotein receptor domain class Ars1049675 YES Heparan sulfate proteoglycan of basement membrane (perlecan)Golgi lumen,angiogenesis,basement membrane,brain development,calcium ion binding,cardiovascular system development,cell differentiation,cell growth,cellular protein metabolic process,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,inflammatory response,integral component of membrane,lipid metabolic process,low-density lipoprotein particle receptor binding,lysosomal lumen,negative regulation of angiogenesis,plasma membrane,plasma membrane protein complex,protein C-terminus binding,protein binding,receptor-mediated endocytosis,retinoid metabolic processBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neurodevelopmental Disorders;Osteochondrodysplasias;Schizophrenia, ChildhoodPalifermin Likely benign G=15, A=13 G=0.5357, A=0.4643 0.00001 117.927 28 G=9/6, A=6/7

chr17:3635603 A/G A G SNV ITGAE ITGAE:intronic:NM_002208.4 1 47.62 intronic NM_002208.4c.2754+59T>Cp.? 0.3 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,von Willebrand factor type A domainrs56163349 YES Integrin, alpha-Ecell adhesion,external side of plasma membrane,extracellular matrix organization,integrin complex,integrin-mediated signaling pathway,metal ion binding,plasma membraneAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Mental Disorders;Neurodevelopmental DisordersA=11, G=10 A=0.5238, G=0.4762 0.00001 81.7863 21 A=5/6, G=8/2

chr13:31725260 G/G A G SNV HSPH1 HSPH1:exonic:NM_006644.3 1 100 7 synonymous NM_006644.3c.732T>C p.(=) 1.28 0.72(COSM3753639),0.72(COSM5827366)Hsp70 protein,MreB/Mbl proteinrs11556147 0.4722 YES 1.088E-2 (pos.31725260) adenocarcinomaHeat-shock 105/110kD protein 1ATP binding,adenyl-nucleotide exchange factor activity,alpha-tubulin binding,chaperone mediated protein folding requiring cofactor,cytoplasm,cytosol,endocytic vesicle lumen,extracellular exosome,extracellular region,microtubule,negative regulation of establishment of protein localization to mitochondrion,negative regulation of intrinsic apoptotic signaling pathway in response to hydrogen peroxide,negative regulation of p38MAPK cascade,nucleoplasm,positive regulation of MHC class I biosynthetic process,positive regulation of NK T cell activation,positive regulation of protein tyrosine kinase activity,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein complex,receptor-mediated endocytosis,regulation of cellular response to heat,response to unfolded proteinHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=9/11

chr13:31729729 G/G A G SNV HSPH1 HSPH1:exonic:NM_006644.3 1 100 3 synonymous NM_006644.3c.228T>C p.(=) 1.48 Hsp70 protein,MreB/Mbl proteinrs1047086 0.4724 YES 1.086E-2 (pos.31729729) Heat-shock 105/110kD protein 1ATP binding,adenyl-nucleotide exchange factor activity,alpha-tubulin binding,chaperone mediated protein folding requiring cofactor,cytoplasm,cytosol,endocytic vesicle lumen,extracellular exosome,extracellular region,microtubule,negative regulation of establishment of protein localization to mitochondrion,negative regulation of intrinsic apoptotic signaling pathway in response to hydrogen peroxide,negative regulation of p38MAPK cascade,nucleoplasm,positive regulation of MHC class I biosynthetic process,positive regulation of NK T cell activation,positive regulation of protein tyrosine kinase activity,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein complex,receptor-mediated endocytosis,regulation of cellular response to heat,response to unfolded proteinHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesA=0, G=28 A=0.0, G=1.0 0.00001 408.718 28 A=0/0, G=14/14

chr17:36638948 G/G A G SNV ARHGAP23 ARHGAP23:intronic:NM_001199417.1 1 100 intronic NM_001199417.1c.2907+29A>Gp.? -0.19 PDZ domain,PDZ domain (Also known as DHR or GLGF),PH domain,Pleckstrin homology domain,RhoGAP domainrs2303992 YES 9.221E-1 (pos.36638948) RHO GTPase-activating protein 23GTPase activator activity,cytosol,extracellular exosome,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeA=0, G=36 A=0.0, G=1.0 0.00001 563.743 36 A=0/0, G=18/18

chr11:20404613 G/G T G SNV HTATIP2 HTATIP2:exonic:NM_001098520.1 1 100 6 missense NM_001098520.1c.693T>G p.Ser231Arg -0.59 0.12 110 0.003 NAD(P)H-bindingrs3824886 0.0498 YES 4.978E-1 (pos.20404613) HIV-1 TAT-interacting protein 2, 30kDangiogenesis,apoptotic process,cell differentiation,cytoplasm,cytosol,membrane,negative regulation of apoptotic process,nuclear envelope,nuclear import,nucleus,oxidation-reduction process,oxidoreductase activity,protein binding,regulation of angiogenesis,regulation of transcription from RNA polymerase II promoter,transcription coactivator activity,viral processAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialT=0, G=23 T=0.0, G=1.0 0.00001 316.747 23 T=0/0, G=17/6

chr17:3665160 G/G C G SNV ITGAE ITGAE:intronic:NM_002208.4 1 100 intronic NM_002208.4c.315+49G>Cp.? -0.16 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,von Willebrand factor type A domainrs220471 0.2879 YES 1.804E-1 (pos.3665160) Integrin, alpha-Ecell adhesion,external side of plasma membrane,extracellular matrix organization,integrin complex,integrin-mediated signaling pathway,metal ion binding,plasma membraneAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Mental Disorders;Neurodevelopmental DisordersC=0, G=56 C=0.0, G=1.0 0.00001 832.1 56 C=0/0, G=36/20

chr17:36734700 C/C T C SNV SRCIN1 SRCIN1:intronic:NM_025248.2 1 100 intronic NM_025248.2c.324+43A>Gp.? -0.23 Actin interacting protein 3rs746355030,rs7503695,rs7723477610.1782 YES 0.0;0.0 (pos.36734699),1.451E-3 (pos.36734693),9.725E-1 (pos.36734700)Src kinase signaling inhibitor 1actin cytoskeleton,axon,cytoplasm,dendrite,exocytosis,filopodium,focal adhesion,lamellipodium,negative regulation of protein secretion,negative regulation of protein tyrosine kinase activity,neuronal cell body,positive regulation of protein tyrosine kinase activity,postsynaptic density,postsynaptic membrane,protein binding,protein domain specific binding,protein kinase binding,regulation of cell migration,regulation of dendritic spine morphogenesis,substrate adhesion-dependent cell spreading,synapseT=0, C=36 T=0.0, C=1.0 0.00001 570.387 36 T=0/0, C=22/14

chr11:20404757 C/C T C SNV HTATIP2 HTATIP2:utr_3:NM_001098520.1 1 100 6 utr_3 NM_001098520.1c.837T>C p.? -0.88 NAD(P)H-bindingrs3781679 0.0517 YES 5.232E-1 (pos.20404757) HIV-1 TAT-interacting protein 2, 30kDangiogenesis,apoptotic process,cell differentiation,cytoplasm,cytosol,membrane,negative regulation of apoptotic process,nuclear envelope,nuclear import,nucleus,oxidation-reduction process,oxidoreductase activity,protein binding,regulation of angiogenesis,regulation of transcription from RNA polymerase II promoter,transcription coactivator activity,viral processAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialT=0, C=23 T=0.0, C=1.0 0.00001 316.741 23 T=0/0, C=16/7

chr17:37070737 G/G A G SNV

LASP1,MIR6

779 LASP1:intronic_nc:NR_073384.1, MIR6779:upstream:NR_106837.1 1
100

intronic NR_073384.1, NR_106837.1 -2.18 LIM domain,Nebulin repeat,SH3 domain,Variant SH3 domainrs525767 0.3459 YES 6.121E-1 (pos.37070737) LIM and SH3 protein 1 Autistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersA=0, G=53 A=0.0, G=1.0 0.00001 781.317 53 A=0/0, G=20/33

chr17:37317672 G/G C G SNV ARL5C ARL5C:intronic:NM_001143968.1 1 100 intronic NM_001143968.1c.256-68G>Cp.? 0.06 ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinase,Signal recognition particle receptor beta subunitrs511163 YES GTP binding,intracellular,small GTPase mediated signal transductionC=0, G=24 C=0.0, G=1.0 0.00001 334.791 24 C=0/0, G=9/15

chr17:37453294 C/A C A SNV FBXL20 FBXL20:intronic:NM_032875.2 1 50 intronic NM_032875.2c.398+86G>Tp.? 0.94 F-box domain,F-box-like,Leucine Rich repeatrs632202 YES F-box and leucine-rich repeat protein 20behavioral fear response,cytosol,post-translational protein modification,protein binding,protein polyubiquitination,ubiquitin-protein transferase activityBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Digestive System Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver DiseasesC=15, A=15 C=0.5, A=0.5 0.00001 144.158 30 C=12/3, A=11/4

chr17:3769357 G/A G A SNV CAMKK1 CAMKK1:intronic:NM_172206.1 1 50 intronic NM_172206.1c.1423-52C>Tp.? -0.62 Kinase-like,Protein kinase domain,Protein tyrosine kinasers2567875 0.3337 YES 4.092E-1 (pos.3769357) ATP binding,calmodulin binding,calmodulin-dependent protein kinase activity,cytoplasm,cytosol,intracellular signal transduction,nucleus,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,positive regulation of protein kinase activity,protein binding,protein kinase activity,protein phosphorylationNervous System Diseases G=18, A=18 G=0.5, A=0.5 0.00001 185.885 36 G=5/13, A=13/5

chr13:47469940 A/A G A SNV HTR2A HTR2A:exonic:NM_000621.4 1 100 2 synonymous NM_000621.4c.102C>T p.(=) -1.38 0.01(COSM3753711)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs6313,rs755545262 0.4101 YES 0.0 (pos.47469927),5.827E-1 (pos.47469940)adenocarcinoma5-hydroxytryptamine (serotonin) receptor-2A1-(4-iodo-2,5-dimethoxyphenyl)propan-2-amine binding,G-protein alpha-subunit binding,G-protein coupled receptor signaling pathway,G-protein coupled serotonin receptor activity,G-protein coupled serotonin receptor signaling pathway,activation of phospholipase C activity,aging,artery smooth muscle contraction,axon,behavioral response to cocaine,caveola,cell body fiber,cell death,cellular calcium ion homeostasis,chemical synaptic transmission,cytoplasmic vesicle,cytosol,dendritic shaft,detection of mechanical stimulus involved in sensory perception of pain,detection of temperature stimulus involved in sensory perception of pain,drug binding,integral component of plasma membrane,memory,negative regulation of potassium ion transport,negative regulation of synaptic transmission, glutamatergic,neuronal cell body,neurotransmitter receptor activity,phosphatidylinositol 3-kinase signaling,phospholipase C-activating G-protein coupled receptor signaling pathway,phospholipase C-activating serotonin receptor signaling pathAlcohol-Related Disorders;Alcoholism;Anorexia Nervosa;Anxiety Disorders;Autistic Disorder;Basal Ganglia Diseases;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Cocaine-Related Disorders;Depressive Disorder;Depressive Disorder, Major;Diabetes Mellitus;Dyskinesias;Endocrine System Diseases;Feeding and Eating Disorders;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glucose Metabolism Disorders;Headache Disorders;Headache Disorders, Primary;Hyperalgesia;Hyperkinesis;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Migraine Disorders;Mood Disorders;Movement Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Obsessive-Compulsive Disorder;Overnutrition;Psychotic Disorders;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Schizophr3,4-Methylenedioxymethamphetamine,APD791,Acepromazine,Amisulpride,Amitriptyline,Amoxapine,Amperozide,Aniracetam,Apomorphine,Aripiprazole,Asenapine,BL-1020,Brexpiprazole,Bromocriptine,Butriptyline,Cabergoline,Cariprazine,Chlorpromazine,Chlorprothixene,Cinitapride,Cisapride,Clomipramine,Clozapine,Cyclobenzaprine,Cyproheptadine,Deramciclane,Desipramine,Dimethyltryptamine,Donepezil,Dosulepin,Doxepin,Epicept NP-1,Epinastine,Ergoloid mesylate,Ergotamine,Esmirtazapine,Flibanserin,Flupentixol,Fluspirilene,HY10275,Haloperidol,Iloperidone,Imipramine,Ketamine,Lisuride,Loxapine,Lumateperone,Lurasidone,MMDA,Maprotiline,Mesoridazine,Methotrimeprazine,Methysergide,Mianserin,Minaprine,Mirtazapine,Molindone,Nefazodone,Nelotanserin,Nortriptyline,Olanzapine,Paliperidone,Paroxetine,Pergolide,Perospirone,Pimavanserin,Pipotiazine,Pramipexole,Promazine,Promethazine,Propiomazine,Quetiapine,Remoxipride,Risperidone,Ropinirole,Sertindole,Setiptiline,Tegaserod,Thioproperazine,Thioridazine,Thiothixene,Tiapride,Trazodone,Trimipramine,YohiG=0, A=69 G=0.0, A=1.0 0.00001 1029.48 69 G=0/0, A=26/43

chr17:38140524 C/C T C SNV PSMD3 PSMD3:intronic:NM_002809.3 1 100 intronic NM_002809.3c.221-23T>Cp.? 0.48 PCI domain,Proteasome regulatory subunit C-terminalrs3816471 0.072 YES 8.971E-1 (pos.38140524) Proteasome 26S subunit, non-ATPase, 3Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,enzyme regulator activity,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome accessory complex,proteasome complex,proteasome regulatorHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesT=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=8/15

chr17:38176476 G/G A G SNV MED24 MED24:intronic:NM_014815.3 1 100 intronic NM_014815.3c.2704+50T>Cp.? 0.04 Mediator complex subunit 24 N-terminalrs9899955 0.0697 YES 8.71E-1 (pos.38176476) Mediator complex subunit 24RNA polymerase II transcription cofactor activity,androgen receptor signaling pathway,histone acetylation,histone acetyltransferase activity,intracellular steroid hormone receptor signaling pathway,ligand-dependent nuclear receptor transcription coactivator activity,mediator complex,nucleoplasm,nucleus,positive regulation of transcription, DNA-templated,protein binding,protein heterooligomerization,protein ubiquitination,receptor activity,regulation of nucleic acid-templated transcription,regulation of transcription from RNA polymerase II promoter,stem cell population maintenance,thyroid hormone receptor binding,transcription coactivator activity,transcription cofactor activity,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,ubiquitin ligase complex,ubiquitin protein ligase activity,vitamin D receptor bindingBlood Protein Disorders;Cardiovascular Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Lymphoproliferative Disorders;Multiple Myeloma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Paraproteinemias;Vascular DiseasesA=0, G=59 A=0.0, G=1.0 0.00001 884.849 59 A=0/0, G=35/24

chr13:47470824 T/T C T SNV HTR2A HTR2A:utr_5:NM_000621.4 1 100 1 utr_5 NM_000621.4c.-783G>A p.? 4.84 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs6312 0.0663 YES 9.97E-1 (pos.47470824) 5-hydroxytryptamine (serotonin) receptor-2A1-(4-iodo-2,5-dimethoxyphenyl)propan-2-amine binding,G-protein alpha-subunit binding,G-protein coupled receptor signaling pathway,G-protein coupled serotonin receptor activity,G-protein coupled serotonin receptor signaling pathway,activation of phospholipase C activity,aging,artery smooth muscle contraction,axon,behavioral response to cocaine,caveola,cell body fiber,cell death,cellular calcium ion homeostasis,chemical synaptic transmission,cytoplasmic vesicle,cytosol,dendritic shaft,detection of mechanical stimulus involved in sensory perception of pain,detection of temperature stimulus involved in sensory perception of pain,drug binding,integral component of plasma membrane,memory,negative regulation of potassium ion transport,negative regulation of synaptic transmission, glutamatergic,neuronal cell body,neurotransmitter receptor activity,phosphatidylinositol 3-kinase signaling,phospholipase C-activating G-protein coupled receptor signaling pathway,phospholipase C-activating serotonin receptor signaling pathAlcohol-Related Disorders;Alcoholism;Anorexia Nervosa;Anxiety Disorders;Autistic Disorder;Basal Ganglia Diseases;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Cocaine-Related Disorders;Depressive Disorder;Depressive Disorder, Major;Diabetes Mellitus;Dyskinesias;Endocrine System Diseases;Feeding and Eating Disorders;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glucose Metabolism Disorders;Headache Disorders;Headache Disorders, Primary;Hyperalgesia;Hyperkinesis;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Migraine Disorders;Mood Disorders;Movement Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Obsessive-Compulsive Disorder;Overnutrition;Psychotic Disorders;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Schizophr3,4-Methylenedioxymethamphetamine,APD791,Acepromazine,Amisulpride,Amitriptyline,Amoxapine,Amperozide,Aniracetam,Apomorphine,Aripiprazole,Asenapine,BL-1020,Brexpiprazole,Bromocriptine,Butriptyline,Cabergoline,Cariprazine,Chlorpromazine,Chlorprothixene,Cinitapride,Cisapride,Clomipramine,Clozapine,Cyclobenzaprine,Cyproheptadine,Deramciclane,Desipramine,Dimethyltryptamine,Donepezil,Dosulepin,Doxepin,Epicept NP-1,Epinastine,Ergoloid mesylate,Ergotamine,Esmirtazapine,Flibanserin,Flupentixol,Fluspirilene,HY10275,Haloperidol,Iloperidone,Imipramine,Ketamine,Lisuride,Loxapine,Lumateperone,Lurasidone,MMDA,Maprotiline,Mesoridazine,Methotrimeprazine,Methysergide,Mianserin,Minaprine,Mirtazapine,Molindone,Nefazodone,Nelotanserin,Nortriptyline,Olanzapine,Paliperidone,Paroxetine,Pergolide,Perospirone,Pimavanserin,Pipotiazine,Pramipexole,Promazine,Promethazine,Propiomazine,Quetiapine,Remoxipride,Risperidone,Ropinirole,Sertindole,Setiptiline,Tegaserod,Thioproperazine,Thioridazine,Thiothixene,Tiapride,Trazodone,Trimipramine,YohiC=0, T=24 C=0.0, T=1.0 0.00001 334.782 24 C=0/0, T=13/11

chr17:38179667 G/G A G SNV MED24 MED24:intronic:NM_014815.3 1 100 intronic NM_014815.3c.1986-19T>Cp.? -0.26 Mediator complex subunit 24 N-terminalrs2302778 0.2289 YES 8.833E-1 (pos.38179667) Mediator complex subunit 24RNA polymerase II transcription cofactor activity,androgen receptor signaling pathway,histone acetylation,histone acetyltransferase activity,intracellular steroid hormone receptor signaling pathway,ligand-dependent nuclear receptor transcription coactivator activity,mediator complex,nucleoplasm,nucleus,positive regulation of transcription, DNA-templated,protein binding,protein heterooligomerization,protein ubiquitination,receptor activity,regulation of nucleic acid-templated transcription,regulation of transcription from RNA polymerase II promoter,stem cell population maintenance,thyroid hormone receptor binding,transcription coactivator activity,transcription cofactor activity,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,ubiquitin ligase complex,ubiquitin protein ligase activity,vitamin D receptor bindingBlood Protein Disorders;Cardiovascular Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Lymphoproliferative Disorders;Multiple Myeloma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Paraproteinemias;Vascular DiseasesA=0, G=26 A=0.0, G=1.0 0.00001 371.39 26 A=0/0, G=10/16

chr17:38252660 G/A G A SNV NR1D1 NR1D1:intronic:NM_021724.4 1 50 intronic NM_021724.4c.604+36C>Tp.? 0.58 Ligand-binding domain of nuclear hormone receptor,Zinc finger, C4 type (two domains)rs883871 0.1312 YES 5.712E-1 (pos.38252660) Nuclear receptor 1, subfamily D, member 1 (thyroid hormone receptor, alpha-1-like)RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,cell differentiation,cellular response to lipopolysaccharide,circadian regulation of gene expression,circadian rhythm,circadian temperature homeostasis,core promoter sequence-specific DNA binding,cytoplasm,dendrite,dendritic spine,glycogen biosynthetic process,heme binding,intracellular receptor signaling pathway,negative regulation of receptor biosynthetic process,negative regulation of toll-like receptor 4 signaling pathway,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear body,nuclear chromatin,nuclear receptor activity,nucleoplasm,nucleus,positive regulation of bile acid biosynthetic process,positive regulation of cholesterol homeostasis,positive regulation of transcription, DNA-templated,proteasomal protein catabolic process,protein binding,regulation of cholesterol homeostasis,regulatEndocrine System Diseases;Thyroid Diseases G=22, A=22 G=0.5, A=0.5 0.00001 243.63 44 G=10/12, A=8/14

chr17:38253228 C/C T C SNV NR1D1 NR1D1:intronic:NM_021724.4 1 100 intronic NM_021724.4c.370+90A>Gp.? -0.65 Ligand-binding domain of nuclear hormone receptor,Zinc finger, C4 type (two domains)rs2102928 YES Nuclear receptor 1, subfamily D, member 1 (thyroid hormone receptor, alpha-1-like)RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,cell differentiation,cellular response to lipopolysaccharide,circadian regulation of gene expression,circadian rhythm,circadian temperature homeostasis,core promoter sequence-specific DNA binding,cytoplasm,dendrite,dendritic spine,glycogen biosynthetic process,heme binding,intracellular receptor signaling pathway,negative regulation of receptor biosynthetic process,negative regulation of toll-like receptor 4 signaling pathway,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear body,nuclear chromatin,nuclear receptor activity,nucleoplasm,nucleus,positive regulation of bile acid biosynthetic process,positive regulation of cholesterol homeostasis,positive regulation of transcription, DNA-templated,proteasomal protein catabolic process,protein binding,regulation of cholesterol homeostasis,regulatEndocrine System Diseases;Thyroid Diseases T=0, C=50 T=0.0, C=1.0 0.00001 740.59 50 T=0/0, C=25/25

chr17:38556770 C/C T C SNV TOP2A TOP2A:intronic:NM_001067.3 1 100 intronic NM_001067.3c.2799+11A>Gp.? -0.15 C-terminal associated domain of TOPRIM,DNA gyrase B,DNA gyrase/topoisomerase IV, subunit A,DTHCT (NUC029) region,Histidine kinase-, DNA gyrase B-, and HSP90-like ATPase,Toprim domainrs471692 0.1824 YES 7.315E-1 (pos.38556770) Topoisomerase (DNA) II, alpha, 170kDATP binding,DNA binding,DNA binding, bending,DNA ligation,DNA topoisomerase complex (ATP-hydrolyzing),DNA topoisomerase type II (ATP-hydrolyzing) activity,DNA topological change,DNA-dependent ATPase activity,RNA binding,apoptotic chromosome condensation,cellular response to DNA damage stimulus,centriole,chromatin binding,chromosome segregation,condensed chromosome,drug binding,embryonic cleavage,enzyme binding,hematopoietic progenitor cell differentiation,histone deacetylase binding,intracellular ribonucleoprotein complex,magnesium ion binding,mitotic DNA integrity checkpoint,negative regulation of DNA duplex unwinding,nuclear chromosome,nucleolus,nucleoplasm,nucleus,positive regulation of apoptotic process,positive regulation of single stranded viral RNA replication via double stranded DNA intermediate,positive regulation of transcription from RNA polymerase II promoter,positive regulation of viral genome replication,protein C-terminus binding,protein binding,protein complex,protein heterodimerization activiAdenocarcinoma;Adnexal Diseases;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Autoimmune Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Adenoid Cystic;Cysts;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Glioma;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Head and Neck Neoplasms;Immune System Diseases;Kidney Diseases;Leukemia;Male Urogenital Diseases;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nephritis;Neuroblastoma;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, Peripheral;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Prostatic DAmonafide,Amrubicin,Amsacrine,Banoxantrone,Ciprofloxacin,Dactinomycin,Daunorubicin,Dexrazoxane,Doxorubicin,Elsamitrucin,Enoxacin,Epirubicin,Etoposide,Finafloxacin,Fleroxacin,Genistein,Idarubicin,Levofloxacin,Lomefloxacin,Lucanthone,Mitoxantrone,Moxifloxacin,Norfloxacin,Ofloxacin,Pefloxacin,Podofilox,RTA 744,SP1049C,Sparfloxacin,Teniposide,Trovafloxacin,Valrubicin,ZEN-012T=0, C=62 T=0.0, C=1.0 0.00001 940.316 62 T=0/0, C=31/31

chr3:183754294 C/C G C SNV HTR3D HTR3D:splicesite_5:NM_001163646.1 1 100 4 splicesite NM_001163646.1c.511+1G>Cp.? 0.51 0.02(COSM149529),0.02(COSM3759887),0.02(COSM3759888)Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs6443930 0.4491 YES 4.962E-1;0.0 (pos.183754294)adenocarcinoma5-hydroxytryptamine receptor 3, subunit Dcation transmembrane transport,chemical synaptic transmission,integral component of membrane,ion channel activity,ion transmembrane transport,plasma membrane,protein binding,serotonin-gated cation-selective channel activity,signal transductionErgoloid mesylate,Ethanol,Setiptiline,TiaprideG=0, C=36 G=0.0, C=1.0 0.00001 563.638 36 G=0/0, C=24/12

chr4:3219613 C/C A C SNV HTT HTT:exonic:NM_002111.8 1 100 52 synonymous NM_002111.8c.7176A>C p.(=) -2.36 Huntingtin protein regionrs2857790 5.00E-04 1.0 (pos.3219613) Huntingtin,Solute carrier family 6 (neurotransmitter transporter, serotonin), member 4Golgi apparatus,Golgi organization,animal organ development,apoptotic process,autophagosome,axon,beta-tubulin binding,centriole,cytoplasm,cytoplasmic vesicle membrane,cytosol,dendrite,dynactin binding,dynein intermediate chain binding,endoplasmic reticulum,establishment of mitotic spindle orientation,heat shock protein binding,identical protein binding,inclusion body,ion channel binding,kinase binding,late endosome,lipid transport,lipid transporter activity,negative regulation of extrinsic apoptotic signaling pathway,nucleoplasm,nucleus,p53 binding,perinuclear region of cytoplasm,positive regulation of aggrephagy,positive regulation of apoptotic process,positive regulation of autophagy of mitochondrion,positive regulation of cilium assembly,positive regulation of inositol 1,4,5-trisphosphate-sensitive calcium-release channel activity,positive regulation of lipophagy,profilin binding,protein binding,protein complex,protein destabilization,regulation of phosphoprotein phosphatase activity,retrograde vesicle-medBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Chorea;Cognition Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Dyskinesias;Genetic Diseases, Inborn;Heavy Metal Poisoning, Nervous System;Heredodegenerative Disorders, Nervous System;Huntington Disease;Manganese Poisoning;Mental Disorders;Movement Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurotoxicity SyndromesA=0, C=81 A=0.0, C=1.0 0.00001 1309.48 81 A=0/0, C=52/29

chr21:33368188 T/C T C SNV HUNK HUNK:exonic:NM_014586.1 1 45.45 10 synonymous NM_014586.1c.1413T>C p.(=) 0.17 0.03(COSM4418352)Kinase-like,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinase,RIO1 familyrs2070371 0.2271 YES 6.781E-1 (pos.33368188) acute_myeloid_leukaemia,osteosarcomaHormonally upregulated NEU-associated kinaseATP binding,cytoplasm,intracellular signal transduction,multicellular organism development,nucleus,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,signal transductionAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsT=24, C=20 T=0.5455, C=0.4545 0.00001 211.733 44 T=16/8, C=14/6

chr7:48004962 T/T C T SNV HUS1 HUS1:exonic:NM_004507.3 1 100 8 synonymous NM_004507.3c.834G>A p.(=) -3.15 0.02(COSM3762702)Hus1-like proteinrs1056663 0.4902 YES 5.499E-1 (pos.48004962) adenocarcinomaHydroxyurea-sensitive 1, S. pombe, homolog ofDNA damage checkpoint,DNA repair,DNA replication,cellular response to DNA damage stimulus,cellular response to ionizing radiation,checkpoint clamp complex,cytosol,double-strand break repair via homologous recombination,embryo development,intra-S DNA damage checkpoint,meiotic DNA integrity checkpoint,mitotic DNA replication checkpoint,negative regulation of DNA replication,nucleolus,nucleoplasm,nucleotide-excision repair,nucleus,protein binding,protein phosphorylation,regulation of protein phosphorylation,regulation of signal transduction by p53 class mediator,response to UV,site of double-strand breakNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesC=0, T=54 C=0.0, T=1.0 0.00001 798.148 54 C=0/0, T=35/19



chr3:50357869 C/C A C SNV HYAL2 HYAL2:exonic:NM_003773.4 1 100 2 missense NM_003773.4c.52T>G p.Ser18Ala 0.17 1 99 0 0(COSM1162360)Hyaluronidasers709210 0.3555 YES 7.665E-1;0.0 (pos.50357869)adenocarcinoma,carcinoma,ductal_carcinoma,hepatocellular_carcinoma,transitional_cell_carcinomaHyaluronoglucosaminidase 2Golgi membrane,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription factor complex,anchored component of external side of plasma membrane,anchored component of plasma membrane,apical plasma membrane,carbohydrate metabolic process,cartilage development,cell surface,cellular response to UV-B,cellular response to fibroblast growth factor stimulus,cellular response to interleukin-1,cellular response to transforming growth factor beta stimulus,cellular response to tumor necrosis factor,cytoplasm,cytoplasmic vesicle,cytosol,defense response to virus,endocytic vesicle,endoplasmic reticulum,enzyme binding,fusion of virus membrane with host plasma membrane,glycosaminoglycan catabolic process,hematopoietic progenitor cell differentiation,hyaluronan catabolic process,hyaluronic acid binding,hyaluronoglucuronidase activity,hyalurononglucosaminidase activity,kidney development,lysosome,membrane raft,microvillus,monocyte activation,multicellular organism aging,multicellular organismal iron iA=0, C=40 A=0.0, C=1.0 0.00001 637.902 40 A=0/0, C=28/12

chr16:70908736 A/G A G SNV HYDIN HYDIN:exonic:NM_001270974.2 1 46.88 63 synonymous NM_001270974.2c.10644T>Cp.(=) 0.68 Abnormal spindle-like microcephaly-assoc'd, ASPM-SPD-2-Hydin,Hydin Adenylate kinase-like domainrs1354550 YES Hydin, mouse, homolog ofaxonemal central apparatus assembly,axonemal central pair projection,cilium movement,epithelial cell development,trachea development,ventricular system developmentBrain Diseases;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hydrocephalus;Kartagener Syndrome;Nervous System Diseases;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusA=17, G=15 A=0.5313, G=0.4688 0.00001 143.733 32 A=9/8, G=11/4

chr11:118919206 C/C T C SNV HYOU1 HYOU1:exonic:NM_001130991.2 1 100 19 synonymous NM_001130991.2c.2235A>G p.(=) -5.01 Hsp70 protein,MreB/Mbl proteinrs568922 0.1454 YES 9.531E-1 (pos.118919206) Hypoxia-upregulated 1ATP binding,ER to Golgi vesicle-mediated transport,IRE1-mediated unfolded protein response,cellular response to hypoxia,chaperone binding,endocytic vesicle lumen,endoplasmic reticulum,endoplasmic reticulum chaperone complex,endoplasmic reticulum lumen,extracellular exosome,extracellular region,focal adhesion,membrane,negative regulation of endoplasmic reticulum stress-induced neuron intrinsic apoptotic signaling pathway,negative regulation of hypoxia-induced intrinsic apoptotic signaling pathway,receptor-mediated endocytosis,response to endoplasmic reticulum stress,response to ischemia,smooth endoplasmic reticulumAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar DegenerationsT=0, C=36 T=0.0, C=1.0 0.00001 563.678 36 T=0/0, C=10/26

chr4:88732746 G/G A G SNV IBSP IBSP:exonic:NM_004967.3 1 100 7 missense NM_004967.3c.638A>G p.Asp213Gly -0.54 1 94 0 Bone sialoprotein II (BSP-II)rs13144371 0.2337 YES 5.868E-1 (pos.88732746) Integrin-binding sialoprotein (bone sialoprotein II)bone mineralization,cell adhesion,cellular response to growth factor stimulus,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,integrin binding,membrane,molecular_function,osteoblast differentiation,positive regulation of cell adhesion,vesicleBone Diseases;Bone Resorption;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplastic Processes;OsteolysisA=0, G=63 A=0.0, G=1.0 0.00001 958.917 63 A=0/0, G=35/28

chr4:88732763 G/G A G SNV IBSP IBSP:exonic:NM_004967.3 1 100 7 missense NM_004967.3c.655A>G p.Arg219Gly 0.41 0.51 125 0 0(COSM3760820)Bone sialoprotein II (BSP-II)rs17013181 0.2198 YES 2.117E-1 (pos.88732763) adenocarcinomaIntegrin-binding sialoprotein (bone sialoprotein II)bone mineralization,cell adhesion,cellular response to growth factor stimulus,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,integrin binding,membrane,molecular_function,osteoblast differentiation,positive regulation of cell adhesion,vesicleBone Diseases;Bone Resorption;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplastic Processes;OsteolysisA=0, G=61 A=0.0, G=1.0 0.00001 920.793 61 A=0/0, G=33/28

chr1:23885498 C/C T C SNV ID3 ID3:exonic:NM_002167.4 1 100 2 missense NM_002167.4c.313A>G p.Thr105Ala -0.62 0.52 58 0 Helix-loop-helix DNA-binding domainrs11574 0.2385 YES 9.754E-1 (pos.23885498) Inhibitor of DNA binding 3, dominant negative, helix-loop-helix proteinDNA binding transcription factor activity,cellular response to leptomycin B,central nervous system development,circadian rhythm,cytoplasm,epithelial cell differentiation,heart development,leptomycin B binding,metanephros development,multicellular organism development,muscle organ development,negative regulation of DNA binding transcription factor activity,negative regulation of myoblast differentiation,negative regulation of osteoblast differentiation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,neuron differentiation,notochord development,nucleus,odontogenesis,positive regulation of apoptotic process,protein binding,protein dimerization activity,protein domain specific binding,regulation of DNA replication,regulation of cell cycle,response to wounding,transcription corepressor activity,transcription factor binding,transcription, DNA-templatedAdenocarcinoma;Burkitt Lymphoma;Carcinoma;Cardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Prostatic Diseases;Prostatic Neoplasms;Reperfusion Injury;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Thyroid Diseases;UrogenitT=0, C=34 T=0.0, C=1.0 0.00001 528.519 34 T=0/0, C=27/7

chr8:39872866 C/C A C SNV IDO2 IDO2:exonic:NM_194294.2 1 100 11 synonymous NM_194294.2c.1008A>C p.(=) 0.11 Indoleamine 2,3-dioxygenasers2981161 8.00E-04 1.0 (pos.39872866) Indoleamine 2,3-dioxygenase 2cytoplasm,cytosol,heme binding,immune system process,indoleamine 2,3-dioxygenase activity,metal ion binding,oxidation-reduction process,tryptophan 2,3-dioxygenase activity,tryptophan catabolic process,tryptophan catabolic process to kynurenineA=0, C=31 A=0.0, C=1.0 0.00001 465.813 31 A=0/0, C=20/11

chr17:39594185 C/C T C SNV KRT38 KRT38:intronic:NM_006771.3 1 100 intronic NM_006771.3c.1241+160A>Gp.? 0.07 Intermediate filament proteinrs4796789,rs745806840 YES Keratin 38 cornification,cytosol,extracellular exosome,intermediate filament,keratinization,protein binding,structural molecule activityT=0, C=30 T=0.0, C=1.0 0.00001 446.614 30 T=0/0, C=19/11

chr17:39594204 A/A T A SNV KRT38 KRT38:intronic:NM_006771.3 1 100 intronic NM_006771.3c.1241+141A>Tp.? -2.79 Intermediate filament proteinrs2071613 YES Keratin 38 cornification,cytosol,extracellular exosome,intermediate filament,keratinization,protein binding,structural molecule activityT=0, A=30 T=0.0, A=1.0 0.00001 446.639 30 T=0/0, A=19/11

chr17:39594934 A/A AC A INDEL KRT38 KRT38:intronic:NM_006771.3 1 100 intronic NM_006771.3c.894+15GT>Tp.? 1.52, -0.89 Intermediate filament proteinrs372006715,rs398030861,rs558150162,rs71155140,rs796392677YES 8.287E-1;1.735E-2;0.0;0.0 (pos.39594934)Keratin 38 cornification,cytosol,extracellular exosome,intermediate filament,keratinization,protein binding,structural molecule activityAC=0, A=20 AC=0.0, A=1.0 0.00001 165.573 20 AC=0/0, A=7/13

chr17:39596538 T/T C T SNV KRT38 KRT38:intronic:NM_006771.3 1 100 intronic NM_006771.3c.493-43G>Ap.? -2.44 Intermediate filament proteinrs2071609 0.4015 YES 5.277E-1 (pos.39596538) Keratin 38 cornification,cytosol,extracellular exosome,intermediate filament,keratinization,protein binding,structural molecule activityC=0, T=52 C=0.0, T=1.0 0.00001 767.016 52 C=0/0, T=32/20

chr17:39596611 C/C T C SNV KRT38 KRT38:intronic:NM_006771.3 1 100 intronic NM_006771.3c.492+71A>Gp.? -0.27 Intermediate filament proteinrs1350046 YES Keratin 38 cornification,cytosol,extracellular exosome,intermediate filament,keratinization,protein binding,structural molecule activityT=0, C=52 T=0.0, C=1.0 0.00001 766.942 52 T=0/0, C=32/20

chr17:39636044 A/A G A SNV KRT35 KRT35:intronic:NM_002280.4 1 100 intronic NM_002280.4c.472-11C>Tp.? 0.59 Intermediate filament proteinrs2011243 0.0893 YES 9.542E-1 (pos.39636044) Keratin 35 anatomical structure morphogenesis,cornification,cytosol,extracellular exosome,extracellular space,intermediate filament,keratinization,structural molecule activityG=0, A=61 G=0.0, A=1.0 0.00001 921.845 61 G=0/0, A=36/25

chr17:39645003 C/G C G SNV KRT36 KRT36:intronic:NM_003771.4 1 53.33 intronic NM_003771.4c.460-27G>Cp.? 0.34 Intermediate filament proteinrs60125824 0.0492 YES 2.195E-1 (pos.39645003) Keratin 36 biological_process,cornification,cytosol,extracellular exosome,intermediate filament,keratinization,regulation of keratinocyte differentiation,structural constituent of epidermisC=21, G=24 C=0.4667, G=0.5333 0.00001 276.154 45 C=8/13, G=5/19

chr4:996165 G/A G A SNV IDUA IDUA:exonic:NM_000203.4 1 58.33 8 missense NM_000203.4c.1081G>A p.Ala361Thr 0.9 1 58 0.004 0.52(COSM4159330),0.52(COSM4159331)Glycosyl hydrolases family 39rs6831280 0.1583 YES 2.383E-1 (pos.996165) neoplasm Iduronidase, alpha-L-L-iduronidase activity,carbohydrate metabolic process,chondroitin sulfate catabolic process,coated vesicle,dermatan sulfate catabolic process,disaccharide metabolic process,extracellular exosome,glycosaminoglycan catabolic process,hydrolase activity, hydrolyzing O-glycosyl compounds,lysosomal lumen,receptor bindingCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Core Conditions;Genetic Diseases, Inborn;Lysosomal Storage Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Mucinoses;Mucopolysaccharidoses;Mucopolysaccharidosis;Mucopolysaccharidosis I;Nutritional and Metabolic Diseases;Other Disorder;Recommended Newborn Screening Panels;Skin and Connective Tissue DiseasesBenign G=15, A=21 G=0.4167, A=0.5833 0.00001 234.326 36 G=7/8, A=5/16

chr17:39674540 A/G A G SNV KRT15 KRT15:intronic:NM_002275.3 1 45.83 intronic NM_002275.3c.498+42T>Cp.? -0.53 Intermediate filament proteinrs3744784 0.3624 YES 8.179E-2 (pos.39674540) Keratin 15 cornification,cytoskeleton organization,cytosol,epidermis development,extracellular exosome,intermediate filament,keratinization,nucleus,protein binding,scaffold protein binding,structural constituent of cytoskeleton,structural molecule activityAdenocarcinoma;Carcinogenesis;Carcinoma;Carcinoma, Adenoid Cystic;Cell Transformation, Neoplastic;Head and Neck Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesA=13, G=11 A=0.5417, G=0.4583 0.00001 93.4399 24 A=7/6, G=5/6

chr17:39680580 C/C A C SNV KRT19 KRT19:intronic:NM_002276.4 1 100 intronic NM_002276.4c.822+51T>Gp.? -2.51 rs1869719 0 YES 1.0 (pos.39680580) Keratin 19 Notch signaling pathway,Z disc,apicolateral plasma membrane,cell differentiation involved in embryonic placenta development,cell periphery,cornification,costamere,cytosol,dystrophin-associated glycoprotein complex,extracellular exosome,intermediate filament,keratinization,plasma membrane,protein binding,protein complex binding,response to estrogen,sarcolemma,sarcomere organization,structural constituent of cytoskeleton,structural constituent of muscle,structural molecule activity,terminal web,viral processAsthma;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Bronchial Diseases;Carcinogenesis;Carcinoma;Carcinoma, Squamous Cell;Cell Transformation, Neoplastic;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Head and Neck Neoplasms;Hepatitis;Hepatitis, Chronic;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Movement Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Nervous System Diseases;NeurodegenerativeA=0, C=22 A=0.0, C=1.0 0.00001 298.661 22 A=0/0, C=9/13

chr17:39680796 A/A T A SNV KRT19 KRT19:intronic:NM_002276.4 1 100 intronic NM_002276.4c.661-4A>T p.? -1.27 rs1869720 0 YES 1.0 (pos.39680796) Keratin 19 Notch signaling pathway,Z disc,apicolateral plasma membrane,cell differentiation involved in embryonic placenta development,cell periphery,cornification,costamere,cytosol,dystrophin-associated glycoprotein complex,extracellular exosome,intermediate filament,keratinization,plasma membrane,protein binding,protein complex binding,response to estrogen,sarcolemma,sarcomere organization,structural constituent of cytoskeleton,structural constituent of muscle,structural molecule activity,terminal web,viral processAsthma;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Bronchial Diseases;Carcinogenesis;Carcinoma;Carcinoma, Squamous Cell;Cell Transformation, Neoplastic;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Head and Neck Neoplasms;Hepatitis;Hepatitis, Chronic;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Movement Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Nervous System Diseases;NeurodegenerativeT=0, A=26 T=0.0, A=1.0 0.00001 369.538 26 T=0/0, A=9/17

chr17:39766504 G/G A G SNV KRT16 KRT16:intronic:NM_005557.3 1 100 intronic NM_005557.3c.1281-16T>Cp.? -1.58 Intermediate filament proteinrs386797103,rs7406899 0.0458 YES 1.0 (pos.39766504) Keratin 16 aging,cell proliferation,cornification,cytoskeleton,cytoskeleton organization,cytosol,epidermis development,establishment of skin barrier,extracellular exosome,hair cycle,inflammatory response,innate immune response,intermediate filament,intermediate filament cytoskeleton organization,keratinization,keratinocyte differentiation,keratinocyte migration,morphogenesis of an epithelium,negative regulation of cell migration,nucleus,protein binding,structural constituent of cytoskeleton,structural molecule activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Keratoderma, Palmoplantar;Keratoderma, Palmoplantar, Diffuse;Keratoderma, Palmoplantar, Epidermolytic;Keratosis;Male Urogenital Diseases;Nail Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Pachyonychia Congenita;Papilloma;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=68 A=0.0, G=1.0 0.00001 1050.51 68 A=0/0, G=16/52

chr4:995305 T/C T C SNV IDUA IDUA:exonic:NM_000203.4 1 46.51 5 synonymous NM_000203.4c.543T>C p.(=) -1.16 0.13(COSM4005820),0.13(COSM4005821)Glycosyl hydrolases family 39rs6815946 0.1612 YES 2.12E-1 (pos.995305) acute_myeloid_leukaemia,carcinoma,neoplasmIduronidase, alpha-L-L-iduronidase activity,carbohydrate metabolic process,chondroitin sulfate catabolic process,coated vesicle,dermatan sulfate catabolic process,disaccharide metabolic process,extracellular exosome,glycosaminoglycan catabolic process,hydrolase activity, hydrolyzing O-glycosyl compounds,lysosomal lumen,receptor bindingCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Core Conditions;Genetic Diseases, Inborn;Lysosomal Storage Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Mucinoses;Mucopolysaccharidoses;Mucopolysaccharidosis;Mucopolysaccharidosis I;Nutritional and Metabolic Diseases;Other Disorder;Recommended Newborn Screening Panels;Skin and Connective Tissue DiseasesBenign T=23, C=20 T=0.5349, C=0.4651 0.00001 212.324 43 T=15/8, C=14/6

chr1:181058313 G/A G A SNV IER5 IER5:exonic:NM_016545.4 1 50 1 missense NM_016545.4c.275G>A p.Arg92His 0.17 29 0.07(COSM3750665)Immediate early response protein (IER)rs3747955 0.3098 YES 6.774E-1 (pos.181058313)adenocarcinomaImmediate-early response gene 5cellular response to heat,cytoplasm,identical protein binding,nucleus,positive regulation of cellular response to heat,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein phosphatase type 2A complex,regulation of cell proliferation,transcription, DNA-templatedG=12, A=12 G=0.5, A=0.5 0.00001 106.707 24 G=7/5, A=5/7

chr17:41165493 G/G A G SNV IFI35 IFI35:exonic:NM_005533.4 1 100 5 missense NM_005533.4c.382A>G p.Met128Val 1.2 0.5 21 0 Interferon-induced 35 kDa protein (IFP 35) N-terminus,Nmi/IFP 35 domain (NID)rs588703 2.00E-04 1.0 (pos.41165493) Interferon-induced protein-35cytosol,nucleus,protein binding,type I interferon signaling pathwayAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Influenza, Human;Pregnancy Complications;Respiratory Tract Diseases;Respiratory Tract InfectionsA=0, G=45 A=0.0, G=1.0 0.00001 747.391 45 A=0/0, G=20/25

chr17:41165878 T/T C T SNV IFI35,VAT1 VAT1:downstream:NM_006373.3, IFI35:exonic:NM_005533.4 1 100 6 synonymous NM_005533.4, NM_006373.3c.654C>T, c.*2200G>Ap.(=), p.? -1.27 Interferon-induced 35 kDa protein (IFP 35) N-terminus,Nmi/IFP 35 domain (NID)rs13229 2.00E-04 1.0;0.0 (pos.41165878) Interferon-induced protein-35,Solute carrier family 18 (vesicular monoamine), member 1,Vesicle amine transport protein 1azurophil granule lumen,cytosol,extracellular exosome,extracellular region,integral component of membrane,mitochondrial outer membrane,negative regulation of mitochondrial fusion,neutrophil degranulation,nucleus,oxidation-reduction process,oxidoreductase activity,protein binding,type I interferon signaling pathway,zinc ion bindingAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Influenza, Human;Pregnancy Complications;Respiratory Tract Diseases;Respiratory Tract InfectionsC=0, T=23 C=0.0, T=1.0 0.00001 312.754 23 C=0/0, T=15/8

chr10:91066460 A/A T A SNV IFIT2 IFIT2:exonic:NM_001547.4 1 100 2 synonymous NM_001547.4c.747T>A p.(=) -0.31 Tetratricopeptide repeatrs954439 0.4853 YES 8.762E-1 (pos.91066460) Interferon-induced protein with tetratricopeptide repeats 2RNA binding,apoptotic mitochondrial changes,cellular response to interferon-alpha,cytoplasm,cytosol,defense response to virus,endoplasmic reticulum,negative regulation of protein binding,positive regulation of apoptotic process,protein binding,response to virus,type I interferon signaling pathwayInfluenza, Human;Respiratory Tract Diseases;Respiratory Tract InfectionsT=0, A=37 T=0.0, A=1.0 0.00001 583.706 37 T=0/0, A=26/11

chr10:91066769 A/A C A SNV IFIT2 IFIT2:exonic:NM_001547.4 1 100 2 missense NM_001547.4c.1056C>A p.Asp352Glu 0.64 1 45 0 0.62(COSM5421713)Tetratricopeptide repeatrs1727 0.2517 YES 9.898E-1;0.0 (pos.91066769)adenocarcinomaInterferon-induced protein with tetratricopeptide repeats 2RNA binding,apoptotic mitochondrial changes,cellular response to interferon-alpha,cytoplasm,cytosol,defense response to virus,endoplasmic reticulum,negative regulation of protein binding,positive regulation of apoptotic process,protein binding,response to virus,type I interferon signaling pathwayInfluenza, Human;Respiratory Tract Diseases;Respiratory Tract InfectionsC=0, A=33 C=0.0, A=1.0 0.00001 504.598 33 C=0/0, A=20/13

chr10:91178000 T/T C T SNV IFIT5 IFIT5:exonic:NM_012420.2 1 100 2 synonymous NM_012420.2c.1044C>T p.(=) -0.45 0.03(COSM5425485)Tetratricopeptide repeatrs304448 0.4943 YES 8.656E-1 (pos.91178000) acute_myeloid_leukaemiaInterferon-induced protein with tetratricopeptide repeats 5IkappaB kinase complex,RNA binding,RNA cap binding,actin cytoskeleton,apical part of cell,defense response to virus,double-stranded DNA binding,innate immune response,intracellular membrane-bounded organelle,negative regulation of viral genome replication,plasma membrane,poly(U) RNA binding,positive regulation of I-kappaB kinase/NF-kappaB signaling,protein binding,ruffle membrane,single-stranded RNA binding,tRNA bindingInfluenza, Human;Respiratory Tract Diseases;Respiratory Tract InfectionsC=0, T=32 C=0.0, T=1.0 0.00001 485.137 32 C=0/0, T=19/13

chr6:137519588 A/C A C SNV IFNGR1 IFNGR1:exonic:NM_000416.2 1 57.89 7 synonymous NM_000416.2c.1050T>G p.(=) -0.74 0.04(COSM3761497)Interferon gamma receptor (IFNGR1),Interferon-alpha/beta receptor, fibronectin type III,Tissue factorrs11914 0.1635 YES 1.201E-1;0.0 (pos.137519588)adenocarcinoma,neoplasmImmune interferon, receptor forcytokine binding,defense response to virus,dendrite,endoplasmic reticulum,integral component of plasma membrane,interferon-gamma receptor activity,interferon-gamma-mediated signaling pathway,intracellular membrane-bounded organelle,membrane,plasma membrane,postsynaptic density,protein binding,regulation of interferon-gamma-mediated signaling pathway,response to virus,signal transduction,vesicleAutoimmune Diseases;Cardiovascular Diseases;Digestive System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Heart Diseases;Hepatitis;Hepatitis B;Hepatitis, Viral, Human;Immune System Diseases;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Myocardial Ischemia;Nephritis;Urologic Diseases;Vascular DiseasesInterferon gamma-1bBenign/Likely benignA=16, C=22 A=0.4211, C=0.5789 0.00001 249.053 38 A=6/10, C=12/10

chr9:27524731 G/G A G SNV

IFNK,MOB3

B IFNK:exonic:NM_020124.2, MOB3B:intronic:NM_024761.4 1
100

1 missense NM_024761.4, NM_020124.2c.-198+4822T>C, c.397A>Gp.?, p.Lys133Glu -0.06 56 Interferon alpha/beta domain,Mob1/phocein familyrs700785 0.0091 YES 9.976E-1;0.0 (pos.27524731) Interferon, kappa,MOB kinase activator 3BB cell differentiation,B cell proliferation,T cell activation involved in immune response,adaptive immune response,cytokine activity,cytokine-mediated signaling pathway,defense response to virus,extracellular region,extracellular space,humoral immune response,metal ion binding,natural killer cell activation,natural killer cell activation involved in immune response,negative regulation of cell proliferation,positive regulation of innate immune response,positive regulation of peptidyl-serine phosphorylation of STAT protein,protein binding,regulation of receptor activity,regulation of transcription, DNA-templated,response to exogenous dsRNA,response to virus,type I interferon receptor bindingA=0, G=61 A=0.0, G=1.0 0.00001 921.763 61 A=0/0, G=35/26

chr17:40025264 T/T G T SNV ACLY ACLY:intronic:NM_001096.2 1 100 intronic NM_001096.2c.3134+32C>Ap.? -0.56 ATP citrate lyase citrate-binding,Citrate synthase, C-terminal domain,CoA binding domain,CoA-ligasers782183056,rs9912300 0.23 YES 0.0 (pos.40025263),8.235E-1 (pos.40025264)ATP citrate lyaseATP binding,ATP citrate synthase activity,acetyl-CoA biosynthetic process,azurophil granule lumen,cholesterol biosynthetic process,citrate lyase complex,citrate metabolic process,coenzyme A metabolic process,cofactor binding,cytosol,extracellular exosome,extracellular region,fatty acid biosynthetic process,fatty-acyl-CoA biosynthetic process,ficolin-1-rich granule lumen,lipid biosynthetic process,membrane,metal ion binding,neutrophil degranulation,nucleoplasm,oxaloacetate metabolic process,plasma membrane,positive regulation of cellular metabolic process,protein bindingAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=0, T=62 G=0.0, T=1.0 0.00001 940.287 62 G=0/0, T=32/30

chr17:40025285 G/G A G SNV ACLY ACLY:intronic:NM_001096.2 1 100 intronic NM_001096.2c.3134+11T>Cp.? -0.58 ATP citrate lyase citrate-binding,Citrate synthase, C-terminal domain,CoA binding domain,CoA-ligasers9914829 0.081 YES 9.999E-1 (pos.40025285) ATP citrate lyaseATP binding,ATP citrate synthase activity,acetyl-CoA biosynthetic process,azurophil granule lumen,cholesterol biosynthetic process,citrate lyase complex,citrate metabolic process,coenzyme A metabolic process,cofactor binding,cytosol,extracellular exosome,extracellular region,fatty acid biosynthetic process,fatty-acyl-CoA biosynthetic process,ficolin-1-rich granule lumen,lipid biosynthetic process,membrane,metal ion binding,neutrophil degranulation,nucleoplasm,oxaloacetate metabolic process,plasma membrane,positive regulation of cellular metabolic process,protein bindingAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=64 A=0.0, G=1.0 0.00001 977.635 64 A=0/0, G=31/33

chr17:40025453 C/C T C SNV ACLY ACLY:intronic:NM_001096.2 1 100 intronic NM_001096.2c.3052-75A>Gp.? 0.31 ATP citrate lyase citrate-binding,Citrate synthase, C-terminal domain,CoA binding domain,CoA-ligasers3744779 YES ATP citrate lyaseATP binding,ATP citrate synthase activity,acetyl-CoA biosynthetic process,azurophil granule lumen,cholesterol biosynthetic process,citrate lyase complex,citrate metabolic process,coenzyme A metabolic process,cofactor binding,cytosol,extracellular exosome,extracellular region,fatty acid biosynthetic process,fatty-acyl-CoA biosynthetic process,ficolin-1-rich granule lumen,lipid biosynthetic process,membrane,metal ion binding,neutrophil degranulation,nucleoplasm,oxaloacetate metabolic process,plasma membrane,positive regulation of cellular metabolic process,protein bindingAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=15/7

chr17:40028450 T/T A T SNV ACLY ACLY:intronic:NM_001096.2 1 100 intronic NM_001096.2c.2643-15T>Ap.? 0.86 ATP citrate lyase citrate-binding,Citrate synthase, C-terminal domain,CoA binding domain,CoA-ligasers8071627 0.2299 YES 8.23E-1 (pos.40028450) ATP citrate lyaseATP binding,ATP citrate synthase activity,acetyl-CoA biosynthetic process,azurophil granule lumen,cholesterol biosynthetic process,citrate lyase complex,citrate metabolic process,coenzyme A metabolic process,cofactor binding,cytosol,extracellular exosome,extracellular region,fatty acid biosynthetic process,fatty-acyl-CoA biosynthetic process,ficolin-1-rich granule lumen,lipid biosynthetic process,membrane,metal ion binding,neutrophil degranulation,nucleoplasm,oxaloacetate metabolic process,plasma membrane,positive regulation of cellular metabolic process,protein bindingAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, T=36 A=0.0, T=1.0 0.00001 563.744 36 A=0/0, T=17/19

chr17:4007875 T/T C T SNV ZZEF1 ZZEF1:intronic:NM_015113.3 1 100 intronic NM_015113.3c.1573+52G>Ap.? -1.05 Anaphase-promoting complex, subunit 10 (APC10),Zinc finger, ZZ typers9907500 3.00E-04 YES calcium ion binding,zinc ion binding C=0, T=104 C=0.0, T=1.0 0.00001 1626.75 104 C=0/0, T=41/63

chr17:40146970 A/A G A SNV DNAJC7 DNAJC7:intronic:NM_003315.3 1 100 intronic NM_003315.3c.406-8C>T p.? -0.59 DnaJ domain,Sel1 repeat,TPR repeat,Tetratricopeptide repeatrs6503679 0.1477 YES 8.636E-1 (pos.40146970) ATPase activator activity,chaperone cofactor-dependent protein refolding,cytoplasm,cytoskeleton,cytosol,extracellular exosome,heat shock protein binding,membrane,nucleoplasm,positive regulation of ATPase activity,protein binding,protein folding,regulation of cellular response to heatHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesG=0, A=35 G=0.0, A=1.0 0.00001 543.901 35 G=0/0, A=22/13

chr17:40642452 C/C T C SNV ATP6V0A1 ATP6V0A1:intronic:NM_001130021.1 1 100 intronic NM_001130021.1c.1024-53T>Cp.? -0.44 V-type ATPase 116kDa subunit familyrs9899168 YES ATPase, H+ transporting, lysosomal, V0 subunit A1ATP hydrolysis coupled proton transport,ATP synthesis coupled proton transport,ATPase binding,Golgi apparatus,cytosol,endosome membrane,extracellular exosome,ficolin-1-rich granule membrane,hydrogen ion transmembrane transporter activity,insulin receptor signaling pathway,integral component of membrane,intracellular membrane-bounded organelle,ion transmembrane transport,lysosomal membrane,melanosome,neutrophil degranulation,nuclear speck,phagocytic vesicle membrane,phagosome acidification,plasma membrane,protein binding,proton-transporting ATPase activity, rotational mechanism,proton-transporting V-type ATPase, V0 domain,regulation of macroautophagy,secretory granule membrane,toxin transport,transferrin transport,vacuolar acidification,vacuolar proton-transporting V-type ATPase complex,vacuolar proton-transporting V-type ATPase complex assembly,vacuolar proton-transporting V-type ATPase, V0 domainT=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=7/15

chr17:4074261 C/C A C SNV ANKFY1 ANKFY1:intronic:NM_001257999.2 1 100 intronic NM_001257999.2c.3266-106T>Gp.? -0.65 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),BTB/POZ domain,FYVE zinc fingerrs897030 Ankyrin repeats- and FYVE domain-containing protein 1Golgi to lysosome transport,Rab GTPase binding,cytosol,early endosome,endocytosis,endosomal vesicle fusion,endosome,endosome localization,endosome membrane,extracellular exosome,intracellular membrane-bounded organelle,lysosomal membrane,macropinosome,membrane,metal ion binding,phosphatidylinositol phosphate binding,positive regulation of pinocytosis,protein binding,retrograde transport, endosome to Golgi,retromer complexFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, C=39 A=0.0, C=1.0 0.00001 623.98 39 A=0/0, C=15/24

chr17:40842084 A/A G A SNV CNTNAP1 CNTNAP1:intronic:NM_003632.2 1 100 intronic NM_003632.2c.1736-22G>Ap.? -0.41 F5/8 type C domain,Laminin G domainrs3760386 0.4916 YES 4.611E-1 (pos.40842084) Contactin-associated protein 1SH3 domain binding,SH3/SH2 adaptor activity,cell adhesion,central nervous system myelination,cytoskeleton organization,integral component of membrane,integral component of plasma membrane,myelin sheath,myelination in peripheral nervous system,neuromuscular process controlling balance,neuromuscular process controlling posture,neuron projection morphogenesis,neuronal action potential propagation,paranodal junction,paranodal junction assembly,paranode region of axon,positive regulation of signal transduction,protein binding,protein localization to juxtaparanode region of axon,protein localization to paranode region of axon,receptor activity,signal transduction,voltage-gated potassium channel complexG=0, A=86 G=0.0, A=1.0 0.00001 1410.92 86 G=0/0, A=52/34

chr15:65667724 G/G A G SNV IGDCC3 IGDCC3:exonic:NM_004884.3 1 100 2 synonymous NM_004884.3c.120T>C p.(=) -5.85 0.02(COSM4128353)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs666623 0.1054 YES 8.387E-1 (pos.65667724) neoplasm integral component of membrane,integral component of plasma membrane,neuromuscular process controlling balanceA=0, G=64 A=0.0, G=1.0 0.00001 968.638 64 A=0/0, G=25/39

chr6:160505199 G/G C G SNV IGF2R IGF2R:exonic:NM_000876.3 1 100 40 synonymous NM_000876.3c.6051C>G p.(=) -0.94 Autophagy-related protein 27,Cation-independent mannose-6-phosphate receptor repeat,Fibronectin type II domain,Mannose-6-phosphate receptorrs614754 0.0131 1.0 (pos.160505199) Insulin-like growth factor-2 receptor (mannose-6-phosphate receptor, cation-independent)G-protein alpha-subunit binding,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Golgi apparatus,animal organ regeneration,cell surface,clathrin coat,clathrin-coated vesicle membrane,cytoplasm,early endosome,endocytic vesicle,endosome,enzyme binding,extracellular exosome,focal adhesion,identical protein binding,insulin-like growth factor II binding,insulin-like growth factor receptor signaling pathway,insulin-like growth factor-activated receptor activity,integral component of membrane,integral component of plasma membrane,late endosome,liver development,lysosomal membrane,mannose binding,membrane,membrane organization,neutrophil degranulation,nuclear envelope lumen,perinuclear region of cytoplasm,phosphoprotein binding,plasma membrane,positive regulation of apoptotic process,post-embryonic development,protein binding,receptor activity,receptor-mediated endocytosis,response to retinoic acid,retinoic acid binding,secretory granule membrane,signal transduction,spermatogenesis,traAdenocarcinoma;Alzheimer Disease;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Hepatocellular;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Digestive System Diseases;Digestive System Neoplasms;Hernias, Diaphragmatic, Congenital;Lewy Body Disease;Liver Diseases;Liver Neoplasms;Lung Diseases;Mental Disorders;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Respiratory Tract Diseases;TauopathiesCerliponase alfa,Mecasermin,alpha-D-mannose 6-phosphateC=0, G=47 C=0.0, G=1.0 0.00001 789.203 47 C=0/0, G=17/30

chr19:46664400 G/G A G SNV IGFL2 IGFL2:utr_3:NM_001135113.1 1 100 4 utr_3 NM_001135113.1c.415A>G p.? -0.49 Insulin growth factor-like familyrs10408162 0.3492 YES IGF-like family member 2biological_process,extracellular space,receptor binding A=0, G=222 A=0.0, G=1.0 0.00001 3666.41 222 A=0/0, G=124/98

chr1:201187764 C/C T C SNV IGFN1 IGFN1:exonic:NM_001164586.1 1 100 18 synonymous NM_001164586.1c.9876T>C p.(=) -2.24 0.04(COSM3750757),0.04(COSM3750758)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs10920144 0.1236 YES 9.993E-1 (pos.201187764)adenocarcinoma,neoplasmImmunoglobulin-like and fibronectin type III domains-containing protein 1Z disc,biological_process,nucleus,protein binding T=0, C=53 T=0.0, C=1.0 0.00001 770.887 53 T=0/0, C=30/23

chr1:201176018 A/G A G SNV IGFN1 IGFN1:exonic:NM_001164586.1 1 50 12 missense NM_001164586.1c.1997A>G p.Asp666Gly -0.01 94 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs10753895 0.2866 YES 6.988E-1 (pos.201176018) Immunoglobulin-like and fibronectin type III domains-containing protein 1Z disc,biological_process,nucleus,protein binding A=11, G=11 A=0.5, G=0.5 0.00001 94.6064 22 A=6/5, G=4/7

chr3:151165678 C/C T C SNV IGSF10 IGSF10:exonic:NM_178822.4 1 100 4 synonymous NM_178822.4c.2091A>G p.(=) -1.2 0.04(COSM3759832)Immunoglobulin I-set domain,Immunoglobulin domain,Leucine rich repeat,Leucine rich repeats (6 copies)rs9871952 0.2403 YES 7.737E-1 (pos.151165678)adenocarcinomaImmunoglobulin superfamily, member 10extracellular region,ossification,regulation of neuron migrationPyridoxal Phosphate T=0, C=52 T=0.0, C=1.0 0.00001 767.016 52 T=0/0, C=33/19

chr3:151171439 C/C A C SNV IGSF10 IGSF10:exonic:NM_178822.4 1 100 3 missense NM_178822.4c.448T>G p.Tyr150Asp 2.41 0.09 160 0.938 0.89(COSM3759835)Immunoglobulin I-set domain,Immunoglobulin domain,Leucine rich repeat,Leucine rich repeats (6 copies)rs7619322 0.2719 YES 7.407E-1 (pos.151171439)acute_myeloid_leukaemia,adenocarcinomaImmunoglobulin superfamily, member 10extracellular region,ossification,regulation of neuron migrationPyridoxal Phosphate A=0, C=145 A=0.0, C=1.0 0.00001 2078.06 145 A=0/0, C=57/88

chr3:151171542 G/G A G SNV IGSF10 IGSF10:exonic:NM_178822.4 1 100 3 synonymous NM_178822.4c.345T>C p.(=) 1.25 0.16(COSM3722149)Immunoglobulin I-set domain,Immunoglobulin domain,Leucine rich repeat,Leucine rich repeats (6 copies)rs7621591 0.2296 YES 7.787E-1 (pos.151171542)adenocarcinoma,squamous_cell_carcinomaImmunoglobulin superfamily, member 10extracellular region,ossification,regulation of neuron migrationPyridoxal Phosphate A=0, G=49 A=0.0, G=1.0 0.00001 831.63 49 A=0/0, G=16/33

chr3:151154666 C/C T C SNV

IGSF10,MED

12L IGSF10:exonic:NM_178822.4, MED12L:downstream:NM_053002.5 1
100

6 synonymous NM_053002.5, NM_178822.4c.*4074T>C, c.7683A>Gp.?, p.(=) -1.48 Immunoglobulin I-set domain,Immunoglobulin domain,Leucine rich repeat,Leucine rich repeats (6 copies)rs2172250 0.1526 YES 8.995E-1 (pos.151154666) Immunoglobulin superfamily, member 10,Mediator complex subunit 12-likeRNA polymerase II transcription coactivator activity,RNA polymerase II transcription cofactor activity,beta-catenin binding,extracellular region,mediator complex,ossification,positive regulation of transcription from RNA polymerase II promoter,regulation of neuron migration,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedPyridoxal Phosphate T=0, C=51 T=0.0, C=1.0 0.00001 754.584 51 T=0/0, C=18/33

chr17:42083840 C/C T C SNV NAGS NAGS:intronic:NM_153006.2 1 100 intronic NM_153006.2c.916-57T>Cp.? -0.86 NAT, N-acetyltransferase, of N-acetylglutamate synthasers228770 YES N-acetylglutamate synthaseacetyl-CoA:L-glutamate N-acetyltransferase activity,acetylglutamate kinase activity,arginine binding,arginine biosynthetic process,glutamate metabolic process,methione N-acyltransferase activity,mitochondrial matrix,mitochondrion,urea cycleAmino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Urea Cycle Disorders, InbornAmmonia N-13,Glutamic AcidT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=7/17

chr1:18704862 G/G A G SNV IGSF21 IGSF21:utr_3:NM_032880.4 1 100 10 utr_3 NM_032880.4c.1446A>G p.? 0.09 Immunoglobulin V-set domainrs1043459,rs386629125,rs3866291260.4201 YES 6.415E-1 (pos.18704862) extracellular regionFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=46 A=0.0, G=1.0 0.00001 768.137 46 A=0/0, G=27/19

chr21:41137507 C/C G C SNV IGSF5 IGSF5:exonic:NM_001080444.1 1 100 3 missense NM_001080444.1c.146G>C p.Arg49Thr 2.83 1 71 0 0.01(COSM4134935)Immunoglobulin I-set domainrs2205204 0.261 YES 6.899E-1 (pos.41137507) neoplasm apical plasma membrane,bicellular tight junction,integral component of membraneAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Intellectual Disability;Male Urogenital Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=0, C=21 G=0.0, C=1.0 0.00001 281.222 21 G=0/0, C=8/13

chr21:41165462 A/A C A SNV IGSF5 IGSF5:exonic:NM_001080444.1 1 100 8 missense NM_001080444.1c.1050C>A p.Asp350Glu -0.7 1 45 0 0.01(COSM149226)Immunoglobulin I-set domainrs2837225 0.2909 YES 4.597E-1 (pos.41165462) adenocarcinoma apical plasma membrane,bicellular tight junction,integral component of membraneAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Intellectual Disability;Male Urogenital Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, A=72 C=0.0, A=1.0 0.00001 1127.73 72 C=0/0, A=47/25

chr17:42290015 G/A G A SNV UBTF UBTF:intronic:NM_014233.3 1 98.72 intronic NM_014233.3c.660+172C>Tp.? -1.3 HMG (high mobility group) box,HMG (high mobility group) box 5,HMG-box domainrs2855818,rs965802607 YES Upstream binding transcription factor, RNA polymerase IDNA binding,RNA binding,RNA polymerase I CORE element sequence-specific DNA binding,RNA polymerase I upstream control element sequence-specific DNA binding,chromatin binding,fibrillar center,nucleolus,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase I promoter,protein binding,regulation of glucose mediated signaling pathway,regulation of transcription from RNA polymerase I promoter,scaffold protein binding,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription from RNA polymerase I promoter,transcription initiation from RNA polymerase I promoterG=1, A=77 G=0.0128, A=0.9872 0.00001 1213.94 78 G=0/1, A=42/35

chr1:159897126 C/T C T SNV IGSF9 IGSF9:utr_3:NM_001135050.1 1 96.67 21 utr_3 NM_001135050.1c.3549G>A p.? -2.86 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs13052 0.4679 YES 7.255E-1 (pos.159897126) Immunoglobulin superfamily, member 9axon,cell junction,cell-cell adhesion mediator activity,dendrite,dendrite development,homophilic cell adhesion via plasma membrane adhesion molecules,inhibitory synapse,integral component of membrane,plasma membrane,regulation of synapse organizationC=1, T=29 C=0.0333, T=0.9667 0.00001 418.875 30 C=0/1, T=20/9

chr2:219920037 G/G A G SNV IHH IHH:exonic:NM_002181.3 1 100 3 synonymous NM_002181.3c.1128T>C p.(=) 0.4 0.19(COSM442333)Hedgehog amino-terminal signalling domain,Hint modulers394452 0.2033 YES 9.134E-1 (pos.219920037)neoplasm Indian hedgehogbone resorption,branching involved in blood vessel morphogenesis,calcium ion binding,camera-type eye photoreceptor cell fate commitment,cell fate specification,cell maturation,cell-cell signaling,chondrocyte differentiation involved in endochondral bone morphogenesis,chondrocyte proliferation,embryonic camera-type eye morphogenesis,embryonic digestive tract morphogenesis,embryonic digit morphogenesis,embryonic pattern specification,embryonic skeletal joint development,epithelial cell morphogenesis,epithelial cell-cell adhesion,extracellular space,head morphogenesis,heart looping,in utero embryonic development,intein-mediated protein splicing,liver regeneration,maternal process involved in female pregnancy,multicellular organism growth,negative regulation of T cell differentiation in thymus,negative regulation of alpha-beta T cell differentiation,negative regulation of apoptotic process,negative regulation of eye pigmentation,negative regulation of immature T cell proliferation in thymus,neuron development,ostAdnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Brachydactyly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Endocrine System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Ovarian Cysts;Ovarian DiseasesA=0, G=55 A=0.0, G=1.0 0.00001 818.91 55 A=0/0, G=33/22

chr17:42824648 C/C T C SNV DBF4B DBF4B:intronic:NM_145663.2 1 100 intronic NM_145663.2c.939+89T>Cp.? -1.12 DBF zinc fingerrs9893320 YES DBF4, S. cerevisiae, homolog of, Bactivation of protein kinase activity,aggresome,cell cycle,cytoplasm,intracellular membrane-bounded organelle,nuclear chromatin,nucleic acid binding,nucleoplasm,nucleus,positive regulation of G2/M transition of mitotic cell cycle,positive regulation of cell proliferation,positive regulation of nuclear cell cycle DNA replication,protein binding,protein kinase activator activity,protein kinase binding,zinc ion bindingT=0, C=40 T=0.0, C=1.0 0.00001 644.286 40 T=0/0, C=16/24

chr17:42934372 G/G A G SNV EFTUD2 EFTUD2:intronic:NM_004247.3 1 100 intronic NM_004247.3c.2045+71T>Cp.? -0.26 116 kDa U5 small nuclear ribonucleoprotein component N-terminus,Elongation Factor G, domain II,Elongation factor G C-terminus,Elongation factor G, domain IV,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2rs6503405 YES Elongation factor Tu GTP-binding domain-containing 2Cajal body,GTP binding,GTPase activity,RNA binding,RNA splicing,U4/U6 x U5 tri-snRNP complex,catalytic step 2 spliceosome,cellular response to drug,cytosol,extracellular matrix,mRNA processing,mRNA splicing, via spliceosome,membrane,nuclear speck,nucleoplasm,protein binding,response to cocaine,spliceosomal complexBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniofacial Dysostosis;Dysostoses;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mandibulofacial Dysostosis;Mental Disorders;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsA=0, G=33 A=0.0, G=1.0 0.00001 508.976 33 A=0/0, G=8/25

chr17:42961009 T/T C T SNV EFTUD2 EFTUD2:intronic:NM_004247.3 1 100 intronic NM_004247.3c.426+8G>Ap.? -0.21 0(COSM4000175)116 kDa U5 small nuclear ribonucleoprotein component N-terminus,Elongation Factor G, domain II,Elongation factor G C-terminus,Elongation factor G, domain IV,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2rs2289677 0.4017 YES 4.919E-1 (pos.42961009) acute_myeloid_leukaemiaElongation factor Tu GTP-binding domain-containing 2Cajal body,GTP binding,GTPase activity,RNA binding,RNA splicing,U4/U6 x U5 tri-snRNP complex,catalytic step 2 spliceosome,cellular response to drug,cytosol,extracellular matrix,mRNA processing,mRNA splicing, via spliceosome,membrane,nuclear speck,nucleoplasm,protein binding,response to cocaine,spliceosomal complexBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniofacial Dysostosis;Dysostoses;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mandibulofacial Dysostosis;Mental Disorders;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsBenign/Likely benignC=0, T=34 C=0.0, T=1.0 0.00001 524.186 34 C=0/0, T=14/20

chr17:42990810 G/A G A SNV GFAP GFAP:intronic:NM_002055.4 1 47.37 intronic NM_002055.4c.619-12C>Tp.? 0.28 Intermediate filament head (DNA binding) region,Intermediate filament proteinrs3744468 0.122 YES 1.005E-1 (pos.42990810) Glial fibrillary acidic proteinBergmann glial cell differentiation,astrocyte development,astrocyte end-foot,axon development,cell body,cytoplasm,cytoplasmic side of lysosomal membrane,cytosol,extracellular matrix organization,identical protein binding,integrin binding,intermediate filament,intermediate filament cytoskeleton,intermediate filament organization,kinase binding,long-term synaptic potentiation,lysosome,myelin sheath,negative regulation of neuron projection development,neurofilament,neuron projection regeneration,positive regulation of Schwann cell proliferation,protein binding,regulation of chaperone-mediated autophagy,regulation of neurotransmitter uptake,regulation of protein complex assembly,response to wounding,structural constituent of cytoskeleton,structural molecule activityAlexander Disease;Amyotrophic Lateral Sclerosis;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Dementia;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Epilepsy;Eye Diseases;Genetic Diseases, Inborn;Hereditary Central Nervous System Demyelinating Diseases;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Leukoencephalopathies;Lewy Body Disease;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Motor Neuron Disease;Movement Disorders;Myelitis, Transverse;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurocognitive Disorders;Neurodegenerative Diseases;Neuromuscular Diseases;Neuromyelitis Optica;Neuronal Ceroid-LipofuscinosBenign G=20, A=18 G=0.5263, A=0.4737 0.00001 183.596 38 G=6/14, A=3/15

chr5:140027216 C/C T C SNV

IK,MIR3655,

NDUFA2 IK:upstream:NM_006083.3, MIR3655:upstream:NR_037428.1, NDUFA2:utr_5:NM_002488.41
100

1 utr_5 NM_002488.4, NM_006083.3, NR_037428.1c.-48A>G, c.-278T>Cp.?, p.? -0.09 Mitochondrial ribosomal protein L51 / S25 / CI-B8 domainrs778593 0.4112 YES 5.11E-1 (pos.140027216) IK cytokine, downregulator of HLA II,NADH dehydrogenase (ubiquinone) 1 alpha subcomplex, 2 (8kD, B8)NADH dehydrogenase (ubiquinone) activity,RNA splicing,cytoplasm,identical protein binding,mRNA processing,mitochondrial electron transport, NADH to ubiquinone,mitochondrial inner membrane,mitochondrial membrane,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,mitotic cell cycle,mitotic spindle assembly checkpoint,mitotic spindle pole,nuclear chromosome,nuclear speck,nucleoplasm,nucleus,protein binding,protein localization to kinetochore,spliceosomal complex,viral processBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Leigh Disease;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nutritional and Metabolic Diseases;Pyruvate Metabolism, Inborn Errors;Stomach Diseases;Stomach NeoplasmsNADH Likely benign T=0, C=48 T=0.0, C=1.0 0.00001 814.808 48 T=0/0, C=20/28

chr5:140027304 C/C T C SNV

IK,MIR3655,

NDUFA2 IK:upstream:NM_006083.3, MIR3655:upstream:NR_037428.1, NDUFA2:utr_5:NM_002488.41
100

1 utr_5 NM_002488.4, NM_006083.3, NR_037428.1c.-136A>G, c.-190T>Cp.?, p.? -0.67 Mitochondrial ribosomal protein L51 / S25 / CI-B8 domainrs778594 YES 5.409E-1 (pos.140027304) IK cytokine, downregulator of HLA II,NADH dehydrogenase (ubiquinone) 1 alpha subcomplex, 2 (8kD, B8)NADH dehydrogenase (ubiquinone) activity,RNA splicing,cytoplasm,identical protein binding,mRNA processing,mitochondrial electron transport, NADH to ubiquinone,mitochondrial inner membrane,mitochondrial membrane,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,mitotic cell cycle,mitotic spindle assembly checkpoint,mitotic spindle pole,nuclear chromosome,nuclear speck,nucleoplasm,nucleus,protein binding,protein localization to kinetochore,spliceosomal complex,viral processBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Leigh Disease;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nutritional and Metabolic Diseases;Pyruvate Metabolism, Inborn Errors;Stomach Diseases;Stomach NeoplasmsNADH Likely benign T=0, C=47 T=0.0, C=1.0 0.00001 789.318 47 T=0/0, C=18/29

chr17:43195981 T/C T C SNV PLCD3 PLCD3:intronic:NM_133373.4 1 50 intronic NM_133373.4c.914-122A>Gp.? -5.76 C2 domain,EF hand,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-likers3744760 YES angiogenesis,cleavage furrow,cytosol,inositol phosphate metabolic process,intracellular,intracellular signal transduction,labyrinthine layer blood vessel development,lipid catabolic process,lipid metabolic process,metal ion binding,phosphatidylinositol phospholipase C activity,plasma membrane,regulation of cell proliferation,signal transducer activityT=11, C=11 T=0.5, C=0.5 0.00001 94.6017 22 T=7/4, C=3/8

chr1:206651107 A/A G A SNV IKBKE IKBKE:exonic:NM_014002.3 1 100 8 synonymous NM_014002.3c.717G>A p.(=) -5.16 0.01(COSM425146)Protein kinase domain,Protein tyrosine kinasers2297545 0.2096 YES 6.8E-1 (pos.206651107) haemangioblastoma,neoplasmI-kappa-B kinase-epsilonATP binding,I-kappaB phosphorylation,IkappaB kinase activity,K48-linked polyubiquitin modification-dependent protein binding,K63-linked polyubiquitin modification-dependent protein binding,NF-kappaB-inducing kinase activity,NIK/NF-kappaB signaling,PML body,TRIF-dependent toll-like receptor signaling pathway,cellular response to virus,cytoplasm,cytosol,endosome membrane,immune response,innate immune response,intrinsic apoptotic signaling pathway in response to DNA damage,mitochondrial membrane,negative regulation of type I interferon production,nucleus,peptidyl-serine phosphorylation,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of lipid storage,protein binding,protein homooligomerization,protein kinase activity,protein phosphorylation,response to interferon-beta,response to type I interferon,ubiquitin protein ligase bindingG=0, A=38 G=0.0, A=1.0 0.00001 603.228 38 G=0/0, A=16/22

chr17:4350182 T/C T C SNV SPNS3 SPNS3:intronic:NM_182538.4 1 50 intronic NM_182538.4c.555-9T>C p.? 0.04 0(COSM5425005)Major Facilitator Superfamily,Sugar (and other) transporterrs2047233 0.0986 YES 2.176E-1 (pos.4350182) acute_myeloid_leukaemia,carcinoma,neoplasmSpinster, Drosophila, homolog of, 3integral component of membrane,lipid transport,locomotion,lysosomal membrane,sphingolipid transporter activity,sphingosine-1-phosphate signaling pathway,transmembrane transport,vesicleT=18, C=18 T=0.5, C=0.5 0.00001 185.845 36 T=6/12, C=3/15

chr1:206647742 G/G A G SNV

IKBKE,MIR6

769B MIR6769B:upstream:NR_106919.1, IKBKE:exonic:NM_014002.3 1
100

4 synonymous NM_014002.3, NR_106919.1c.156A>G p.(=) 0.96 0.16(COSM4143277)Protein kinase domain,Protein tyrosine kinasers1539242 0.0024 1.0 (pos.206647742) neoplasm I-kappa-B kinase-epsilonATP binding,I-kappaB phosphorylation,IkappaB kinase activity,K48-linked polyubiquitin modification-dependent protein binding,K63-linked polyubiquitin modification-dependent protein binding,NF-kappaB-inducing kinase activity,NIK/NF-kappaB signaling,PML body,TRIF-dependent toll-like receptor signaling pathway,cellular response to virus,cytoplasm,cytosol,endosome membrane,immune response,innate immune response,intrinsic apoptotic signaling pathway in response to DNA damage,mitochondrial membrane,negative regulation of type I interferon production,nucleus,peptidyl-serine phosphorylation,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of lipid storage,protein binding,protein homooligomerization,protein kinase activity,protein phosphorylation,response to interferon-beta,response to type I interferon,ubiquitin protein ligase bindingA=0, G=22 A=0.0, G=1.0 0.00001 298.891 22 A=0/0, G=11/11

chr17:44077044 C/C T C SNV MAPT,STH STH:utr_3:NM_001007532.2, MAPT:intronic:NM_001123066.3 1 100 intronic NM_001123066.3, NM_001007532.2c.1827+3014T>C, c.399T>Cp.?, p.? -5.11 Tau and MAP protein, tubulin-binding repeatrs71375329 0.0014 YES 9.981E-1 (pos.44077044) Microtubule-associated protein tau,SaitohinDNA binding,Hsp90 protein binding,SH3 domain binding,actin binding,activation of cysteine-type endopeptidase activity involved in apoptotic process,amyloid fibril formation,apolipoprotein binding,astrocyte activation,axolemma,axon,axon cytoplasm,axonal transport,axonal transport of mitochondrion,cell body,cellular response to heat,cytoplasm,cytoplasmic microtubule organization,cytoplasmic ribonucleoprotein granule,cytosol,dendrite,dynactin binding,enzyme binding,generation of neurons,growth cone,identical protein binding,intracellular distribution of mitochondria,learning or memory,lipoprotein particle binding,membrane,memory,microglial cell activation,microtubule,microtubule associated complex,microtubule binding,microtubule cytoskeleton,microtubule cytoskeleton organization,microtubule lateral binding,negative regulation of establishment of protein localization to mitochondrion,negative regulation of gene expression,negative regulation of kinase activity,negative regulation of mitochondrial fission,negativeAlzheimer Disease;Aphasia;Aphasia, Primary Progressive;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Communication Disorders;Cranial Nerve Diseases;Dementia;Eye Diseases;Frontotemporal Dementia;Frontotemporal Lobar Degeneration;Language Disorders;Learning Disorders;Lung Diseases;Lung Diseases, Interstitial;Memory Disorders;Mental Disorders;Metabolic Diseases;Movement Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Parkinson Disease;Parkinsonian Disorders;Pick Disease of the Brain;Primary Progressive Nonfluent Aphasia;Proteostasis Deficiencies;Respiration Disorders;Respiratory Insufficiency;Respiratory Tract Diseases;Speech Disorders;Supranuclear Palsy, Progressive;TDP-43 Proteinopathies;TauopathiesDocetaxel,Paclitaxel T=0, C=21 T=0.0, C=1.0 0.00001 281.23 21 T=0/0, C=7/14

chr17:4436005 C/C T C SNV SPNS2 SPNS2:intronic:NM_001124758.2 1 100 intronic NM_001124758.2c.935+26T>Cp.? -1.97 Major Facilitator Superfamily,Sugar (and other) transporterrs764028868,rs9892232 0 0.0;5.81E-4 (pos.4435990),9.999E-1 (pos.4436005)Spinster, Drosophila, homolog of, 2B cell homeostasis,T cell homeostasis,bone development,integral component of membrane,lipid transport,locomotion,lymph node development,lymphocyte migration,lysosomal membrane,regulation of eye pigmentation,regulation of humoral immune response,sphingolipid metabolic process,sphingolipid transporter activity,sphingosine-1-phosphate signaling pathway,transmembrane transport,vesicleT=0, C=55 T=0.0, C=1.0 0.00001 817.408 55 T=0/0, C=12/43

chr1:206647787 C/C T C SNV

IKBKE,MIR6

769B MIR6769B:upstream:NR_106919.1, IKBKE:exonic:NM_014002.3 1
100

4 synonymous NM_014002.3, NR_106919.1c.201T>C p.(=) -1.32 Protein kinase domain,Protein tyrosine kinasers1539243 0.1664 YES 9.764E-1 (pos.206647787) I-kappa-B kinase-epsilonATP binding,I-kappaB phosphorylation,IkappaB kinase activity,K48-linked polyubiquitin modification-dependent protein binding,K63-linked polyubiquitin modification-dependent protein binding,NF-kappaB-inducing kinase activity,NIK/NF-kappaB signaling,PML body,TRIF-dependent toll-like receptor signaling pathway,cellular response to virus,cytoplasm,cytosol,endosome membrane,immune response,innate immune response,intrinsic apoptotic signaling pathway in response to DNA damage,mitochondrial membrane,negative regulation of type I interferon production,nucleus,peptidyl-serine phosphorylation,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of lipid storage,protein binding,protein homooligomerization,protein kinase activity,protein phosphorylation,response to interferon-beta,response to type I interferon,ubiquitin protein ligase bindingT=0, C=22 T=0.0, C=1.0 0.00001 298.888 22 T=0/0, C=11/11

chr2:214012508 C/T C T SNV IKZF2 IKZF2:exonic:NM_016260.2 1 56 3 synonymous NM_016260.2c.63G>A p.(=) 0.27 0.49(COSM3757927)C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers6709554 0.3748 YES 9.244E-4 (pos.214012508)adenocarcinomaIkaros family zinc finger 2DNA binding transcription factor activity,biological_process,metal ion binding,molecular_function,negative regulation of transcription from RNA polymerase II promoter,nucleic acid binding,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein heterodimerization activity,protein homodimerization activity,transcription regulatory region DNA binding,transcription, DNA-templatedHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Leukemia, T-Cell;Leukemia-Lymphoma, Adult T-Cell;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Precursor Cell Lymphoblastic Leukemia-LymphomaC=11, T=14 C=0.44, T=0.56 0.00001 134.35 25 C=8/3, T=7/7

chr1:67852335 G/A G A SNV IL12RB2 IL12RB2:exonic:NM_001559.2 1 50 14 synonymous NM_001559.2c.1929G>A p.(=) -0.62 0.02(COSM3747066)Fibronectin type III domain,Ig-like C2-type domainrs2228420 0.4293 YES 3.391E-1 (pos.67852335) acute_myeloid_leukaemia,hepatocellular_carcinomaInterleukin 12 receptor, beta-2cell surface receptor signaling pathway,cytokine receptor activity,cytokine-mediated signaling pathway,external side of plasma membrane,integral component of plasma membrane,interferon-gamma production,interleukin-12-mediated signaling pathway,membrane,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of cell proliferation,positive regulation of interferon-gamma production,protein kinase binding,response to lipopolysaccharideBehcet Syndrome;Bile Duct Diseases;Biliary Tract Diseases;Cardiovascular Diseases;Cholestasis;Cholestasis, Intrahepatic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Eye Diseases;Genetic Diseases, Inborn;Hereditary Autoinflammatory Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Mouth Diseases;Panuveitis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Uveal Diseases;Uveitis;Uveitis, Anterior;Vascular Diseases;VasculitisG=10, A=10 G=0.5, A=0.5 0.00001 82.8805 20 G=3/7, A=1/9

chr17:45385012 T/T C T SNV

ITGB3,THCA

T158 THCAT158:intronic_nc:NR_110880.1, ITGB3:intronic:NM_000212.2 1
100

intronic NM_000212.2, NR_110880.1c.2301+9C>Tp.? -0.25 EGF-like domain,Integrin beta chain VWA domain,Integrin beta cytoplasmic domain,Integrin beta tail domain,Integrin plexin domainrs3809863 0.4758 YES 2.511E-1 (pos.45385012) Integrin, beta-3 (platelet glycoprotein IIIa; antigen CD61)C-X3-C chemokine binding,activation of protein kinase activity,alphav-beta3 integrin-IGF-1-IGF1R complex,alphav-beta3 integrin-vitronectin complex,angiogenesis involved in wound healing,apolipoprotein A-I-mediated signaling pathway,blood coagulation,cell adhesion,cell adhesion mediated by integrin,cell adhesion molecule binding,cell growth,cell migration,cell surface,cell-matrix adhesion,cell-substrate adhesion,cell-substrate junction assembly,coreceptor activity,enzyme binding,extracellular exosome,extracellular matrix binding,extracellular matrix organization,fibroblast growth factor binding,fibronectin binding,filopodium membrane,focal adhesion,heterotypic cell-cell adhesion,identical protein binding,insulin-like growth factor I binding,integral component of plasma membrane,integrin alphav-beta3 complex,integrin complex,integrin-mediated signaling pathway,lamellipodium membrane,leukocyte migration,melanosome,mesodermal cell differentiation,microvillus membrane,negative chemotaxis,negative regulation of lipAcute Coronary Syndrome;Arterial Occlusive Diseases;Autistic Disorder;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Brain Diseases;Cardiovascular Diseases;Carotid Artery Diseases;Carotid Artery Thrombosis;Central Nervous System Diseases;Cerebral Hemorrhage;Cerebrovascular Disorders;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Coronary Thrombosis;Embolism and Thrombosis;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Immune System Diseases;Infant, Newborn, Diseases;Intracranial Embolism and Thrombosis;Intracranial Hemorrhages;Male Urogenital Diseases;Mental Disorders;Myocardial Infarction;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurodevelopmental Disorders;Neuromuscular Diseases;Peripheral Nervous System Diseases;Prostatic Diseases;Prostatic NeoplasmsAbciximab,Antithymocyte immunoglobulin (rabbit),Eptifibatide,LM-609,Lefradafiban,TirofibanBenign C=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=19/5

chr17:45425144 T/T C T SNV EFCAB13 EFCAB13:intronic:NM_152347.4 1 100 intronic NM_152347.4c.518-30C>Tp.? -1.59 rs3851808 0.3784 YES 6.054E-1 (pos.45425144) C=0, T=48 C=0.0, T=1.0 0.00001 810.418 48 C=0/0, T=38/10

chr5:131995964 G/G A G SNV IL13 IL13:exonic:NM_002188.2 1 100 4 missense NM_002188.2c.431A>G p.Gln144Arg -2.74 1 43 0 Interleukin-13rs20541 0.195 YES 6.723E-1 (pos.131995964) Interleukin-13cell-cell signaling,cellular response to cytokine stimulus,cellular response to mechanical stimulus,cytokine activity,cytokine receptor binding,cytoplasm,external side of plasma membrane,extracellular region,extracellular space,immune response,inflammatory response,interleukin-13 receptor binding,microglial cell activation,movement of cell or subcellular component,negative regulation of NAD(P)H oxidase activity,negative regulation of complement-dependent cytotoxicity,negative regulation of endothelial cell apoptotic process,negative regulation of lung ciliated cell differentiation,negative regulation of neuron death,negative regulation of transforming growth factor beta production,positive regulation of B cell proliferation,positive regulation of connective tissue growth factor production,positive regulation of immunoglobulin production,positive regulation of lung goblet cell differentiation,positive regulation of macrophage activation,positive regulation of mast cell degranulation,positive regulation of pancAdenocarcinoma;Arthritis;Arthritis, Experimental;Asthma;Autistic Disorder;Autoimmune Diseases;Bronchial Diseases;Bronchial Hyperreactivity;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatitis;Dermatitis, Atopic;Digestive System Diseases;Drug Hypersensitivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hemic and Lymphatic Diseases;Hepatitis;Hepatitis, Autoimmune;Hepatitis, Chronic;Hodgkin Disease;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Immunoproliferative Disorders;Joint Diseases;Kidney Diseases;Kidney Neoplasms;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Lymphatic Diseases;Lymphoma;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neurodevelopmental DisordCintredekin Besudotox,Lebrikizumabrisk factor A=0, G=47 A=0.0, G=1.0 0.00001 789.328 47 A=0/0, G=22/25

chr15:81582868 A/A G A SNV IL16 IL16:exonic:NM_172217.4 1 100 11 synonymous NM_172217.4c.1407G>A p.(=) 1 0.64(COSM4128448),0.64(COSM4128449)PDZ domain (Also known as DHR or GLGF)rs8031107 0.4456 YES 5.373E-1 (pos.81582868) neoplasm Interleukin 16CD4 receptor binding,chemotaxis,cytokine activity,cytosol,extracellular region,extracellular space,immune response,induction of positive chemotaxis,leukocyte chemotaxis,nuclear speck,plasma membrane,regulation of calcium ion transport,regulation of receptor activity,regulation of transcription, DNA-templated,transcription, DNA-templated,viral processAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Hypersensitivity;Immune System Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Pregnancy Complications;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=0, A=76 G=0.0, A=1.0 0.00001 1209.6 76 G=0/0, A=32/44

chr17:45438952 T/T C T SNV EFCAB13 EFCAB13:intronic:NM_152347.4 1 100 intronic NM_152347.4c.805+65C>Tp.? 0.1 rs6504872 YES C=0, T=42 C=0.0, T=1.0 0.00001 685.212 42 C=0/0, T=23/19

chr17:4544983 GAAG/GAAG G GAAG INDEL ALOX15 ALOX15:upstream:NM_001140.4 3 100 intronic NM_001140.4c.-37C>CTTCp.? 0.51 rs4053416 0.0 (pos.4544983) Arachidonate 15-lipoxygenaseapoptotic cell clearance,arachidonate 12-lipoxygenase activity,arachidonate 15-lipoxygenase activity,arachidonic acid metabolic process,bone mineralization,cellular response to calcium ion,cellular response to interleukin-13,cytosol,eoxin A4 synthase activity,extrinsic component of cytoplasmic side of plasma membrane,hepoxilin A3 synthase activity,hepoxilin biosynthetic process,hepoxilin-epoxide hydrolase activity,inflammatory response,iron ion binding,leukotriene metabolic process,lipid droplet,lipoxin A4 biosynthetic process,lipoxygenase pathway,membrane,negative regulation of adaptive immune response,ossification,oxidation-reduction process,oxidoreductase activity, acting on single donors with incorporation of molecular oxygen, incorporation of two atoms of oxygen,phosphatidylethanolamine biosynthetic process,phosphatidylinositol-4,5-bisphosphate binding,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positive regulation of actin filament polymerization,positive regulation of cell-substrate adArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Cardiovascular Diseases;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Hypertension;Neoplasms;Neoplasms by Site;Vascular Diseases(2E)-3-(2-OCT-1-YN-1-YLPHENYL)ACRYLIC ACIDG=0, GAAG=30G=0.0, GAAG=1.0 0.00001 445.621 30 G=0/0, GAAG=9/21

chr15:81600995 G/G A G SNV IL16 IL16:exonic:NM_172217.4 1 100 19 synonymous NM_172217.4c.3855A>G p.(=) 1.39 PDZ domain (Also known as DHR or GLGF)rs4238526 1.00E-04 9.689E-1 (pos.81600995) Interleukin 16CD4 receptor binding,chemotaxis,cytokine activity,cytosol,extracellular region,extracellular space,immune response,induction of positive chemotaxis,leukocyte chemotaxis,nuclear speck,plasma membrane,regulation of calcium ion transport,regulation of receptor activity,regulation of transcription, DNA-templated,transcription, DNA-templated,viral processAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Hypersensitivity;Immune System Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Pregnancy Complications;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, G=32 A=0.0, G=1.0 0.00001 485.085 32 A=0/0, G=19/13

chr17:4579638 G/A G A SNV PELP1 PELP1:intronic:NM_014389.2 1 47.62 intronic NM_014389.2c.1003+14C>Tp.? -0.7 NUC202 domain,rRNA processing/ribosome biogenesisrs386794753,rs8071990 0.2968 YES 9.986E-1 (pos.4579638) Proline-, glutamic acid-, and leucine-rich protein 1MLL1 complex,RNA binding,cellular response to estrogen stimulus,chromatin binding,cytoplasm,nucleolus,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,rRNA processing,transcription factor binding,transcription, DNA-templated,transcriptionally active chromatinG=22, A=20 G=0.5238, A=0.4762 0.00001 212.855 42 G=14/8, A=5/15

chr22:17565974 C/C G C SNV IL17RA IL17RA:utr_5:NM_014339.6 1 100 1 utr_5 NM_014339.6c.-8G>C p.? 0.65 Interleukin 17 receptor D,Interleukin-17 receptor, fibronectin-III-like domain 1,SEFIR domainrs917865 YES 1.0 (pos.17565974) Interleukin 17 receptor Acell surface receptor signaling pathway,cellular response to interleukin-17,cytokine-mediated signaling pathway,defense response to fungus,extracellular region,fibroblast activation,granulocyte chemotaxis,integral component of plasma membrane,interleukin-17 receptor activity,plasma membrane,positive regulation of cytokine production involved in inflammatory response,positive regulation of interleukin-13 secretion,positive regulation of interleukin-23 production,positive regulation of interleukin-5 secretion,protein binding,receptor bindingBrain Diseases;Brain Ischemia;Candidiasis, Chronic Mucocutaneous;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Dermatomycoses;Nervous System Diseases;Skin Diseases;Skin Diseases, Infectious;Skin and Connective Tissue Diseases;Vascular DiseasesBenign G=0, C=20 G=0.0, C=1.0 0.00001 263.781 20 G=0/0, C=11/9

chr17:45905850 T/T C T SNV MRPL10 MRPL10:intronic:NM_148887.2 1 100 intronic NM_148887.2c.252+17G>Ap.? -0.38 Ribosomal protein L10rs4793671 0.02 YES 9.981E-1 (pos.45905850) Mitochondrial ribosomal protein L10RNA binding,intracellular ribonucleoprotein complex,mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial translation,mitochondrial translational elongation,mitochondrial translational termination,mitochondrion,nucleoplasm,protein binding,ribosome biogenesis,structural constituent of ribosome,translationC=0, T=32 C=0.0, T=1.0 0.00001 485.122 32 C=0/0, T=26/6

chr2:103001402 C/T C T SNV IL18R1 IL18R1:exonic:NM_003855.3 1 50 7 synonymous NM_003855.3c.753C>T p.(=) 0.15 0.01(COSM4001107)TIR domain rs1035130 0.2724 YES 4.028E-1 (pos.103001402)acute_myeloid_leukaemia,osteosarcomaInterleukin 18 receptor 1T-helper 1 cell differentiation,immune response,integral component of membrane,interleukin-1 receptor activity,interleukin-18 receptor activity,interleukin-18-mediated signaling pathway,natural killer cell activation,plasma membrane,positive regulation of NF-kappaB import into nucleus,positive regulation of interferon-gamma production,protein binding,receptor activity,signal transductionAsthma;Bronchial Diseases;Celiac Disease;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatitis;Dermatitis, Atopic;Digestive System Diseases;Gastrointestinal Diseases;Genetic Diseases, Inborn;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Intestinal Diseases;Lung Diseases;Lung Diseases, Obstructive;Malabsorption Syndromes;Metabolic Diseases;Nutritional and Metabolic Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesC=31, T=31 C=0.5, T=0.5 0.00001 305.02 62 C=18/13, T=6/25

chr17:46048920 A/G A G SNV CDK5RAP3 CDK5RAP3:intronic:NM_001278197.1 1 51.92 intronic NM_001278197.1c.127+147A>Gp.? -0.3 Protein of unknown function (DUF773)rs72823513,rs982144347 YES CDK5 regulatory subunit-associated protein 3MDM2/MDM4 family protein binding,NF-kappaB binding,apoptotic nuclear changes,brain development,cell proliferation,centrosome,cyclin binding,cytoplasm,cytosol,endomembrane system,endoplasmic reticulum unfolded protein response,membrane,microtubule,mitogen-activated protein kinase binding,mitotic G2 DNA damage checkpoint,mitotic G2/M transition checkpoint,negative regulation of MAP kinase activity,negative regulation of NF-kappaB transcription factor activity,negative regulation of cellular protein catabolic process,negative regulation of protein kinase activity by regulation of protein phosphorylation,negative regulation of protein phosphorylation,negative regulation of protein serine/threonine kinase activity,nucleolus,nucleus,positive regulation of protein localization to nucleus,positive regulation of protein ubiquitination,positive regulation of protein ubiquitination involved in ubiquitin-dependent protein catabolic process,positive regulation of signal transduction by p53 class mediator,positive regulatiA=25, G=27 A=0.4808, G=0.5192 0.00001 270.322 52 A=11/14, G=14/13

chr17:4621773 T/G T G SNV ARRB2 ARRB2:intronic:NM_001257330.1 1 50 intronic NM_001257330.1c.706+133T>Gp.? 0.68 Arrestin (or S-antigen), C-terminal domain,Arrestin (or S-antigen), N-terminal domainrs4522461 YES Arrestin, beta 214-3-3 protein binding,D1 dopamine receptor binding,G-protein coupled receptor binding,G-protein coupled receptor internalization,G-protein coupled receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,adult walking behavior,alpha-1A adrenergic receptor binding,alpha-1B adrenergic receptor binding,angiotensin receptor binding,arrestin family protein binding,basolateral plasma membrane,brain development,cell chemotaxis,chemical synaptic transmission, postsynaptic,clathrin-coated pit,cytoplasm,cytoplasmic vesicle,cytosol,dendritic spine,desensitization of G-protein coupled receptor protein signaling pathway by arrestin,detection of temperature stimulus involved in sensory perception of pain,dopamine receptor signaling pathway,endocytic vesicle,enzyme binding,follicle-stimulating hormone receptor binding,follicle-stimulating hormone signaling pathway,identical protein binding,intracellular membrane-bounded organelle,membrane organization,mitogen-activated protein kinase binding,negative Amphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersT=10, G=10 T=0.5, G=0.5 0.00001 82.8833 20 T=1/9, G=3/7

chr2:113832312 C/C T C SNV IL1F10 IL1F10:exonic:NM_173161.2 1 100 4 missense NM_173161.2c.131T>C p.Ile44Thr 1.59 0.01 89 0.002 0.24(COSM5002052),0.24(COSM5002053)Interleukin-1 / 18rs6761276 0.4147 YES 1.671E-1 (pos.113832312)carcinoma,ductal_carcinomaInterleukin 1 family, member 10cytokine activity,cytokine-mediated signaling pathway,extracellular region,extracellular space,immune response,inflammatory response,interleukin-1 receptor binding,regulation of receptor activityT=0, C=20 T=0.0, C=1.0 0.00001 263.784 20 T=0/0, C=8/12

chr17:4638010 G/G T G SNV CXCL16 CXCL16:intronic:NM_022059.3 1 100 intronic NM_022059.3c.776-63A>Cp.? -0.81 rs3744700 0.3444 YES CXC chemokine ligand-16G-protein coupled receptor signaling pathway,T cell chemotaxis,cellular response to lipopolysaccharide,chemokine activity,chemotaxis,extracellular region,extracellular space,integral component of membrane,low-density lipoprotein receptor activity,lymphocyte chemotaxis,membrane,plasma membrane,positive regulation of cell growth,positive regulation of cell migration,receptor-mediated endocytosis,regulation of receptor activity,response to cytokine,response to interferon-gamma,response to tumor necrosis factor,scavenger receptor activityT=0, G=44 T=0.0, G=1.0 0.00001 726.559 44 T=0/0, G=15/29

chr17:4644491 G/G A G SNV ZMYND15 ZMYND15:intronic:NM_001267822.1 1 100 intronic NM_001267822.1c.592+56A>Gp.? -0.12 MYND finger rs9903643 YES Zinc finger MYND-containing protein 15cytoplasm,histone deacetylase binding,metal ion binding,negative regulation of transcription, DNA-templated,nucleus,spermatid development,transcription, DNA-templatedA=0, G=24 A=0.0, G=1.0 0.00001 334.21 24 A=0/0, G=5/19

chr6:137325847 T/T C T SNV IL20RA IL20RA:exonic:NM_014432.3 1 100 6 missense NM_014432.3c.775G>A p.Val259Ile -0.4 1 29 0.001 Interferon-alpha/beta receptor, fibronectin type III,Tissue factorrs1555498 0.0066 YES 9.991E-1 (pos.137325847) Interleukin 20 receptor, alphacytokine receptor activity,cytokine-mediated signaling pathway,integral component of membrane,interleukin-20 binding,plasma membrane,positive regulation of intrinsic apoptotic signaling pathway,protein binding,regulation of bone resorptionAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsC=0, T=30 C=0.0, T=1.0 0.00001 446.609 30 C=0/0, T=9/21

chr17:4647002 G/G A G SNV ZMYND15 ZMYND15:intronic:NM_001267822.1 1 100 intronic NM_001267822.1c.1298-60A>Gp.? -0.01 MYND finger rs770417222,rs8082690 0.3583 YES Zinc finger MYND-containing protein 15cytoplasm,histone deacetylase binding,metal ion binding,negative regulation of transcription, DNA-templated,nucleus,spermatid development,transcription, DNA-templatedA=0, G=32 A=0.0, G=1.0 0.00001 485.108 32 A=0/0, G=10/22

chr1:24447214 A/A G A SNV IL22RA1 IL22RA1:utr_3:NM_021258.3 1 100 7 utr_3 NM_021258.3c.1806C>T p.? -1.4 Interferon-alpha/beta receptor, fibronectin type III,Tissue factorrs3795300 YES biological_process,cytokine-mediated signaling pathway,defense response to Gram-negative bacterium,integral component of membrane,interferon receptor activity,interleukin-20 binding,plasma membrane,protein bindingG=0, A=96 G=0.0, A=1.0 0.00001 1617.87 96 G=0/0, A=54/42

chr1:67685387 C/C T C SNV IL23R IL23R:exonic:NM_144701.2 1 100 7 missense NM_144701.2c.929T>C p.Leu310Pro 2.35 1 98 0 rs7530511 0.1295 YES 9.831E-1 (pos.67685387) Interleukin 23 receptordefense response to Gram-negative bacterium,inflammatory response,integral component of membrane,interleukin-12 receptor binding,interleukin-12-mediated signaling pathway,interleukin-23 binding,interleukin-23 receptor activity,interleukin-23 receptor complex,interleukin-23-mediated signaling pathway,negative regulation of interleukin-10 production,plasma membrane,positive regulation of NK T cell activation,positive regulation of T cell mediated cytotoxicity,positive regulation of T cell proliferation,positive regulation of T-helper 1 type immune response,positive regulation of T-helper 17 cell lineage commitment,positive regulation of T-helper 17 type immune response,positive regulation of activated T cell proliferation,positive regulation of activation of Janus kinase activity,positive regulation of defense response to virus by host,positive regulation of granulocyte macrophage colony-stimulating factor production,positive regulation of interferon-gamma production,positive regulation of interleukin-12 producAnkylosis;Arthritis;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Behcet Syndrome;Bone Diseases;Cardiovascular Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Crohn Disease;Digestive System Diseases;Eye Diseases;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Hereditary Autoinflammatory Diseases;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Mouth Diseases;Musculoskeletal Diseases;Nervous System Diseases;Panuveitis;Psoriasis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, Ankylosing;Stomatognathic Diseases;Uveal Diseases;Uveitis;Uveitis, Anterior;Uveomeningoencephalitic Syndrome;Vascular Diseases;VasculitisT=0, C=21 T=0.0, C=1.0 0.00001 281.234 21 T=0/0, C=13/8

chr2:113763575 G/G A G SNV IL36A IL36A:exonic:NM_014440.2 1 100 2 missense NM_014440.2c.35A>G p.Gln12Arg -2.46 0.35 43 0 0(COSM441014)Interleukin-1 / 18rs895497 0.2962 YES 9.933E-1;0.0 (pos.113763575)hepatocellular_carcinomaInterleukin 36, alphacytokine activity,cytokine-mediated signaling pathway,extracellular region,extracellular space,immune response,inflammatory response,innate immune response,interleukin-1 receptor binding,positive regulation of interleukin-6 production,regulation of receptor activityA=0, G=22 A=0.0, G=1.0 0.00001 298.891 22 A=0/0, G=13/9

chr2:113789316 T/T C T SNV IL36B IL36B:utr_5:NM_014438.4 1 100 2 utr_5 NM_014438.4c.-30G>A p.? -0.19 rs2305150 0.4377 YES 6.854E-1 (pos.113789316) Interleukin 36, betacytokine activity,cytokine-mediated signaling pathway,extracellular region,extracellular space,immune response,inflammatory response,innate immune response,interleukin-1 receptor binding,positive regulation of T cell differentiation,positive regulation of interleukin-6 production,regulation of receptor activityC=0, T=73 C=0.0, T=1.0 0.00001 1150.5 73 C=0/0, T=42/31

chr17:46973139 TG/T TG T INDEL

ATP5G1,LOC

105371814 ATP5G1:utr_3:NM_001002027.1, LOC105371814:intronic_nc:NR_135674.11
100

intronic NR_135674.1, NM_001002027.1c.420delG p.? 0.6, -0.37 ATP synthase subunit Crs35074390,rs397715546,rs398079027,rs746620546,rs758223258,rs771924617YES  (pos.46973138), (pos.46973140),1.0;0.0 (pos.46973139)ATP synthase, H+ transporting, mitochondrial F0 complex, subunit C, isoform 1ATP biosynthetic process,ATP hydrolysis coupled proton transport,ATP synthesis coupled proton transport,cristae formation,hydrogen ion transmembrane transporter activity,integral component of membrane,lipid binding,mitochondrial ATP synthesis coupled proton transport,mitochondrial inner membrane,mitochondrial proton-transporting ATP synthase complex,mitochondrial proton-transporting ATP synthase complex, coupling factor F(o),mitochondrion,protein binding,proton-transporting ATP synthase activity, rotational mechanism,proton-transporting ATP synthase complex, coupling factor F(o),transporter activityTG=0, T=22 TG=0.0, T=1.0 0.00001 154.655 22 TG=0/0, T=3/19

chr2:113671410 G/G A G SNV IL37 IL37:exonic:NM_014439.3 1 100 2 missense NM_014439.3c.124A>G p.Thr42Ala -0.67 0.3 58 0 0(COSM4133011)Interleukin-1 / 18rs3811047 0.2986 YES 8.233E-1 (pos.113671410)neoplasm Interleukin 37cytokine activity,cytokine-mediated signaling pathway,cytosol,extracellular region,extracellular space,immune response,inflammatory response,interleukin-1 receptor binding,intracellular membrane-bounded organelle,nucleoplasm,regulation of receptor activityA=0, G=20 A=0.0, G=1.0 0.00001 262.506 20 A=0/0, G=10/10

chr17:47044463 T/T C T SNV GIP GIP:intronic:NM_004123.2 1 100 intronic NM_004123.2c.86+46G>Ap.? -0.08 Peptide hormoners62078384 0.4698 YES 7.045E-1 (pos.47044463) C1q- and tumor necrosis factor-related protein 1,Gastric inhibitory polypeptide,Guanine nucleotide-binding protein (G protein), alpha-inhibiting activity polypeptide-2G-protein coupled receptor signaling pathway,adult locomotory behavior,digestive system development,endocrine pancreas development,endoplasmic reticulum lumen,exploration behavior,extracellular region,extracellular space,female pregnancy,hormone activity,long-term synaptic potentiation,memory,neuronal cell body,positive regulation of cAMP-mediated signaling,positive regulation of glucagon secretion,positive regulation of glucose transport,positive regulation of insulin secretion,protein binding,regulation of insulin secretion,regulation of receptor activity,response to acidic pH,response to amino acid,response to axon injury,response to drug,response to glucose,response to lipid,response to organic cyclic compound,response to peptide hormone,response to selenium ion,response to starvation,secretory granule lumen,sensory perception of pain,signal transduction,triglyceride homeostasisDiabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Metabolic Diseases;Nutrition Disorders;Nutritional and Metabolic DiseasesC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=15/6

chr17:47238028 T/T C T SNV B4GALNT2 B4GALNT2:intronic:NM_153446.2 1 100 intronic NM_153446.2c.946+25C>Tp.? 0.01 Glycosyl transferase family 2rs8071836 0 1.0 (pos.47238028) Golgi membrane,UDP-N-acetylgalactosamine metabolic process,UDP-N-acetylglucosamine metabolic process,acetylgalactosaminyltransferase activity,integral component of Golgi membrane,integral component of membrane,lipid glycosylation,negative regulation of cell-cell adhesion,protein N-linked glycosylation via asparagineC=0, T=68 C=0.0, T=1.0 0.00001 1053.45 68 C=0/0, T=22/46

chr17:47785064 A/A C A SNV SLC35B1 SLC35B1:intronic:NM_005827.2 1 100 intronic NM_005827.2c.215+28G>Tp.? -0.14 EamA-like transporter family,Triose-phosphate Transporter family,UAA transporter familyrs9908959 0 9.999E-1 (pos.47785064) Solute carrier family 35, member B1UDP-galactose transmembrane transport,UDP-galactose transmembrane transporter activity,integral component of Golgi membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,intracellular membrane-bounded organelle,transmembrane transport,transportC=0, A=74 C=0.0, A=1.0 0.00001 1174.12 74 C=0/0, A=30/44

chr17:4796656 C/C T C SNV MINK1 MINK1:intronic:NM_153827.4 1 100 intronic NM_153827.4c.2401-73T>Cp.? -0.46 CNH domain,Protein kinase domain,Protein tyrosine kinasers2302320 0.2381 YES Misshapen/nik-related kinase 1ATP binding,Golgi apparatus,JNK cascade,MAP kinase kinase kinase kinase activity,actin cytoskeleton reorganization,activation of MAPKKK activity,axon,cell junction,chemical synaptic transmission,cytoplasm,cytosol,dendrite,dendrite morphogenesis,extracellular exosome,intracellular signal transduction,microvillus assembly,multicellular organism development,neuron projection morphogenesis,positive regulation of JNK cascade,postsynaptic density,postsynaptic membrane,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of AMPA receptor activity,regulation of apoptotic process,regulation of cell migration,regulation of cell-cell adhesion,regulation of cell-matrix adhesion,regulation of mitotic cell cycle,response to stressT=0, C=23 T=0.0, C=1.0 0.00001 316.746 23 T=0/0, C=9/14

chrX:1497644 G/C G C SNV IL3RA IL3RA:exonic:NM_002183.3 1 59.09 10 missense NM_002183.3c.967G>C p.Val323Leu -0.99 1 32 0 0(COSM1331192)Interleukin-6 receptor alpha chain, bindingrs17883366 0.1839 YES 9.248E-2;0.0 (pos.1497644)serous_carcinomaInterleukin-3 receptor (Y chromosome),Interleukin-3 receptor, alpha subunitMAPK cascade,Ras guanyl-nucleotide exchange factor activity,cellular response to interleukin-3,cytokine receptor activity,cytokine-mediated signaling pathway,integral component of membrane,interleukin-3 receptor activity,interleukin-3-mediated signaling pathway,intracellular,membrane,peptidyl-tyrosine phosphorylation,plasma membrane,protein tyrosine kinase activity,regulation of molecular functionSargramostim G=9, C=13 G=0.4091, C=0.5909 0.00001 122.568 22 G=6/3, C=7/6

chr3:121712051 C/C A C SNV ILDR1 ILDR1:exonic:NM_001199799.1 1 100 7 synonymous NM_001199799.1c.1545T>G p.(=) 0.29 0.18(COSM4157174),0.18(COSM4157175),0.18(COSM4157176)Lipolysis stimulated receptor (LSR)rs2877561 0.2876 YES 9.314E-1 (pos.121712051)neoplasm Immunoglobulin-like domain-containing receptor 1cellular response to leukemia inhibitory factor,cytosol,high-density lipoprotein particle receptor activity,identical protein binding,integral component of membrane,plasma membrane,positive regulation of peptide hormone secretion,protein complex,protein homooligomerization,receptor-mediated endocytosis,tricellular tight junctionEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersBenign A=0, C=23 A=0.0, C=1.0 0.00001 316.736 23 A=0/0, C=6/17

chr17:48070979 G/A G A SNV DLX3 DLX3:intronic:NM_005220.2 1 50 intronic NM_005220.2c.326-25C>Tp.? 0.51 Homeobox domain,Homeobox protein distal-less-like N terminalrs116948493 0.0193 YES 0.0 (pos.48070979) Distal-less homeo box-3DNA binding transcription factor activity,blood vessel development,chromatin binding,nucleus,odontoblast differentiation,odontogenesis of dentin-containing tooth,placenta development,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingAmelogenesis Imperfecta;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dental Enamel Hypoplasia;Hair Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesG=10, A=10 G=0.5, A=0.5 0.00001 82.8646 20 G=2/8, A=4/6

chr11:6629665 C/T C T SNV ILK ILK:exonic:NM_004517.3 1 55.77 4 synonymous NM_004517.3c.297C>T p.(=) 0.11 0.34(COSM3752661)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Protein kinase domain,Protein tyrosine kinasers1043388 0.25 YES 3.436E-1 (pos.6629665) adenocarcinoma,diffuse_large_B_cell_lymphoma,squamous_cell_carcinomaIntegrin-linked kinaseATP binding,MAPK cascade,SH3 domain binding,branching involved in ureteric bud morphogenesis,cell aging,cell cycle arrest,cell junction,cell junction assembly,cell proliferation,cell-cell junction,cell-matrix adhesion,costamere,cytoplasm,cytosol,dendritic shaft,establishment or maintenance of epithelial cell apical/basal polarity,fibroblast migration,focal adhesion,integrin binding,integrin-mediated signaling pathway,lamellipodium,membrane,multicellular organism development,myelin assembly,myelination in peripheral nervous system,negative regulation of cardiac muscle cell apoptotic process,negative regulation of neural precursor cell proliferation,negative regulation of neuron apoptotic process,negative regulation of protein kinase activity,negative regulation of smooth muscle cell migration,negative regulation of smooth muscle cell proliferation,nerve development,neuron projection morphogenesis,neuronal cell body,nucleoplasm,outflow tract morphogenesis,peptidyl-serine phosphorylation,plasma membrane,plateletBrain Diseases;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Cocaine-Related Disorders;Digestive System Diseases;Epilepsy;Ischemic Attack, Transient;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Mental Disorders;Nervous System Diseases;Substance-Related Disorders;Vascular DiseasesBenign C=23, T=29 C=0.4423, T=0.5577 0.00001 299.668 52 C=6/17, T=12/17

chr19:15226970 A/A G A SNV ILVBL ILVBL:exonic:NM_006844.4 1 100 12 synonymous NM_006844.4c.1464C>T p.(=) -3.01 0.05(COSM3756388)Thiamine pyrophosphate enzyme, C-terminal TPP binding domain,Thiamine pyrophosphate enzyme, N-terminal TPP binding domain,Thiamine pyrophosphate enzyme, central domainrs2074262 0.4944 YES 4.658E-1 (pos.15226970) acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinoma,neoplasmIlvB-like (acetolactate synthase, bacterial, homolog of)biological_process,catalytic activity,integral component of membrane,magnesium ion binding,membrane,molecular_function,protein binding,thiamine pyrophosphate binding,transferase activityG=0, A=32 G=0.0, A=1.0 0.00001 485.111 32 G=0/0, A=15/17

chr17:48263021 C/T C T SNV COL1A1 COL1A1:intronic:NM_000088.3 1 51.85 intronic NM_000088.3c.4249-12G>Ap.? 0.06 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs2249492 0.3757 YES 5.189E-1 (pos.48263021) Collagen I, alpha-1 polypeptideGolgi apparatus,blood coagulation,blood vessel development,bone trabecula formation,cartilage development involved in endochondral bone morphogenesis,cellular response to amino acid stimulus,cellular response to epidermal growth factor stimulus,cellular response to fibroblast growth factor stimulus,cellular response to fluoride,cellular response to mechanical stimulus,cellular response to retinoic acid,cellular response to transforming growth factor beta stimulus,cellular response to tumor necrosis factor,cellular response to vitamin E,collagen biosynthetic process,collagen catabolic process,collagen fibril organization,collagen type I trimer,collagen-activated tyrosine kinase receptor signaling pathway,embryonic skeletal system development,endochondral ossification,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,face morphogenesis,identical protein binding,intramembranous ossification,leukoAbortion, Spontaneous;Aneurysm;Aneurysm, Dissecting;Aortic Valve Insufficiency;Bile Duct Diseases;Biliary Tract Diseases;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Breast Diseases;Breast Neoplasms;Calcinosis;Calcium Metabolism Disorders;Cardiomegaly;Cardiovascular Diseases;Cholestasis;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hyperostosis;Hyperostosis, Cortical, Congenital;Hypertension;Hypertrophy, Left Ventricular;Infant, Newborn, Diseases;Keloid;Kidney Diseases;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;NephrogenicCollagenase clostridium histolyticum,HalofuginoneBenign/Likely benignC=13, T=14 C=0.4815, T=0.5185 0.00001 132.669 27 C=7/6, T=10/4

chr19:15227030 A/A G A SNV ILVBL ILVBL:exonic:NM_006844.4 1 100 12 synonymous NM_006844.4c.1404C>T p.(=) -1.19 0.09(COSM3766278)Thiamine pyrophosphate enzyme, C-terminal TPP binding domain,Thiamine pyrophosphate enzyme, N-terminal TPP binding domain,Thiamine pyrophosphate enzyme, central domainrs2074263 0.2821 YES 5.376E-1 (pos.15227030) acute_myeloid_leukaemia,hepatocellular_carcinomaIlvB-like (acetolactate synthase, bacterial, homolog of)biological_process,catalytic activity,integral component of membrane,magnesium ion binding,membrane,molecular_function,protein binding,thiamine pyrophosphate binding,transferase activityG=0, A=42 G=0.0, A=1.0 0.00001 685.204 42 G=0/0, A=14/28

chr17:48274309 C/C T C SNV COL1A1 COL1A1:intronic:NM_000088.3 1 100 intronic NM_000088.3c.804+62A>Gp.? -2.88 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs2075554 0.1326 YES Collagen I, alpha-1 polypeptideGolgi apparatus,blood coagulation,blood vessel development,bone trabecula formation,cartilage development involved in endochondral bone morphogenesis,cellular response to amino acid stimulus,cellular response to epidermal growth factor stimulus,cellular response to fibroblast growth factor stimulus,cellular response to fluoride,cellular response to mechanical stimulus,cellular response to retinoic acid,cellular response to transforming growth factor beta stimulus,cellular response to tumor necrosis factor,cellular response to vitamin E,collagen biosynthetic process,collagen catabolic process,collagen fibril organization,collagen type I trimer,collagen-activated tyrosine kinase receptor signaling pathway,embryonic skeletal system development,endochondral ossification,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,face morphogenesis,identical protein binding,intramembranous ossification,leukoAbortion, Spontaneous;Aneurysm;Aneurysm, Dissecting;Aortic Valve Insufficiency;Bile Duct Diseases;Biliary Tract Diseases;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Breast Diseases;Breast Neoplasms;Calcinosis;Calcium Metabolism Disorders;Cardiomegaly;Cardiovascular Diseases;Cholestasis;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hyperostosis;Hyperostosis, Cortical, Congenital;Hypertension;Hypertrophy, Left Ventricular;Infant, Newborn, Diseases;Keloid;Kidney Diseases;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;NephrogenicCollagenase clostridium histolyticum,HalofuginoneT=0, C=48 T=0.0, C=1.0 0.00001 783.624 48 T=0/0, C=30/18

chr11:61906374 C/C T C SNV INCENP INCENP:exonic:NM_001040694.1 1 100 7 synonymous NM_001040694.1c.1188T>C p.(=) -1.68 0(COSM147259)Chromosome passenger complex (CPC) protein INCENP N terminal,Inner centromere protein, ARK binding regionrs1675126 0.0822 YES 4.549E-1 (pos.61906374) NS,acute_myeloid_leukaemia,adenocarcinoma,carcinomaInner centromere proteincentral element,chromocenter,chromosome segregation,chromosome, centromeric region,condensed chromosome kinetochore,cytokinesis,cytosol,kinetochore,lateral element,microtubule,midbody,nuclear body,nucleoplasm,nucleus,pericentric heterochromatin,protein binding,protein complex,protein sumoylation,sister chromatid cohesion,spindleMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasN~6~-cyclohexyl-N~2~-(4-morpholin-4-ylphenyl)-9H-purine-2,6-diamineT=0, C=54 T=0.0, C=1.0 0.00001 798.135 54 T=0/0, C=36/18

chr14:105167807 T/T C T SNV INF2 INF2:exonic:NM_022489.3 1 100 2 synonymous NM_022489.3c.105C>T p.(=) -1.72 Diaphanous FH3 Domain,Diaphanous GTPase-binding Domain,Formin Homology 2 Domain,WH2 motifrs4983530 0.0247 YES 1.0 (pos.105167807) Inverted formin 2Rho GTPase binding,actin binding,actin cytoskeleton organization,perinuclear region of cytoplasm,regulation of mitochondrial fissionFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesBenign C=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=11/14

chr14:105179194 C/C T C SNV INF2 INF2:exonic:NM_022489.3 1 100 18 synonymous NM_022489.3c.2640T>C p.(=) -2.31 0.01(COSM3753811),0.01(COSM3753812),0.01(COSM3753813)Diaphanous FH3 Domain,Diaphanous GTPase-binding Domain,Formin Homology 2 Domain,WH2 motifrs10133301 0.1633 YES 9.439E-1 (pos.105179194)adenocarcinoma,neoplasmInverted formin 2Rho GTPase binding,actin binding,actin cytoskeleton organization,perinuclear region of cytoplasm,regulation of mitochondrial fissionFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesBenign T=0, C=34 T=0.0, C=1.0 0.00001 530.255 34 T=0/0, C=25/9

chr17:4849384 T/T C T SNV

PFN1,RNF16

7 RNF167:downstream:NM_015528.2, PFN1:intronic:NM_005022.3 1
100

intronic NM_015528.2, NM_005022.3c.*1073C>T, c.326-92G>Ap.?, p.? -0.06 Profilin rs2233656 YES Profilin-1,RING finger protein 167RNA binding,Rho GTPase binding,Wnt signaling pathway, planar cell polarity pathway,actin binding,actin cytoskeleton organization,actin monomer binding,adenyl-nucleotide exchange factor activity,blood microparticle,cadherin binding,cell cortex,cellular response to growth factor stimulus,cytoplasm,cytoskeleton,cytosol,endomembrane system,extracellular exosome,focal adhesion,integral component of membrane,membrane,negative regulation of actin filament bundle assembly,negative regulation of actin filament polymerization,negative regulation of cell cycle,negative regulation of stress fiber assembly,neural tube closure,neuron projection,nucleus,phosphatidylinositol-4,5-bisphosphate binding,positive regulation of ATPase activity,positive regulation of DNA metabolic process,positive regulation of actin filament bundle assembly,positive regulation of actin filament polymerization,positive regulation of epithelial cell migration,positive regulation of ruffle assembly,positive regulation of stress fiber assembly,positivAmyotrophic Lateral Sclerosis;Carcinoma;Carcinoma, Squamous Cell;Central Nervous System Diseases;Collagen Diseases;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Keloid;Metabolic Diseases;Motor Neuron Disease;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Skin and Connective Tissue Diseases;Spinal Cord Diseases;TDP-43 Proteinopathies7-HYDROXY-4-METHYL-3-(2-HYDROXY-ETHYL)COUMARINC=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=13/11

chr17:48539997 C/C T C SNV ACSF2 ACSF2:intronic:NM_025149.5 1 100 intronic NM_025149.5c.792+51T>Cp.? -1.06 AMP-binding enzyme,AMP-binding enzyme C-terminal domainrs8082089 0.4453 YES 2.154E-1 (pos.48539997) Acyl-CoA synthetase family member 2ATP binding,acyl-CoA ligase activity,acyl-CoA metabolic process,catalytic activity,fatty acid metabolic process,metabolic process,mitochondrial matrix,protein bindingT=0, C=28 T=0.0, C=1.0 0.00001 409.64 28 T=0/0, C=12/16

chr17:48545248 T/T C T SNV ACSF2,CHAD CHAD:intronic:NM_001267.2, ACSF2:intronic:NM_025149.5 1
100

intronic NM_025149.5, NM_001267.2c.1216-3141C>T, c.774+153G>Ap.?, p.? -1.04 AMP-binding enzyme,AMP-binding enzyme C-terminal domain,Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies)rs736911 YES Acyl-CoA synthetase family member 2,ChondroadherinATP binding,acyl-CoA ligase activity,acyl-CoA metabolic process,bone development,catalytic activity,cytokine-mediated signaling pathway,cytoplasm,fatty acid metabolic process,metabolic process,mitochondrial matrix,negative regulation of JAK-STAT cascade,negative regulation of bone trabecula formation,negative regulation of protein kinase activity,protein binding,protein kinase inhibitor activity,proteinaceous extracellular matrixC=0, T=32 C=0.0, T=1.0 0.00001 485.136 32 C=0/0, T=20/12

chr14:105180706 G/G A G SNV INF2 INF2:exonic:NM_022489.3 1 100 21 synonymous NM_022489.3c.3207A>G p.(=) -1.57 0(COSM3765727),0(COSM3765728),0(COSM3765729),0.02(COSM5505375),0.02(COSM5505376),0.02(COSM5505377)Diaphanous FH3 Domain,Diaphanous GTPase-binding Domain,Formin Homology 2 Domain,WH2 motifrs1128840 0.3638 YES 9.14E-1;2.715E-2 (pos.105180706)carcinoma,hepatocellular_carcinoma,neoplasmInverted formin 2Rho GTPase binding,actin binding,actin cytoskeleton organization,perinuclear region of cytoplasm,regulation of mitochondrial fissionFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesBenign A=0, G=42 A=0.0, G=1.0 0.00001 685.219 42 A=0/0, G=27/15

chr13:111368164 G/G T G SNV ING1 ING1:exonic:NM_005537.5 1 100 1 missense NM_005537.5c.374T>G p.Leu125Arg -0.03 1 102 0 0.11(COSM3749237)Inhibitor of growth proteins N-terminal histone-bindingrs7338333,rs7561933531.00E-04 0.0 (pos.111368160),1.0;0.0 (pos.111368164)adenocarcinoma,neoplasmInhibitor of growth 1cell cycle,covalent chromatin modification,metal ion binding,methylated histone binding,negative regulation of cell growth,negative regulation of cell proliferation,nucleus,protein binding,regulation of cell deathCarcinoma;Carcinoma, Squamous Cell;Dermatitis;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach NeoplasmsT=0, G=27 T=0.0, G=1.0 0.00001 389.982 27 T=0/0, G=5/22

chr17:48599450 T/T A T SNV MYCBPAP MYCBPAP:intronic:NM_032133.4 1 100 intronic NM_032133.4c.1386+8A>Tp.? -2.6 MYCBP-associated protein familyrs7216625 0.2724 YES 8.783E-1 (pos.48599450) MYCBP-associated proteincell differentiation,chemical synaptic transmission,cytoplasm,membrane,multicellular organism development,protein binding,spermatogenesisA=0, T=32 A=0.0, T=1.0 0.00001 485.141 32 A=0/0, T=11/21

chr17:48606313 A/A G A SNV MYCBPAP MYCBPAP:intronic:NM_032133.4 1 100 intronic NM_032133.4c.2683-66G>Ap.? -0.6 MYCBP-associated protein familyrs2290864 YES MYCBP-associated proteincell differentiation,chemical synaptic transmission,cytoplasm,membrane,multicellular organism development,protein binding,spermatogenesisG=0, A=33 G=0.0, A=1.0 0.00001 504.585 33 G=0/0, A=19/14

chr13:111368316 T/T C T SNV ING1 ING1:exonic:NM_005537.5 1 100 1 synonymous NM_005537.5c.526C>T p.(=) -2.32 0.16(COSM3749238)Inhibitor of growth proteins N-terminal histone-bindingrs9555726 0.2489 YES 7.407E-1 (pos.111368316)adenocarcinoma,neoplasmInhibitor of growth 1cell cycle,covalent chromatin modification,metal ion binding,methylated histone binding,negative regulation of cell growth,negative regulation of cell proliferation,nucleus,protein binding,regulation of cell deathCarcinoma;Carcinoma, Squamous Cell;Dermatitis;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach NeoplasmsC=0, T=26 C=0.0, T=1.0 0.00001 371.418 26 C=0/0, T=18/8

chr7:30795436 G/G T G SNV

INMT,INMT-

MINDY4 INMT-MINDY4:intronic_nc:NR_037598.1, INMT:exonic:NM_006774.4 1
100

3 missense NM_006774.4, NR_037598.1c.761T>G p.Phe254Cys 0.72 0.02 205 1 0.15(COSM3762632)NNMT/PNMT/TEMT familyrs4720015 0.1153 YES 8.396E-1 (pos.30795436) adenocarcinomaIndolethylamine N-methyltransferaseS-adenosyl-L-methionine:beta-alanine N-methyltransferase activity,amine N-methyltransferase activity,amine metabolic process,cytosol,methylation,protein binding,response to toxic substance,thioether S-methyltransferase activityT=0, G=23 T=0.0, G=1.0 0.00001 316.747 23 T=0/0, G=14/9

chr2:74687781 G/A G A SNV

INO80B-

WBP1,MOG

S,WBP1 WBP1:exonic:NM_012477.3, MOGS:downstream:NM_006302.2, INO80B-WBP1:exonic_nc:NR_037849.11

56

4 synonymous NR_037849.1, NM_012477.3, NM_006302.2c.783G>A, c.*621C>Tp.(=), p.? 1.27 WW domain-binding protein 1rs61733470,rs7565076960.0533 YES 0.0 (pos.74687780),3.501E-4 (pos.74687781)Mannosyl-oligosaccharide glucosidase,WW domain-binding protein 1WW domain binding,biological_process,cellular_component,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular exosome,glucosidase activity,integral component of membrane,mannosyl-oligosaccharide glucosidase activity,membrane,oligosaccharide metabolic process,protein N-linked glycosylation,protein binding,protein foldingCarbohydrate Metabolism, Inborn Errors;Congenital Disorders of Glycosylation;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesG=11, A=14 G=0.44, A=0.56 0.00001 134.35 25 G=5/6, A=11/3

chr17:4862962 A/A G A SNV SPAG7 SPAG7:intronic:NM_004890.2 1 100 intronic NM_004890.2c.575-24C>Tp.? 0.23 R3H domain rs12451097 0.0482 YES 2.877E-1 (pos.4862962) Sperm-associated antigen 7nucleic acid binding,nucleus G=0, A=25 G=0.0, A=1.0 0.00001 351.432 25 G=0/0, A=14/11

chr17:4863006 A/A G A SNV SPAG7 SPAG7:intronic:NM_004890.2 1 100 intronic NM_004890.2c.574+49C>Tp.? -0.85 R3H domain rs73343381 0.0505 YES 2.59E-1 (pos.4863006) Sperm-associated antigen 7nucleic acid binding,nucleus G=0, A=32 G=0.0, A=1.0 0.00001 485.133 32 G=0/0, A=14/18

chr17:48647011 G/G T G SNV CACNA1G CACNA1G:intronic:NM_018896.4 1 100 intronic NM_018896.4c.489-56T>Gp.? 0.26 Ion transport protein,Polycystin cation channelrs12946808 YES Calcium channel, voltage-dependent, T type, alpha-1G subunitAV node cell action potential,AV node cell to bundle of His cell signaling,SA node cell action potential,SA node cell to atrial cardiac muscle cell signaling,calcium ion import,calcium ion transmembrane transport,cardiac muscle cell action potential involved in contraction,chemical synaptic transmission,cytoplasm,low voltage-gated calcium channel activity,membrane depolarization during AV node cell action potential,membrane depolarization during SA node cell action potential,membrane depolarization during action potential,neuronal action potential,plasma membrane,positive regulation of calcium ion-dependent exocytosis,regulation of atrial cardiac muscle cell membrane depolarization,regulation of heart rate by cardiac conduction,regulation of ion transmembrane transport,regulation of membrane potential,regulation of postsynaptic membrane potential,response to nickel cation,scaffold protein binding,sodium ion transmembrane transport,voltage-gated calcium channel activity involved SA node cell action potential,vAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Hair Diseases;Hirsutism;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Skin Diseases;Skin and Connective Tissue Diseases;TauopathiesCalcium Citrate,Calcium Phosphate,Cinnarizine,Ethosuximide,Flunarizine,Methsuximide,Mibefradil,Spironolactone,Trimebutine,Trimethadione,Verapamil,ZonisamideT=0, G=51 T=0.0, G=1.0 0.00001 752.924 51 T=0/0, G=28/23

chr17:48678325 T/T A T SNV CACNA1G CACNA1G:intronic:NM_018896.4 1 100 intronic NM_018896.4c.3792-87A>Tp.? -1.58 Ion transport protein,Polycystin cation channelrs198530 Calcium channel, voltage-dependent, T type, alpha-1G subunitAV node cell action potential,AV node cell to bundle of His cell signaling,SA node cell action potential,SA node cell to atrial cardiac muscle cell signaling,calcium ion import,calcium ion transmembrane transport,cardiac muscle cell action potential involved in contraction,chemical synaptic transmission,cytoplasm,low voltage-gated calcium channel activity,membrane depolarization during AV node cell action potential,membrane depolarization during SA node cell action potential,membrane depolarization during action potential,neuronal action potential,plasma membrane,positive regulation of calcium ion-dependent exocytosis,regulation of atrial cardiac muscle cell membrane depolarization,regulation of heart rate by cardiac conduction,regulation of ion transmembrane transport,regulation of membrane potential,regulation of postsynaptic membrane potential,response to nickel cation,scaffold protein binding,sodium ion transmembrane transport,voltage-gated calcium channel activity involved SA node cell action potential,vAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Hair Diseases;Hirsutism;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Skin Diseases;Skin and Connective Tissue Diseases;TauopathiesCalcium Citrate,Calcium Phosphate,Cinnarizine,Ethosuximide,Flunarizine,Methsuximide,Mibefradil,Spironolactone,Trimebutine,Trimethadione,Verapamil,ZonisamideA=0, T=39 A=0.0, T=1.0 0.00001 623.98 39 A=0/0, T=35/4

chr17:48680657 C/C T C SNV CACNA1G CACNA1G:intronic:NM_018896.4 1 100 intronic NM_018896.4c.4169+97T>Cp.? -0.14 Ion transport protein,Polycystin cation channelrs2158408 YES Calcium channel, voltage-dependent, T type, alpha-1G subunitAV node cell action potential,AV node cell to bundle of His cell signaling,SA node cell action potential,SA node cell to atrial cardiac muscle cell signaling,calcium ion import,calcium ion transmembrane transport,cardiac muscle cell action potential involved in contraction,chemical synaptic transmission,cytoplasm,low voltage-gated calcium channel activity,membrane depolarization during AV node cell action potential,membrane depolarization during SA node cell action potential,membrane depolarization during action potential,neuronal action potential,plasma membrane,positive regulation of calcium ion-dependent exocytosis,regulation of atrial cardiac muscle cell membrane depolarization,regulation of heart rate by cardiac conduction,regulation of ion transmembrane transport,regulation of membrane potential,regulation of postsynaptic membrane potential,response to nickel cation,scaffold protein binding,sodium ion transmembrane transport,voltage-gated calcium channel activity involved SA node cell action potential,vAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Hair Diseases;Hirsutism;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Skin Diseases;Skin and Connective Tissue Diseases;TauopathiesCalcium Citrate,Calcium Phosphate,Cinnarizine,Ethosuximide,Flunarizine,Methsuximide,Mibefradil,Spironolactone,Trimebutine,Trimethadione,Verapamil,ZonisamideT=0, C=22 T=0.0, C=1.0 0.00001 298.857 22 T=0/0, C=3/19



chr17:4881776 G/G C G SNV CAMTA2 CAMTA2:intronic:NM_001171167.1 1 100 intronic NM_001171167.1c.1834+23G>Cp.? 0.65 CG-1 domain,IPT/TIG domainrs376516 0.3885 YES 4.01E-1;1.16E-4 (pos.4881776) Calmodulin-binding transcription activator 2DNA binding,cardiac muscle hypertrophy in response to stress,chromatin binding,histone deacetylase binding,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,transcription factor binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingC=0, G=26 C=0.0, G=1.0 0.00001 371.42 26 C=0/0, G=16/10

chr17:49197654 AC/AC A AC INDEL SPAG9 SPAG9:intronic:NM_001130528.2 1 100 intronic NM_001130528.2c.303+61T>GTp.? 1.66 JNK-interacting protein  leucine zipper II,JNK_SAPK-associated protein-1rs397805057,rs5820842,rs991104456 Sperm-associated antigen 9JUN kinase binding,MAP-kinase scaffold activity,acrosomal vesicle,activation of JUN kinase activity,cytoplasm,cytosol,extracellular exosome,integral component of membrane,kinesin binding,microtubule organizing center,mitogen-activated protein kinase p38 binding,negative regulation of protein homodimerization activity,perinuclear region of cytoplasm,positive regulation of cell migration,positive regulation of muscle cell differentiation,positive regulation of neuron differentiation,protein binding,protein homooligomerization,receptor signaling complex scaffold activity,retrograde transport, endosome to Golgi,spermatogenesis,striated muscle cell differentiationA=0, AC=22 A=0.0, AC=1.0 0.00001 236.499 22 A=0/0, AC=17/5

chr17:49279952 A/C A C SNV MBTD1 MBTD1:intronic:NM_017643.2 1 50 intronic NM_017643.2c.1063+110T>Gp.? 0.12 mbt repeat rs968622319,rs985322710 covalent chromatin modification,embryonic skeletal system development,methylated histone binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingA=15, C=15 A=0.5, C=0.5 0.00001 145.839 30 A=13/2, C=3/12

chr17:49713205 T/T G T SNV CA10 CA10:intronic:NM_001082533.1 1 100 intronic NM_001082533.1c.789+11C>Ap.? 0.93 Eukaryotic-type carbonic anhydrasers10514986 0.4835 YES 3.149E-1 (pos.49713205) Carbonic anhydrase Xbrain development,cellular_component,molecular_functionZonisamide G=0, T=30 G=0.0, T=1.0 0.00001 446.639 30 G=0/0, T=18/12

chr2:191231458 A/A G A SNV INPP1 INPP1:exonic:NM_002194.3 1 100 4 synonymous NM_002194.3c.303G>A p.(=) 0.03 Inositol monophosphatase familyrs11544940 0.423 YES 7.663E-1 (pos.191231458) Inositol polyphosphate-1-phosphatasecytosol,dephosphorylation,inositol phosphate metabolic process,inositol-1,3,4-trisphosphate 1-phosphatase activity,inositol-1,4-bisphosphate 1-phosphatase activity,metal ion binding,phosphate-containing compound metabolic process,phosphatidylinositol phosphorylation,signal transductionAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersG=0, A=70 G=0.0, A=1.0 0.00001 1092.09 70 G=0/0, A=31/39

chr2:191231503 A/A G A SNV INPP1 INPP1:exonic:NM_002194.3 1 100 4 synonymous NM_002194.3c.348G>A p.(=) 0.03 0.11(COSM3757854)Inositol monophosphatase familyrs4940 0.2384 YES 4.717E-1 (pos.191231503)adenocarcinoma,neoplasmInositol polyphosphate-1-phosphatasecytosol,dephosphorylation,inositol phosphate metabolic process,inositol-1,3,4-trisphosphate 1-phosphatase activity,inositol-1,4-bisphosphate 1-phosphatase activity,metal ion binding,phosphate-containing compound metabolic process,phosphatidylinositol phosphorylation,signal transductionAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersG=0, A=73 G=0.0, A=1.0 0.00001 1150.5 73 G=0/0, A=32/41

chr2:191235901 C/C A C SNV INPP1 INPP1:exonic:NM_002194.3 1 100 6 synonymous NM_002194.3c.973A>C p.(=) 0.43 Inositol monophosphatase familyrs1882891 0.1397 YES 9.115E-1;0.0 (pos.191235901) Inositol polyphosphate-1-phosphatasecytosol,dephosphorylation,inositol phosphate metabolic process,inositol-1,3,4-trisphosphate 1-phosphatase activity,inositol-1,4-bisphosphate 1-phosphatase activity,metal ion binding,phosphate-containing compound metabolic process,phosphatidylinositol phosphorylation,signal transductionAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersA=0, C=44 A=0.0, C=1.0 0.00001 730.646 44 A=0/0, C=23/21

chr1:38327982 T/T G T SNV INPP5B INPP5B:utr_3:NM_005540.2 1 100 24 utr_3 NM_005540.2c.2747C>A p.? -0.86 Endonuclease/Exonuclease/phosphatase family,RhoGAP domain,Type II inositol 1,4,5-trisphosphate 5-phosphatase PH domainrs3843 0.2964 YES 5.007E-1 (pos.38327982) Inositol polyphosphate-5-phosphatase, 75kDGTPase activator activity,Golgi apparatus,cytosol,early endosome membrane,endoplasmic reticulum-Golgi intermediate compartment,flagellated sperm motility,hydrolase activity,in utero embryonic development,inositol phosphate metabolic process,inositol-1,3,4,5-tetrakisphosphate 5-phosphatase activity,inositol-1,4,5-trisphosphate 5-phosphatase activity,integral component of membrane,membrane,metal ion binding,phagocytic vesicle membrane,phosphatidylinositol dephosphorylation,phosphatidylinositol-4,5-bisphosphate 5-phosphatase activity,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of protein processing,regulation of small GTPase mediated signal transduction,signal transduction,spermatogenesisD-Myo-Inositol-1,4-BisphosphateG=0, T=30 G=0.0, T=1.0 0.00001 442.93 30 G=0/0, T=13/17

chr17:53076986 A/A G A SNV STXBP4 STXBP4:intronic:NM_178509.5 1 100 intronic NM_178509.5c.288-7G>Ap.? 0.79 PDZ domain (Also known as DHR or GLGF),WW domainrs11658717 0.2851 YES 8.973E-1 (pos.53076986) Syntaxin-binding protein 4cellular response to DNA damage stimulus,cytoplasm,extracellular exosome,glucose transport,insulin receptor signaling pathway,positive regulation of cell cycle G1/S phase transition,positive regulation of keratinocyte proliferation,protein binding,protein stabilization,protein targeting,regulation of insulin secretion involved in cellular response to glucose stimulus,syntaxin bindingBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesG=0, A=35 G=0.0, A=1.0 0.00001 543.763 35 G=0/0, A=7/28

chr17:5326162 G/A G A SNV RPAIN RPAIN:intronic:NM_001160243.1 1 57.14 intronic NM_001160243.1c.313+13G>Ap.? -0.07 Replication protein A interacting C-terminal,Replication protein A interacting N-terminal,Replication protein A interacting middlers2189336 0.4878 YES 9.725E-1 (pos.5326162) RPA-interacting proteinDNA recombination,DNA repair,DNA-dependent DNA replication,PML body,cytoplasm,fibrillar center,metal ion binding,nucleus,protein complex binding,protein import into nucleus,response to UVG=21, A=28 G=0.4286, A=0.5714 0.00001 342.309 49 G=6/15, A=14/14

chr17:53851071 G/G A G SNV PCTP PCTP:intronic:NM_021213.3 1 100 intronic NM_021213.3c.340-14A>Gp.? 1.52 START domain rs2960063 0.0301 YES 9.365E-1 (pos.53851071) Phosphatidylcholine transfer proteincytosol,lipid binding,lipid transport,phosphatidylcholine binding,phosphatidylcholine biosynthetic process,phosphatidylcholine transporter activity,phospholipid transport,protein bindingDi-Linoleoyl-3-Sn-Phosphatidylcholine,Palmitoyl-Linoleoyl PhosphatidylcholineA=0, G=35 A=0.0, G=1.0 0.00001 543.903 35 A=0/0, G=7/28

chr17:53851078 C/C T C SNV PCTP PCTP:intronic:NM_021213.3 1 100 intronic NM_021213.3c.340-7T>C p.? -2.31 0.03(COSM6310458)START domain rs2912558 0.0301 YES 9.362E-1 (pos.53851078) neoplasm Phosphatidylcholine transfer proteincytosol,lipid binding,lipid transport,phosphatidylcholine binding,phosphatidylcholine biosynthetic process,phosphatidylcholine transporter activity,phospholipid transport,protein bindingDi-Linoleoyl-3-Sn-Phosphatidylcholine,Palmitoyl-Linoleoyl PhosphatidylcholineT=0, C=35 T=0.0, C=1.0 0.00001 543.886 35 T=0/0, C=7/28

chr2:234066969 G/G C G SNV INPP5D INPP5D:exonic:NM_005541.4 1 100 9 synonymous NM_005541.4c.953C>G p.(=) 0.06 Endonuclease/Exonuclease/phosphatase family,SH2 domainrs36127492 0.4899 YES 9.822E-1 (pos.234066969) Inositol polyphosphate-5-phosphatase, 145kDPTB domain binding,SH3 domain binding,T cell receptor signaling pathway,apoptotic process,cytoskeleton,cytosol,determination of adult lifespan,hydrolase activity,immunoglobulin mediated immune response,inositol phosphate metabolic process,inositol-1,3,4,5-tetrakisphosphate 5-phosphatase activity,inositol-polyphosphate 5-phosphatase activity,intracellular signal transduction,leukocyte migration,membrane raft,negative regulation of B cell proliferation,negative regulation of bone resorption,negative regulation of immune response,negative regulation of interleukin-6 biosynthetic process,negative regulation of monocyte differentiation,negative regulation of neutrophil differentiation,negative regulation of osteoclast differentiation,negative regulation of signal transduction,phosphate-containing compound metabolic process,phosphatidylinositol biosynthetic process,phosphatidylinositol dephosphorylation,phosphatidylinositol-3,4,5-trisphosphate 3-phosphatase activity,phosphatidylinositol-3,4,5-trisphosphate 5-phosphAlzheimer Disease;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Reperfusion Injury;Tauopathies;Vascular DiseasesC=0, G=24 C=0.0, G=1.0 0.00001 334.78 24 C=0/0, G=13/11

chr17:54428436 G/G A G SNV ANKFN1 ANKFN1:intronic:NM_153228.2 1 100 intronic NM_153228.2c.399+108A>Gp.? -0.48 Ankyrin repeats (many copies),Fibronectin type III domainrs17759670 YES Marijuana Abuse;Mental Disorders;Substance-Related DisordersA=0, G=29 A=0.0, G=1.0 0.00001 427.578 29 A=0/0, G=14/15

chr11:15199957 C/C T C SNV INSC INSC:exonic:NM_001031853.4 1 100 5 synonymous NM_001031853.4c.684T>C p.(=) 0.65 Inscuteable LGN-binding domainrs1714376 0.158 YES 9.858E-1 (pos.15199957) Inscuteable, Drosophila, homolog ofcell cortex,cell differentiation,nervous system development,plasma membrane,protein binding,protein binding, bridging,protein complex,protein domain specific binding,regulation of protein stabilityT=0, C=31 T=0.0, C=1.0 0.00001 465.8 31 T=0/0, C=10/21

chr14:36003547 G/GG GGC G,GG INDEL INSM2 INSM2:exonic:NM_032594.3 2 94.12 1 frameshiftDeletion, frameshiftDeletionNM_032594.3, NM_032594.3c.90_91delGC, c.94delCp.Gln32fs, p.Gln32fs 0.28, 0.06, 3.66 C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers372506238 1.00E-04 0.0 (pos.36003547) Insulinoma-associated 2DNA binding,cytoplasm,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedGGC=0, G=32, GG=2GGC=0.0, G=0.9412, GG=0.05880.00001 460.158 34 GGC=0/0, G=15/17, GG=0/2

chr1:1254841 G/G C G SNV INTS11 INTS11:exonic:NM_017871.5 1 100 4 synonymous NM_017871.5c.264G>C p.(=) -0.15 Beta-Casp domain,Beta-lactamase superfamily domain,Metallo-beta-lactamase superfamily,Metallo-beta-lactamase superfamily domain,Zn-dependent metallo-hydrolase RNA specificity domainrs10907179 0.0678 YES 8.258E-1 (pos.1254841) Cleavage and polyadenylation-specific factor 3-likeblood microparticle,cytoplasm,cytosol,hydrolase activity,integrator complex,nucleoplasm,nucleus,protein binding,snRNA processing,snRNA transcription from RNA polymerase II promoterC=0, G=154 C=0.0, G=1.0 0.00001 2422.67 154 C=0/0, G=95/59

chr4:106604364 A/G A G SNV INTS12 INTS12:exonic:NM_001142471.1 1 53.13 7 synonymous NM_001142471.1c.915T>C p.(=) -0.41 PHD-finger rs34072732 0.0683 YES 2.312E-4 (pos.106604364) Integrator complex subunit 12integrator complex,metal ion binding,nucleoplasm,nucleus,protein binding,snRNA processing,snRNA transcription from RNA polymerase II promoterA=30, G=34 A=0.4688, G=0.5313 0.00001 347.733 64 A=16/14, G=15/19

chr12:27064232 C/T C T SNV INTS13 INTS13:exonic:NM_018164.2 1 50 15 synonymous NM_018164.2c.1824G>A p.(=) 1.03 0.39(COSM4146968)Cell cycle and development regulatorrs3210635 0.4734 YES 7.885E-1 (pos.27064232) neoplasm cell division,centrosome localization,cytoplasm,flagellated sperm motility,mitotic spindle organization,nucleoplasm,nucleus,protein binding,protein localization to nuclear envelope,regulation of fertilization,regulation of mitotic cell cycle,snRNA transcription from RNA polymerase II promoterC=23, T=23 C=0.5, T=0.5 0.00001 258.573 46 C=10/13, T=5/18

chr4:128565000 G/G A G SNV INTU INTU:exonic:NM_015693.3 1 100 2 synonymous NM_015693.3c.471A>G p.(=) 1 0.06(COSM4002934),0.06(COSM4002935)rs3749507 0.475 YES 5.27E-1;0.0 (pos.128565000)acute_myeloid_leukaemia,carcinoma,neoplasmInturned, Drosophila, homolog ofcell surface,ciliary basal body,cilium assembly,cytoplasm,embryonic digit morphogenesis,hair follicle morphogenesis,keratinocyte differentiation,limb development,motile cilium,motile cilium assembly,negative regulation of cell division,negative regulation of keratinocyte proliferation,nervous system development,neural tube development,non-motile cilium assembly,positive regulation of smoothened signaling pathway,protein binding,regulation of ossification,regulation of smoothened signaling pathway,spinal cord dorsal/ventral patterningA=0, G=122 A=0.0, G=1.0 0.00001 1973.68 122 A=0/0, G=48/74

chr4:128584580 A/A G A SNV INTU INTU:exonic:NM_015693.3 1 100 4 synonymous NM_015693.3c.813G>A p.(=) -0.23 0.01(COSM4002936),0.01(COSM4002937)rs4833380 0.4455 YES 5.332E-1 (pos.128584580)acute_myeloid_leukaemia,carcinomaInturned, Drosophila, homolog ofcell surface,ciliary basal body,cilium assembly,cytoplasm,embryonic digit morphogenesis,hair follicle morphogenesis,keratinocyte differentiation,limb development,motile cilium,motile cilium assembly,negative regulation of cell division,negative regulation of keratinocyte proliferation,nervous system development,neural tube development,non-motile cilium assembly,positive regulation of smoothened signaling pathway,protein binding,regulation of ossification,regulation of smoothened signaling pathway,spinal cord dorsal/ventral patterningG=0, A=49 G=0.0, A=1.0 0.00001 831.623 49 G=0/0, A=18/31

chr3:48727112 A/A G A SNV IP6K2 IP6K2:exonic:NM_001005909.2 1 100 5 synonymous NM_001005909.2c.639C>T p.(=) -0.42 Inositol polyphosphate kinasers4858798 0.3658 YES 9.563E-1 (pos.48727112) Inositol hexaphosphate kinase 2ATP binding,inositol 5-diphosphate pentakisphosphate 5-kinase activity,inositol diphosphate tetrakisphosphate kinase activity,inositol heptakisphosphate kinase activity,inositol hexakisphosphate 1-kinase activity,inositol hexakisphosphate 3-kinase activity,inositol hexakisphosphate 5-kinase activity,inositol hexakisphosphate kinase activity,inositol phosphate metabolic process,inositol-1,3,4,5,6-pentakisphosphate kinase activity,inositol-1,4,5-trisphosphate 3-kinase activity,intermediate filament cytoskeleton,negative regulation of cell growth,nucleoplasm,nucleus,phosphate ion transport,phosphatidylinositol phosphorylation,phosphorylation,positive regulation of apoptotic process,protein binding,type I interferon signaling pathwayBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Chorea;Cognition Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Dyskinesias;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Huntington Disease;Mental Disorders;Movement Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative DiseasesG=0, A=56 G=0.0, A=1.0 0.00001 832.087 56 G=0/0, A=21/35

chr17:56327999 G/G A G SNV LPO LPO:intronic:NM_006151.2 1 100 intronic NM_006151.2c.780+17A>Gp.? -0.49 Animal haem peroxidasers7208924 0.341 YES 2.352E-1 (pos.56327999) Lactoperoxidasebasolateral plasma membrane,cellular oxidant detoxification,cytoplasm,defense response to bacterium,detection of chemical stimulus involved in sensory perception of bitter taste,extracellular exosome,extracellular space,heme binding,hydrogen peroxide catabolic process,metal ion binding,oxidation-reduction process,response to oxidative stress,thiocyanate metabolic process,thiocyanate peroxidase activityA=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=13/17

chr14:24654489 T/C T C SNV IPO4 IPO4:exonic:NM_024658.3 1 50 14 synonymous NM_024658.3c.1308A>G p.(=) 1.71 0.1(COSM3753917)HEAT repeat,HEAT repeat associated with sister chromatid cohesion,Importin-beta N-terminal domainrs2025258 0.3419 YES 8.025E-1 (pos.24654489) adenocarcinoma DNA replication-dependent nucleosome assembly,DNA replication-independent nucleosome assembly,NLS-bearing protein import into nucleus,Ran GTPase binding,cytoplasm,intracellular,intracellular protein transport,membrane,nuclear chromatin,nuclear localization sequence binding,nuclear membrane,nuclear periphery,nuclear pore,nucleus,protein binding,protein complex,protein import into nucleus, translocation,protein transport,protein transporter activity,ribosomal protein import into nucleusT=11, C=11 T=0.5, C=0.5 0.00001 94.6046 22 T=7/4, C=5/6

chr11:9406349 C/C T C SNV IPO7 IPO7:exonic:NM_006391.2 1 100 1 synonymous NM_006391.2c.39T>C p.(=) 1.71 Cse1,Importin-beta N-terminal domainrs4606477 1.00E-04 9.999E-1 (pos.9406349) Importin 7 GTPase regulator activity,Ran GTPase binding,SMAD binding,cytosol,histone binding,innate immune response,intracellular,intracellular protein transport,membrane,nuclear pore,nucleoplasm,protein binding,protein import into nucleus,protein transporter activity,regulation of catalytic activity,signal transduction,transporter activity,viral processAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;HIV Infections;Immune System Diseases;Immunologic Deficiency Syndromes;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=0, C=38 T=0.0, C=1.0 0.00001 603.784 38 T=0/0, C=30/8

chr3:121526204 A/A G A SNV IQCB1 IQCB1:exonic:NM_001023570.3 1 100 7 synonymous NM_001023570.3c.574C>T p.(=) 1.66 IQ calmodulin-binding motifrs4543051 0.3757 YES 3.038E-1 (pos.121526204) IQ motif-containing protein B1calmodulin binding,centriole,centrosome,ciliary basal body-plasma membrane docking,cilium assembly,cytosol,enzyme binding,extracellular exosome,maintenance of animal organ identity,photoreceptor cell maintenance,photoreceptor connecting cilium,photoreceptor outer segment,protein bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Kidney Diseases;Kidney Diseases, Cystic;Leber Congenital Amaurosis;Male Urogenital Diseases;Nervous System Diseases;Neurodegenerative Diseases;Optic Atrophies, Hereditary;Optic Atrophy;Optic Nerve Diseases;Retinal Diseases;Urologic DiseasesBenign G=0, A=44 G=0.0, A=1.0 0.00001 725.713 44 G=0/0, A=14/30

chr7:2611878 C/C T C SNV IQCE IQCE:exonic:NM_152558.4 1 100 5 synonymous NM_152558.4c.312T>C p.(=) 0.39 0(COSM4162112)IQ calmodulin-binding motifrs2917751 0.2434 YES 5.051E-1;3.491E-4 (pos.2611878)acute_myeloid_leukaemia,carcinoma,neoplasmIQ domain-containing protein Eciliary membrane,cilium,extrinsic component of membrane,mitochondrion,plasma membrane protein complex,positive regulation of transcription from RNA polymerase II promoter,protein bindingT=0, C=82 T=0.0, C=1.0 0.00001 1327.39 82 T=0/0, C=49/33

chr17:57247249 A/A T A SNV PRR11 PRR11:intronic:NM_018304.3 1 100 intronic NM_018304.3c.128+8T>Ap.? -0.42 0(COSM5425392) rs9914425 0.1451 YES 1.578E-1 (pos.57247249) acute_myeloid_leukaemia,carcinomaProline-rich protein 11cell cycle arrest,cytoplasm,membrane,nucleus,regulation of cell cycleT=0, A=75 T=0.0, A=1.0 0.00001 1189.32 75 T=0/0, A=6/69

chr7:2613062 T/C T C SNV IQCE IQCE:exonic:NM_152558.4 1 50 6 synonymous NM_152558.4c.405T>C p.(=) -1.91 IQ calmodulin-binding motifrs61739566 0.1618 YES 1.507E-3 (pos.2613062) IQ domain-containing protein Eciliary membrane,cilium,extrinsic component of membrane,mitochondrion,plasma membrane protein complex,positive regulation of transcription from RNA polymerase II promoter,protein bindingT=17, C=17 T=0.5, C=0.5 0.00001 172.009 34 T=11/6, C=12/5

chr3:51930850 T/C T C SNV IQCF1 IQCF1:exonic:NM_152397.2 1 50 3 missense NM_152397.2c.169A>G p.Lys57Glu -1.75 0.07 56 0 0.01(COSM1180583)IQ calmodulin-binding motifrs57859638 0.1915 YES 9.824E-3;0.0 (pos.51930850)ductal_carcinoma,squamous_cell_carcinomaacrosomal vesicle,calmodulin binding,positive regulation of acrosome reaction,positive regulation of flagellated sperm motility involved in capacitationT=19, C=19 T=0.5, C=0.5 0.00001 200.004 38 T=11/8, C=16/3

chr15:67768151 C/C G C SNV

IQCH,IQCH-

AS1 IQCH-AS1:intronic_nc:NR_040051.1, IQCH:exonic:NM_001031715.2 1
100

18 missense NM_001031715.2, NR_040051.1c.2794G>C p.Val932Leu 0.2 0.89 32 0 IQ calmodulin-binding motifrs3985641 0 1.0 (pos.67768151) IQ motif-containing protein Hbiological_process,cellular_component,molecular_functionMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasG=0, C=67 G=0.0, C=1.0 0.00001 1034.43 67 G=0/0, C=38/29

chr17:59544863 G/A G A SNV TBX4 TBX4:intronic:NM_018488.3 1 53.33 intronic NM_018488.3c.402-8G>Ap.? 2.32 0.82(COSM4000245),0.82(COSM4000246)T-box rs758596 0.263 YES 3.677E-1 (pos.59544863) acute_myeloid_leukaemiaT-box 4 DNA binding,DNA binding transcription factor activity,angiogenesis,embryonic limb morphogenesis,limb morphogenesis,lung development,morphogenesis of an epithelium,multicellular organism development,nucleus,regulation of transcription, DNA-templated,skeletal system morphogenesis,transcription, DNA-templatedBone Anteversion;Bone Diseases;Bone Diseases, Developmental;Bone Malalignment;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coxa Vara;Dysostoses;Musculoskeletal Abnormalities;Musculoskeletal Diseases;SynostosisBenign G=14, A=16 G=0.4667, A=0.5333 0.00001 159.925 30 G=10/4, A=9/7

chr5:75923294 G/G T G SNV IQGAP2 IQGAP2:exonic:NM_006633.3 1 100 14 missense NM_006633.3c.1581T>G p.Asp527Glu 0.67 0.67 45 0 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs2431352 0.0463 YES 8.848E-1;0.0 (pos.75923294) IQ motif-containing GTPase-activating protein-2Arp2/3 complex binding,Arp2/3 complex-mediated actin nucleation,GTPase inhibitor activity,Rac GTPase binding,Rho GTPase binding,actin binding,actin cytoskeleton,actin filament binding,calmodulin binding,cell surface,cytoplasm,cytosol,extracellular exosome,filamentous actin,filopodium,lamellipodium,microtubule,microvillus,negative regulation of GTPase activity,neutrophil degranulation,phosphatidylinositol-3,4,5-trisphosphate binding,plasma membrane,regulation of GTPase activity,secretory granule membrane,signal transduction,thrombin-activated receptor signaling pathwayAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Ear Diseases;Hearing Disorders;Hearing Loss;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersT=0, G=45 T=0.0, G=1.0 0.00001 746.231 45 T=0/0, G=30/15

chr5:75923307 G/G A G SNV IQGAP2 IQGAP2:exonic:NM_006633.3 1 100 14 missense NM_006633.3c.1594A>G p.Lys532Glu -0.3 0.45 56 0 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs2909888 3.00E-04 1.0;0.0 (pos.75923307) IQ motif-containing GTPase-activating protein-2Arp2/3 complex binding,Arp2/3 complex-mediated actin nucleation,GTPase inhibitor activity,Rac GTPase binding,Rho GTPase binding,actin binding,actin cytoskeleton,actin filament binding,calmodulin binding,cell surface,cytoplasm,cytosol,extracellular exosome,filamentous actin,filopodium,lamellipodium,microtubule,microvillus,negative regulation of GTPase activity,neutrophil degranulation,phosphatidylinositol-3,4,5-trisphosphate binding,plasma membrane,regulation of GTPase activity,secretory granule membrane,signal transduction,thrombin-activated receptor signaling pathwayAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Ear Diseases;Hearing Disorders;Hearing Loss;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersA=0, G=45 A=0.0, G=1.0 0.00001 747.382 45 A=0/0, G=29/16

chr17:60753904 C/C A C SNV MRC2 MRC2:intronic:NM_006039.4 1 100 intronic NM_006039.4c.1834+12A>Cp.? -0.83 Fibronectin type II domain,Lectin C-type domainrs4968617 0.3512 YES 6.115E-1 (pos.60753904) Mannose receptor, C-type, 2carbohydrate binding,collagen binding,collagen catabolic process,endocytosis,focal adhesion,integral component of membrane,integral component of plasma membrane,membrane,osteoblast differentiation,protein binding,signal transduction,transmembrane signaling receptor activityMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalA=0, C=30 A=0.0, C=1.0 0.00001 451.013 30 A=0/0, C=8/22

chr5:75960865 C/C T C SNV IQGAP2 IQGAP2:exonic:NM_006633.3 1 100 22 synonymous NM_006633.3c.2544T>C p.(=) 0.42 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs253093 0.0038 YES 9.169E-1 (pos.75960865) IQ motif-containing GTPase-activating protein-2Arp2/3 complex binding,Arp2/3 complex-mediated actin nucleation,GTPase inhibitor activity,Rac GTPase binding,Rho GTPase binding,actin binding,actin cytoskeleton,actin filament binding,calmodulin binding,cell surface,cytoplasm,cytosol,extracellular exosome,filamentous actin,filopodium,lamellipodium,microtubule,microvillus,negative regulation of GTPase activity,neutrophil degranulation,phosphatidylinositol-3,4,5-trisphosphate binding,plasma membrane,regulation of GTPase activity,secretory granule membrane,signal transduction,thrombin-activated receptor signaling pathwayAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Ear Diseases;Hearing Disorders;Hearing Loss;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersT=0, C=32 T=0.0, C=1.0 0.00001 485.134 32 T=0/0, C=9/23

chr1:156532977 C/C T C SNV IQGAP3 IQGAP3:exonic:NM_178229.4 1 100 8 synonymous NM_178229.4c.747A>G p.(=) 1.3 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs1171547 3.00E-04 YES 1.0 (pos.156532977) ERK1 and ERK2 cascade,G1/S transition of mitotic cell cycle,Ras protein signal transduction,Rho GTPase binding,activation of MAPK activity,calmodulin binding,cell-cell junction,cellular response to organic substance,cytosol,lateral plasma membrane,myosin VI light chain binding,negative regulation of gene expression,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,regulation of GTPase activity,regulation of cell size,signal transductionT=0, C=33 T=0.0, C=1.0 0.00001 504.592 33 T=0/0, C=20/13

chr17:60767461 G/G C G SNV MRC2 MRC2:intronic:NM_006039.4 1 100 intronic NM_006039.4c.3742+38C>Gp.? 1.14 Fibronectin type II domain,Lectin C-type domainrs2465426 0.0161 YES 9.375E-1 (pos.60767461) Mannose receptor, C-type, 2carbohydrate binding,collagen binding,collagen catabolic process,endocytosis,focal adhesion,integral component of membrane,integral component of plasma membrane,membrane,osteoblast differentiation,protein binding,signal transduction,transmembrane signaling receptor activityMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalC=0, G=30 C=0.0, G=1.0 0.00001 446.637 30 C=0/0, G=19/11

chr17:60768243 G/G A G SNV MRC2 MRC2:intronic:NM_006039.4 1 100 intronic NM_006039.4c.4013-67A>Gp.? -0.34 Fibronectin type II domain,Lectin C-type domainrs2465425 YES Mannose receptor, C-type, 2carbohydrate binding,collagen binding,collagen catabolic process,endocytosis,focal adhesion,integral component of membrane,integral component of plasma membrane,membrane,osteoblast differentiation,protein binding,signal transduction,transmembrane signaling receptor activityMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalA=0, G=45 A=0.0, G=1.0 0.00001 747.39 45 A=0/0, G=24/21

chr17:60769406 C/C T C SNV MRC2 MRC2:intronic:NM_006039.4 1 100 intronic NM_006039.4c.4193-67T>Cp.? -0.28 Fibronectin type II domain,Lectin C-type domainrs35688424 0.4085 YES Mannose receptor, C-type, 2carbohydrate binding,collagen binding,collagen catabolic process,endocytosis,focal adhesion,integral component of membrane,integral component of plasma membrane,membrane,osteoblast differentiation,protein binding,signal transduction,transmembrane signaling receptor activityMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalT=0, C=42 T=0.0, C=1.0 0.00001 685.22 42 T=0/0, C=26/16

chr1:156536251 C/C T C SNV IQGAP3 IQGAP3:exonic:NM_178229.4 1 100 3 synonymous NM_178229.4c.213A>G p.(=) 0.41 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs947662 3.00E-04 YES 1.0 (pos.156536251) ERK1 and ERK2 cascade,G1/S transition of mitotic cell cycle,Ras protein signal transduction,Rho GTPase binding,activation of MAPK activity,calmodulin binding,cell-cell junction,cellular response to organic substance,cytosol,lateral plasma membrane,myosin VI light chain binding,negative regulation of gene expression,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,regulation of GTPase activity,regulation of cell size,signal transductionT=0, C=236 T=0.0, C=1.0 0.00001 3956.29 236 T=0/0, C=135/101

chr1:156536221 C/C G C SNV IQGAP3 IQGAP3:exonic:NM_178229.4 1 99.58 3 synonymous NM_178229.4c.243C>G p.(=) 0.62 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs2066377 3.00E-04 YES 1.0 (pos.156536221) ERK1 and ERK2 cascade,G1/S transition of mitotic cell cycle,Ras protein signal transduction,Rho GTPase binding,activation of MAPK activity,calmodulin binding,cell-cell junction,cellular response to organic substance,cytosol,lateral plasma membrane,myosin VI light chain binding,negative regulation of gene expression,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,regulation of GTPase activity,regulation of cell size,signal transductionG=1, C=239 G=0.0042, C=0.9958 0.00001 4010.83 240 G=1/0, C=135/104

chr17:61473325 A/A C A SNV TANC2 TANC2:intronic:NM_025185.3 1 100 intronic NM_025185.3c.3015+36C>Ap.? -0.77 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Tetratricopeptide repeatrs2270133 0.4971 YES 2.257E-1 (pos.61473325) Tetratricopeptide repeat-, ankyrin repeat-, and coiled-coil-containing protein 2in utero embryonic development C=0, A=49 C=0.0, A=1.0 0.00001 831.629 49 C=0/0, A=25/24

chr3:10276163 A/A T A SNV IRAK2 IRAK2:exonic:NM_001570.3 1 100 11 missense NM_001570.3c.1293T>A p.Asp431Glu 0.37 1 45 0 0.13(COSM445233),0.13(COSM445234)Death domain,Protein kinase domain,Protein tyrosine kinasers708035 0.3665 YES 9.96E-1 (pos.10276163) ductal_carcinoma,neoplasmInterleukin 1 receptor-associated kinase 2ATP binding,I-kappaB kinase/NF-kappaB signaling,JNK cascade,MyD88-dependent toll-like receptor signaling pathway,MyD88-independent toll-like receptor signaling pathway,activation of MAPK activity,cytoplasm,cytosol,endosome membrane,inflammatory response,interleukin-1-mediated signaling pathway,intracellular signal transduction,lipopolysaccharide-mediated signaling pathway,negative regulation of NF-kappaB transcription factor activity,nucleotide-binding oligomerization domain containing signaling pathway,nucleus,plasma membrane,positive regulation of NF-kappaB transcription factor activity,protein binding,protein heterodimerization activity,protein homodimerization activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of cytokine-mediated signaling pathway,response to interleukin-1,toll-like receptor 9 signaling pathway,toll-like receptor signaling pathwayT=0, A=79 T=0.0, A=1.0 0.00001 1269.33 79 T=0/0, A=44/35

chr17:61910167 A/A G A SNV

PSMC5,SMA

RCD2 PSMC5:downstream:NM_002805.5, SMARCD2:utr_3:NM_001098426.11
100

intronic NM_002805.5, NM_001098426.1c.*838G>A, c.1727C>Tp.?, p.? 1.38 SWIB/MDM2 domainrs2584622 YES Proteasome (prosome, macropain) 26S subunit, ATPase, 5,SWI/SNF-related, matrix-associated, actin-dependent regulator of chromatin, subfamily d, member 2ATP binding,ATP-dependent chromatin remodeling,ATPase activity,Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,SWI/SNF complex,T cell receptor signaling pathway,TBP-class protein binding,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,blood microparticle,chromatin remodeling,covalent chromatin modification,cytoplasm,cytoplasmic vesicle,cytosol,cytosolic proteasome complex,extracellular exosome,inclusion body,membrane,modulation of chemical synaptic transmission,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of programmed cell death,nDermatitis;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;HIV Infections;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Mouth Diseases;Skin Diseases;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesG=0, A=94 G=0.0, A=1.0 0.00001 1561.95 94 G=0/0, A=55/39

chr12:66605228 G/G A G SNV IRAK3 IRAK3:exonic:NM_007199.2 1 100 5 missense NM_007199.2c.439A>G p.Ile147Val -0.34 0.75 29 0.001 0.05(COSM3736073)Death domain,Protein kinase domain,Protein tyrosine kinasers1152888 0.0668 YES 5.895E-1 (pos.66605228) acute_myeloid_leukaemia,malignant_melanomaInterleukin 1 receptor-associated kinase 3ATP binding,MyD88-dependent toll-like receptor signaling pathway,cytokine-mediated signaling pathway,cytoplasm,interleukin-1-mediated signaling pathway,magnesium ion binding,negative regulation of MAP kinase activity,negative regulation of NF-kappaB transcription factor activity,negative regulation of cytokine-mediated signaling pathway,negative regulation of innate immune response,negative regulation of interleukin-12 production,negative regulation of interleukin-6 production,negative regulation of macrophage cytokine production,negative regulation of protein catabolic process,negative regulation of protein complex disassembly,negative regulation of toll-like receptor signaling pathway,negative regulation of tumor necrosis factor production,nucleus,positive regulation of NF-kappaB transcription factor activity,positive regulation of macrophage tolerance induction,protein autophosphorylation,protein heterodimerization activity,protein homodimerization activity,protein phosphorylation,protein serine/threonine Cardiovascular Diseases;Reperfusion Injury;Vascular DiseasesA=0, G=37 A=0.0, G=1.0 0.00001 583.699 37 A=0/0, G=21/16

chr15:78758677 C/C G C SNV IREB2 IREB2:exonic:NM_004136.3 1 100 5 missense NM_004136.3c.475G>C p.Val159Leu 0.87 0.53 32 0 Aconitase C-terminal domain,Aconitase family (aconitate hydratase)rs2958720 2.00E-04 1.0 (pos.78758677) Iron-responsive element-binding protein-24 iron, 4 sulfur cluster binding,RNA binding,cellular iron ion homeostasis,cytoplasm,cytosol,erythrocyte homeostasis,intestinal absorption,iron ion transport,iron-responsive element binding,metabolic process,metal ion binding,mitochondrion,negative regulation of translation,osteoclast differentiation,post-embryonic development,protein binding,protoporphyrinogen IX biosynthetic process,translation repressor activityLung Diseases;Lung Diseases, Obstructive;Neoplasm Invasiveness;Neoplasms;Neoplastic Processes;Pulmonary Disease, Chronic Obstructive;Respiratory Tract DiseasesG=0, C=38 G=0.0, C=1.0 0.00001 603.775 38 G=0/0, C=18/20

chr17:61988014 A/A G A SNV CSHL1 CSHL1:intronic:NM_022579.2 1 100 intronic NM_022579.2c.190+91C>Tp.? -2.52 0(COSM4590725)Somatotropin hormone familyrs2006208 YES 3.965E-1 (pos.61988014) acute_myeloid_leukaemia,squamous_cell_carcinomaChorionic somatomammotropin hormone-like 1biological_process,cellular_component,extracellular region,hormone activity,metal ion binding,regulation of receptor activityG=0, A=24 G=0.0, A=1.0 0.00001 334.789 24 G=0/0, A=12/12

chr13:110435953 A/G A G SNV IRS2 IRS2:exonic:NM_003749.2 1 47.62 1 synonymous NM_003749.2c.2448T>C p.(=) -0.81 0.64(COSM432101)PH domain,PTB domain (IRS-1 type)rs4773092 0.403 YES 5.394E-1 (pos.110435953)adenocarcinoma,hepatocellular_carcinomaInsulin receptor substrate 21-phosphatidylinositol-3-kinase activity,14-3-3 protein binding,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,axon guidance,brain development,cell proliferation,cellular response to glucose stimulus,cellular response to insulin stimulus,cytosol,glucose metabolic process,insulin receptor binding,insulin receptor signaling pathway,interleukin-7-mediated signaling pathway,lipid homeostasis,mammary gland development,negative regulation of B cell apoptotic process,negative regulation of kinase activity,negative regulation of plasma membrane long-chain fatty acid transport,phosphatidylinositol 3-kinase binding,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,phosphatidylinositol-mediated signaling,plasma membrane,positive regulation of B cell proliferation,positive regulation of cell migration,positive regulation of cell proliferation,positive regulation of fatty acid beta-oxidation,positive regulation ofAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioma;Glucose Metabolism Disorders;Hyperglycemia;Liver Diseases;Liver Neoplasms;Medulloblastoma;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Nutritional and Metabolic Diseases;Stomach Diseases;Stomach NeoplasmsA=22, G=20 A=0.5238, G=0.4762 0.00001 212.952 42 A=12/10, G=15/5

chr17:61996255 C/C A C SNV GH1 GH1:upstream:NM_000515.4 1 100 intronic NM_000515.4c.-119T>G p.? 0.22 rs2005172,rs370359091,rs763548419YES Growth hormone-1JAK-STAT cascade involved in growth hormone signaling pathway,bone maturation,endosome lumen,extracellular region,extracellular space,glucose transport,growth factor activity,growth hormone receptor binding,growth hormone receptor complex,growth hormone receptor signaling pathway,hormone activity,metal ion binding,positive regulation of JAK-STAT cascade,positive regulation of MAP kinase activity,positive regulation of activation of Janus kinase activity,positive regulation of insulin-like growth factor receptor signaling pathway,positive regulation of multicellular organism growth,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of phosphatidylinositol 3-kinase signaling,positive regulation of receptor internalization,positive regulation of tyrosine phosphorylation of STAT protein,prolactin receptor binding,protein binding,regulation of receptor activity,response to estradiolAcromegaly;Adenoma;Azotemia;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Brain Diseases;Brain Neoplasms;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Central Nervous System Neoplasms;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Digestive System Diseases;Disorders of Sex Development;Dwarfism;Dwarfism, Pituitary;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Gonadal Disorders;Gonadal Dysgenesis;Growth Hormone-Secreting Pituitary Adenoma;Heart Defects, Congenital;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hyperinsulinism;Hyperpituitarism;Hypopituitarism;Hypothalamic Diseases;Hypothalamic Neoplasms;Insulin Resistance;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Male Urogenital DiA=0, C=61 A=0.0, C=1.0 0.00001 915.115 61 A=0/0, C=30/31

chr16:54318528 G/G A G SNV IRX3 IRX3:exonic:NM_024336.2 1 100 2 missense NM_024336.2c.1265T>C p.Leu422Pro 1.46 0.07 98 0 0.12(COSM4129116)Homeobox KN domain,Homeobox domainrs1450355 7.00E-04 YES 1.0 (pos.54318528) neoplasm Iroquois homeobox protein 3axon,cytoplasm,mesoderm development,metanephros development,negative regulation of neuron differentiation,nucleus,positive regulation of neuron differentiation,regulation of transcription, DNA-templated,sequence-specific DNA binding,specification of loop of Henle identity,transcription, DNA-templatedLung Diseases;Respiratory Tract Diseases A=0, G=29 A=0.0, G=1.0 0.00001 424.302 29 A=0/0, G=10/19

chr1:948921 C/C T C SNV ISG15 ISG15:utr_5:NM_005101.3 1 100 1 utr_5 NM_005101.3c.-33T>C p.? -0.97 Ubiquitin family,Ubiquitin-like domainrs15842 0.0436 YES 9.998E-1;0.0 (pos.948921) ISG15 ubiquitin-like modifierISG15-protein conjugation,cytosol,defense response to bacterium,defense response to virus,extracellular region,modification-dependent protein catabolic process,negative regulation of protein ubiquitination,negative regulation of type I interferon production,negative regulation of viral genome replication,nucleoplasm,positive regulation of bone mineralization,positive regulation of erythrocyte differentiation,protein binding,protein tag,regulation of interferon-gamma production,response to type I interferon,translesion synthesis,type I interferon signaling pathway,viral processInfluenza, Human;Respiratory Tract Diseases;Respiratory Tract InfectionsT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=27/7

chr1:949654 G/G A G SNV ISG15 ISG15:exonic:NM_005101.3 1 100 2 synonymous NM_005101.3c.294A>G p.(=) -0.85 0.04(COSM3773520)Ubiquitin family,Ubiquitin-like domainrs8997 0.053 YES 9.254E-1;0.0 (pos.949654)clear_cell_renal_cell_carcinomaISG15 ubiquitin-like modifierISG15-protein conjugation,cytosol,defense response to bacterium,defense response to virus,extracellular region,modification-dependent protein catabolic process,negative regulation of protein ubiquitination,negative regulation of type I interferon production,negative regulation of viral genome replication,nucleoplasm,positive regulation of bone mineralization,positive regulation of erythrocyte differentiation,protein binding,protein tag,regulation of interferon-gamma production,response to type I interferon,translesion synthesis,type I interferon signaling pathway,viral processInfluenza, Human;Respiratory Tract Diseases;Respiratory Tract InfectionsA=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=14/9

chr15:89182596 A/G A G SNV ISG20 ISG20:utr_5:NM_002201.5 1 53.49 2 utr_5 NM_002201.5c.-2A>G p.? -2.38 Exonuclease rs3200942 0.4955 YES 2.573E-1 (pos.89182596) Interferon-stimulated gene, 20kD3'-5'-exoribonuclease activity,Cajal body,DNA catabolic process, exonucleolytic,PML body,RNA catabolic process,RNA phosphodiester bond hydrolysis, exonucleolytic,U1 snRNA binding,U2 snRNA binding,U3 snoRNA binding,cell proliferation,cytoplasm,defense response to virus,exonuclease activity,exoribonuclease II activity,metal ion binding,negative regulation of viral genome replication,nucleic acid binding,nucleolus,nucleoplasm,nucleus,rRNA processing,response to virus,single-stranded DNA 3'-5' exodeoxyribonuclease activity,type I interferon signaling pathwayUridine monophosphate A=20, G=23 A=0.4651, G=0.5349 0.00001 261.022 43 A=10/10, G=15/8

chr17:62122677 A/A G A SNV ERN1 ERN1:intronic:NM_001433.3 1 100 intronic NM_001433.3c.2653+42C>Tp.? -0.75 Protein kinase domain,Protein tyrosine kinase,Ribonuclease 2-5Ars196917 0.0013 YES 1.0 (pos.62122677) Endoplasmic reticulum-to-nucleus signaling 1ADP binding,AIP1-IRE1 complex,ATP binding,Hsp70 protein binding,Hsp90 protein binding,IRE1-RACK1-PP2A complex,IRE1-TRAF2-ASK1 complex,IRE1-mediated unfolded protein response,Ire1 complex,RNA phosphodiester bond hydrolysis, endonucleolytic,activation of JUN kinase activity,activation of signaling protein activity involved in unfolded protein response,cell cycle arrest,cellular response to glucose stimulus,cellular response to vascular endothelial growth factor stimulus,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,endoribonuclease activity,endothelial cell proliferation,enzyme binding,identical protein binding,insulin metabolic process,integral component of endoplasmic reticulum membrane,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,mRNA catabolic process,mRNA cleavage,mRNA endonucleolytic cleavage involved in unfolded protein response,mRNA splicing, via endonucleolytic cleavage and ligation,magnesium ion binding,mitochondrion,nuclear inner membrane,peptidylBrain Diseases;Central Nervous System Diseases;Epilepsy;Nervous System DiseasesN~2~-1H-benzimidazol-5-yl-N~4~-(3-cyclopropyl-1H-pyrazol-5-yl)pyrimidine-2,4-diamineG=0, A=45 G=0.0, A=1.0 0.00001 747.138 45 G=0/0, A=21/24

chr15:74467856 A/A G A SNV ISLR ISLR:exonic:NM_201526.1 1 100 2 synonymous NM_201526.1c.657G>A p.(=) -6.32 0.02(COSM1162175)Immunoglobulin I-set domain,Leucine Rich repeat,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs1052622 0.3181 YES 5.855E-1 (pos.74467856) acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinoma,neoplasmImmunoglobulin superfamily containing leucine-rich repeatcell adhesion,extracellular exosome,extracellular region,platelet alpha granule lumen,platelet degranulationG=0, A=23 G=0.0, A=1.0 0.00001 316.698 23 G=0/0, A=15/8

chr5:128430757 T/C T C SNV ISOC1 ISOC1:exonic:NM_016048.2 1 50 1 synonymous NM_016048.2c.298T>C p.(=) 0.55 0.15(COSM3760902)Isochorismatase familyrs1127827 0.391 YES 8.736E-1 (pos.128430757)adenocarcinoma,neoplasm,squamous_cell_carcinomabiological_process,catalytic activity,cytoplasm,extracellular exosome,metabolic process,molecular_function,peroxisome,protein bindingT=14, C=14 T=0.5, C=0.5 0.00001 131.941 28 T=8/6, C=9/5

chr17:62145672 A/G A G SNV ERN1 ERN1:intronic:NM_001433.3 1 46.43 intronic NM_001433.3c.479-21T>Cp.? 0.77 Protein kinase domain,Protein tyrosine kinase,Ribonuclease 2-5Ars196939 0.2402 YES 6.683E-1 (pos.62145672) Endoplasmic reticulum-to-nucleus signaling 1ADP binding,AIP1-IRE1 complex,ATP binding,Hsp70 protein binding,Hsp90 protein binding,IRE1-RACK1-PP2A complex,IRE1-TRAF2-ASK1 complex,IRE1-mediated unfolded protein response,Ire1 complex,RNA phosphodiester bond hydrolysis, endonucleolytic,activation of JUN kinase activity,activation of signaling protein activity involved in unfolded protein response,cell cycle arrest,cellular response to glucose stimulus,cellular response to vascular endothelial growth factor stimulus,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,endoribonuclease activity,endothelial cell proliferation,enzyme binding,identical protein binding,insulin metabolic process,integral component of endoplasmic reticulum membrane,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,mRNA catabolic process,mRNA cleavage,mRNA endonucleolytic cleavage involved in unfolded protein response,mRNA splicing, via endonucleolytic cleavage and ligation,magnesium ion binding,mitochondrion,nuclear inner membrane,peptidylBrain Diseases;Central Nervous System Diseases;Epilepsy;Nervous System DiseasesN~2~-1H-benzimidazol-5-yl-N~4~-(3-cyclopropyl-1H-pyrazol-5-yl)pyrimidine-2,4-diamineA=15, G=13 A=0.5357, G=0.4643 0.00001 117.927 28 A=7/8, G=1/12

chr5:52096889 A/A C A SNV ITGA1,PELO ITGA1:intronic:NM_181501.1, PELO:exonic:NM_015946.4 1 100 2 missense NM_015946.4, NM_181501.1c.661C>A, c.61+12641C>Ap.Leu221Met, p.? 2.87 1 15 0.09 0.23(COSM4408640)FG-GAP repeat,Integrin alpha,eRF1 domain 1,eRF1 domain 2,eRF1 domain 3,von Willebrand factor type A domainrs1499280 0.0847 YES 8.299E-1 (pos.52096889) hepatocellular_carcinomaIntegrin, alpha-1,Pelota, Drosophila, homolog ofRNA surveillance,acrosomal vesicle,activation of MAPK activity,basal part of cell,cell cycle,cell division,cell proliferation,cell surface,cell-matrix adhesion,cellular extravasation,chromosome organization,collagen binding,collagen binding involved in cell-matrix adhesion,cytoplasm,endoderm development,endonuclease activity,external side of plasma membrane,extracellular exosome,extracellular matrix organization,focal adhesion,integrin alpha1-beta1 complex,integrin complex,integrin-mediated signaling pathway,membrane,membrane raft,mesenchymal to epithelial transition,metal ion binding,muscle contraction,negative regulation of cell proliferation,negative regulation of epidermal growth factor receptor signaling pathway,neuron projection,neuron projection morphogenesis,neutrophil chemotaxis,nonfunctional rRNA decay,nuclear-transcribed mRNA catabolic process, no-go decay,nuclear-transcribed mRNA catabolic process, non-stop decay,nucleic acid phosphodiester bond hydrolysis,nucleus,perikaryon,plasma membrane,positiC=0, A=45 C=0.0, A=1.0 0.00001 747.392 45 C=0/0, A=25/20

chr17:6331836 G/G T G SNV AIPL1 AIPL1:intronic:NM_014336.4 1 100 intronic NM_014336.4c.277-10A>Cp.? -0.12 0(COSM3766145)FKBP-type peptidyl-prolyl cis-trans isomerase,Tetratricopeptide repeatrs12453262,rs7799591740.4212 YES 4.973E-1;0.0 (pos.6331836)hepatocellular_carcinomaArylhydrocarbon-interacting receptor protein-like 1cytoplasm,farnesylated protein binding,negative regulation of apoptotic process,nucleus,photoreceptor inner segment,phototransduction, visible light,protein binding,protein farnesylation,regulation of cGMP metabolic process,retina homeostasis,unfolded protein binding,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Leber Congenital Amaurosis;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign/Likely benignT=0, G=35 T=0.0, G=1.0 0.00001 543.899 35 T=0/0, G=21/14

chr17:6371738 A/G A G SNV PITPNM3 PITPNM3:intronic:NM_031220.3 1 50 intronic NM_031220.3c.1774-77T>Cp.? -0.35 DDHD domainrs35021251 YES Phosphatidylinositol transfer protein, membrane-associated, 3calcium ion binding,cytosol,endomembrane system,integral component of membrane,lipid binding,phosphatidylinositol biosynthetic process,phosphatidylinositol metabolic process,phosphatidylinositol transporter activity,phospholipid transport,protein binding,receptor tyrosine kinase bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaA=24, G=24 A=0.5, G=0.5 0.00001 275.991 48 A=6/18, G=12/12

chr17:6373737 C/T C T SNV PITPNM3 PITPNM3:intronic:NM_031220.3 1 50 intronic NM_031220.3c.1625-9G>Ap.? -0.36 0.02(COSM3766148)DDHD domainrs11654175 0.4701 YES 1.904E-1 (pos.6373737) carcinoma,hepatocellular_carcinomaPhosphatidylinositol transfer protein, membrane-associated, 3calcium ion binding,cytosol,endomembrane system,integral component of membrane,lipid binding,phosphatidylinositol biosynthetic process,phosphatidylinositol metabolic process,phosphatidylinositol transporter activity,phospholipid transport,protein binding,receptor tyrosine kinase bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign C=14, T=14 C=0.5, T=0.5 0.00001 131.578 28 C=2/12, T=5/9

chr15:68624396 C/C A C SNV ITGA11 ITGA11:exonic:NM_001004439.1 1 100 14 missense NM_001004439.1c.1571T>G p.Leu524Arg -0.13 0.8 102 0 FG-GAP repeat,Integrin alpha,von Willebrand factor type A domainrs7168069 0.1773 YES 9.191E-1;1.165E-3 (pos.68624396) Integrin, alpha-11cell adhesion,cell adhesion mediated by integrin,cell-matrix adhesion,collagen binding,collagen binding involved in cell-matrix adhesion,collagen receptor activity,collagen-activated signaling pathway,extracellular matrix organization,focal adhesion,integrin alpha11-beta1 complex,integrin complex,integrin-mediated signaling pathway,membrane,metal ion binding,muscle organ development,osteoblast differentiation,plasma membrane,substrate-dependent cell migrationAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Depressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood Disorders;Neurodevelopmental DisordersA=0, C=24 A=0.0, C=1.0 0.00001 334.792 24 A=0/0, C=15/9

chr17:64023781 T/T C T SNV CEP112 CEP112:intronic:NM_001199165.3 1 100 intronic NM_001199165.3c.1597-103G>Ap.? 0.34 Domain of unknown function (DUF4485)rs11079629 YES centrosome,cytoplasm,inhibitory synapse,plasma membrane,receptor localization to synapseAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Mental Disorders;Neurodevelopmental DisordersC=0, T=35 C=0.0, T=1.0 0.00001 543.903 35 C=0/0, T=16/19

chr15:68649587 A/A G A SNV ITGA11 ITGA11:exonic:NM_001004439.1 1 100 7 synonymous NM_001004439.1c.651C>T p.(=) 0.41 0.33(COSM3754444)FG-GAP repeat,Integrin alpha,von Willebrand factor type A domainrs12907890 0.2456 YES 9.988E-1 (pos.68649587) adenocarcinomaIntegrin, alpha-11cell adhesion,cell adhesion mediated by integrin,cell-matrix adhesion,collagen binding,collagen binding involved in cell-matrix adhesion,collagen receptor activity,collagen-activated signaling pathway,extracellular matrix organization,focal adhesion,integrin alpha11-beta1 complex,integrin complex,integrin-mediated signaling pathway,membrane,metal ion binding,muscle organ development,osteoblast differentiation,plasma membrane,substrate-dependent cell migrationAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Depressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood Disorders;Neurodevelopmental DisordersG=0, A=27 G=0.0, A=1.0 0.00001 389.988 27 G=0/0, A=14/13

chr5:52347369 C/T C T SNV ITGA2 ITGA2:exonic:NM_002203.3 1 57.14 7 synonymous NM_002203.3c.759C>T p.(=) 1.53 0.97(COSM4003552),0.97(COSM4003553)FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,von Willebrand factor type A domainrs1126643 0.397 YES 3.018E-1 (pos.52347369) acute_myeloid_leukaemiaIntegrin, alpha-2 (CD49B; alpha-2 subunit of VLA-2 receptor; platelet antigen Br)amyloid-beta binding,animal organ morphogenesis,axon,axon terminus,basal part of cell,blood coagulation,cell adhesion,cell adhesion mediated by integrin,cell proliferation,cell surface,cell-matrix adhesion,cell-substrate adhesion,cellular response to estradiol stimulus,cellular response to mechanical stimulus,collagen binding,collagen binding involved in cell-matrix adhesion,collagen receptor activity,collagen-activated signaling pathway,detection of mechanical stimulus involved in sensory perception of pain,establishment of protein localization,external side of plasma membrane,extracellular matrix organization,female pregnancy,focal adhesion,focal adhesion assembly,heparan sulfate proteoglycan binding,hepatocyte differentiation,hypotonic response,integrin alpha2-beta1 complex,integrin binding,integrin complex,integrin-mediated signaling pathway,laminin binding,mammary gland development,mesodermal cell differentiation,metal ion binding,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulatioAutoimmune Diseases;Cardiovascular Diseases;Embolism and Thrombosis;Endometriosis;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Hyperalgesia;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nervous System Diseases;Neurologic Manifestations;Retinal Diseases;Retinal Vein Occlusion;Sensation Disorders;Somatosensory Disorders;Thrombosis;Urologic Diseases;Vascular Diseases;Venous ThrombosisBenign C=12, T=16 C=0.4286, T=0.5714 0.00001 161.764 28 C=9/3, T=9/7

chr12:54799450 G/G A G SNV

ITGA5,LOC1

02724050 LOC102724050:intronic_nc:NR_120486.1, ITGA5:exonic:NM_002205.41
100

11 synonymous NR_120486.1, NM_002205.4c.1014T>C p.(=) -0.54 FG-GAP repeat,Integrin alpha,Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars1249378,rs7967758762.00E-04 9.999E-1 (pos.54799450) Integrin, alpha-5 (fibronectin receptor, alpha subunit; very late activation protein-5, alpha subunit)Golgi apparatus,alphav-beta3 integrin-vitronectin complex,angiogenesis,cell adhesion,cell adhesion mediated by integrin,cell surface,cell-cell adhesion mediated by integrin,cell-cell junction,cell-substrate adhesion,cell-substrate junction assembly,cytoplasmic vesicle,endodermal cell differentiation,endoplasmic reticulum,epidermal growth factor receptor binding,external side of plasma membrane,extracellular matrix organization,focal adhesion,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,heterotypic cell-cell adhesion,integral component of membrane,integrin binding,integrin complex,integrin-mediated signaling pathway,leukocyte cell-cell adhesion,leukocyte migration,memory,metal ion binding,negative regulation of anoikis,plasma membrane,platelet-derived growth factor receptor binding,positive regulation of cell migration,positive regulation of cell-substrate adhesion,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of sprouting angiogenesis,positive reguCarcinoma;Carcinoma, Squamous Cell;Cardiovascular Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Reperfusion Injury;Stomach Diseases;Stomach Neoplasms;Vascular DiseasesA=0, G=22 A=0.0, G=1.0 0.00001 298.889 22 A=0/0, G=8/14

chr17:6493056 C/C T C SNV KIAA0753 KIAA0753:intronic:NM_014804.2 1 100 intronic NM_014804.2c.2786+43A>Gp.? -1.97 Protein moonrakerrs367918 0.0067 YES 8.409E-1 (pos.6493056) KIAA0753 genecentriolar satellite,centriole,centriole replication,centrosome,cytosol,protein binding,protein localization to centrosomeT=0, C=23 T=0.0, C=1.0 0.00001 314.546 23 T=0/0, C=9/14

chr12:56077964 C/C A C SNV

ITGA7,METT

L7B ITGA7:downstream:NM_001144996.1, METTL7B:utr_3:NM_152637.2 1
100

2 utr_3 NM_152637.2, NM_001144996.1c.866A>C, c.*878T>Gp.?, p.? -1.16 Hypothetical methyltransferase,Methyltransferase domain,ubiE/COQ5 methyltransferase familyrs2293409 YES Integrin, alpha-7cell adhesion,cell surface,cell-matrix adhesion,endodermal cell differentiation,extracellular matrix organization,heterotypic cell-cell adhesion,integrin complex,integrin-mediated signaling pathway,metal ion binding,methylation,methyltransferase activity,muscle organ development,plasma membrane,protein binding,regulation of cell shapeColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intestinal Diseases;Intestinal Neoplasms;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular DiseasesA=0, C=22 A=0.0, C=1.0 0.00001 298.89 22 A=0/0, C=10/12

chr17:3657159 T/T C T SNV ITGAE ITGAE:exonic:NM_002208.4 1 100 13 missense NM_002208.4c.1445G>A p.Arg482Gln -0.22 0 43 0.783 0.02(COSM3766075)FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,von Willebrand factor type A domainrs2272606 0.2829 YES 2.146E-1 (pos.3657159) acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinomaIntegrin, alpha-Ecell adhesion,external side of plasma membrane,extracellular matrix organization,integrin complex,integrin-mediated signaling pathway,metal ion binding,plasma membraneAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Mental Disorders;Neurodevelopmental DisordersC=0, T=78 C=0.0, T=1.0 0.00001 1249.36 78 C=0/0, T=54/24

chr17:3657175 C/C T C SNV ITGAE ITGAE:exonic:NM_002208.4 1 100 13 missense NM_002208.4c.1429A>G p.Ile477Val -0.54 1 29 0.001 0(COSM3766076)FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,von Willebrand factor type A domainrs220479 0.1835 YES 3.869E-1 (pos.3657175) acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinoma,neoplasmIntegrin, alpha-Ecell adhesion,external side of plasma membrane,extracellular matrix organization,integrin complex,integrin-mediated signaling pathway,metal ion binding,plasma membraneAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Mental Disorders;Neurodevelopmental DisordersT=0, C=78 T=0.0, C=1.0 0.00001 1253.43 78 T=0/0, C=52/26

chr2:187532417 A/A G A SNV ITGAV ITGAV:exonic:NM_002210.4 1 100 24 missense NM_002210.4c.2347G>A p.Val783Ile 2.74 0.77 29 0.002 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic regionrs2230616 2.00E-04 1.0 (pos.187532417) Integrin, alpha-V (vitronectin receptor, alpha polypeptide)C-X3-C chemokine binding,ERK1 and ERK2 cascade,alphav-beta3 integrin-IGF-1-IGF1R complex,angiogenesis,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,apolipoprotein A-I-mediated signaling pathway,apoptotic cell clearance,calcium ion transmembrane transport,cell adhesion,cell adhesion mediated by integrin,cell growth,cell migration,cell surface,cell-matrix adhesion,cell-substrate adhesion,coreceptor activity,cytosol,endodermal cell differentiation,entry of symbiont into host cell by promotion of host phagocytosis,external side of plasma membrane,extracellular exosome,extracellular matrix binding,extracellular matrix organization,extracellular matrix protein binding,extrinsic apoptotic signaling pathway in absence of ligand,fibroblast growth factor binding,fibronectin binding,filopodium membrane,focal adhesion,heterotypic cell-cell adhesion,insulin-like growth factor I binding,integral component of plasma membrane,integrin alphav-beta3 complex,integrin alphav-betaBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Hemorrhage;Cerebrovascular Disorders;Eye Diseases;Intracranial Hemorrhages;Nervous System Diseases;Stroke;Vascular DiseasesAntithymocyte immunoglobulin (rabbit)G=0, A=33 G=0.0, A=1.0 0.00001 504.594 33 G=0/0, A=20/13

chr10:33209266 T/T G T SNV ITGB1 ITGB1:exonic:NM_002211.3 1 100 10 synonymous NM_002211.3c.1176C>A p.(=) 0.57 EGF-like domain,Integrin beta chain VWA domain,Integrin beta cytoplasmic domain,Integrin beta tail domain,Integrin plexin domainrs2230396 0.1013 YES 6.762E-1;0.0 (pos.33209266) Integrin, beta-1 (fibronectin receptor, beta polypeptide; antigen CD29 includes MDF2, MSK12)B cell differentiation,C-X3-C chemokine binding,G1/S transition of mitotic cell cycle,actin binding,axon extension,basement membrane organization,cadherin binding,calcium-independent cell-matrix adhesion,cardiac muscle cell differentiation,cell adhesion mediated by integrin,cell adhesion molecule binding,cell fate specification,cell migration,cell migration involved in sprouting angiogenesis,cell surface,cell-cell adhesion mediated by integrin,cell-matrix adhesion,cell-substrate adhesion,cellular defense response,cellular response to low-density lipoprotein particle stimulus,cleavage furrow,collagen binding involved in cell-matrix adhesion,coreceptor activity,cytoplasm,dendrite morphogenesis,dendritic spine,external side of plasma membrane,extracellular exosome,extracellular matrix organization,fibronectin binding,filopodium,focal adhesion,formation of radial glial scaffolds,germ cell migration,heterotypic cell-cell adhesion,homophilic cell adhesion via plasma membrane adhesion molecules,in utero embryonic deBronchial Neoplasms;Calcinosis;Calcium Metabolism Disorders;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Carcinoma, Squamous Cell;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Heart Diseases;Heart Failure;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Neoplasm Invasiveness;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Nervous System Diseases;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsAntithymocyte immunoglobulin (rabbit)G=0, T=32 G=0.0, T=1.0 0.00001 485.14 32 G=0/0, T=21/11

chr17:6546259 T/C T C SNV

MED31,TXN

DC17 MED31:downstream:NM_016060.2, TXNDC17:intronic:NM_032731.31
52.38

intronic NM_032731.3, NM_016060.2c.304-12T>C, c.*1528A>Gp.?, p.? -0.8 Eukaryotic protein of unknown function (DUF953)rs2285999 0.3769 YES 6.669E-1 (pos.6546259) Thioredoxin domain-containing protein 17RNA polymerase II transcription cofactor activity,cellular oxidant detoxification,core mediator complex,cytosol,extracellular exosome,limb development,mediator complex,negative regulation of fibroblast proliferation,nucleoplasm,oxidation-reduction process,peroxidase activity,protein binding,protein ubiquitination,protein-disulfide reductase activity,regulation of transcription from RNA polymerase II promoter,transcription coactivator activity,transcription initiation from RNA polymerase II promoter,tumor necrosis factor-mediated signaling pathway,ubiquitin ligase complex,ubiquitin protein ligase activityCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellT=20, C=22 T=0.4762, C=0.5238 0.00001 245.209 42 T=12/8, C=6/16

chr17:65610 T/T G T SNV RPH3AL RPH3AL:intronic:NM_001190411.1 1 100 intronic NM_001190411.1c.728-17C>Ap.? 0.94 FYVE-type zinc fingerrs62057050 0.2063 YES 7.042E-3 (pos.65610) Rabphilin 3A-likeLIM domain binding,Rab GTPase binding,calcium ion binding,calcium-dependent phospholipid binding,cytoplasm,cytoskeletal protein binding,exocytosis,glucose homeostasis,intracellular,intracellular protein transport,metal ion binding,negative regulation of G-protein coupled receptor protein signaling pathway,plasma membrane,positive regulation of protein secretion,protein binding,regulation of calcium ion-dependent exocytosis,regulation of exocytosis,response to drug,secretory granule membrane,transport vesicle membraneDigestive System Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver DiseasesG=0, T=86 G=0.0, T=1.0 0.00001 1410.93 86 G=0/0, T=27/59

chr17:65739789 G/G A G SNV NOL11 NOL11:intronic:NM_015462.4 1 100 intronic NM_015462.4c.2044-70A>Gp.? 0.28 NUC205 domainrs2286917 YES Nucleolar protein 11RNA binding,maturation of SSU-rRNA,nucleolus,nucleoplasm,nucleus,positive regulation of transcription of nuclear large rRNA transcript from RNA polymerase I promoter,protein binding,rRNA processing,t-UTP complex,transcription, DNA-templatedA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=15/9

chr17:65887896 A/G A G SNV BPTF BPTF:intronic:NM_182641.3 1 46.88 intronic NM_182641.3c.1865-64A>Gp.? 4.21 Bromodomain,DDT domain,PHD-finger,WSTF, HB1, Itc1p, MBD9 motif 1,Williams-Beuren syndrome DDT (WSD), D-TOX E motifrs8079754 YES Bromodomain PHD finger transcription factorDNA-dependent ATPase activity,NURF complex,Set1C/COMPASS complex,anterior/posterior pattern specification,brain development,cell body,cellular response to nerve growth factor stimulus,chromatin remodeling,covalent chromatin modification,cytoplasm,dendrite,embryonic placenta development,endoderm development,extracellular exosome,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,nuclear chromatin,nucleoplasm,nucleus,perinuclear region of cytoplasm,positive regulation of transcription, DNA-templated,protein binding,regulation of transcription, DNA-templated,response to wounding,sequence-specific DNA binding,transcription factor binding,transcription, DNA-templatedAdenocarcinoma;Carcinoma;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=51, G=45 A=0.5313, G=0.4688 0.00001 487.624 96 A=30/21, G=28/17

chr17:65989048 C/C T C SNV C17orf58 C17orf58:intronic:NM_181655.3 1 100 intronic NM_181655.3c.103+112A>Gp.? -1.32 rs200385109,rs283687564.00E-04 YES 1.0 (pos.65989048) extracellular region T=0, C=31 T=0.0, C=1.0 0.00001 449.036 31 T=0/0, C=17/14

chr7:20449546 C/T C T SNV ITGB8 ITGB8:exonic:NM_002214.2 1 45.83 14 missense NM_002214.2c.2236C>T p.Arg746Cys 5.36 0 180 1 EGF-like domain,Integrin beta chain VWA domain,Integrin plexin domainrs747343754 0.0 (pos.20449546) cartilage development,cell adhesion,cell surface,cell-matrix adhesion,extracellular exosome,extracellular matrix organization,extracellular matrix protein binding,ganglioside metabolic process,integrin alphav-beta8 complex,integrin complex,integrin-mediated signaling pathway,negative regulation of gene expression,placenta blood vessel development,plasma membrane,positive regulation of gene expression,receptor activity,receptor bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleC=13, T=11 C=0.5417, T=0.4583 0.00001 93.4398 24 C=3/10, T=3/8

chr13:102368056 T/T G T SNV ITGBL1 ITGBL1:utr_3:NM_004791.2 1 100 11 utr_3 NM_004791.2c.1537G>T p.? -0.37 EGF-like domainrs1436266,rs769646969 0 9.993E-1;6.941E-4;0.0 (pos.102368056) Integrin, beta-like 1cell adhesion,extracellular space,plasma membraneNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesG=0, T=61 G=0.0, T=1.0 0.00001 921.854 61 G=0/0, T=13/48

chr1:226923505 T/T G T SNV ITPKB ITPKB:exonic:NM_002221.3 1 100 2 missense NM_002221.3c.1655C>A p.Pro552Gln -0.9 1 76 0 Inositol polyphosphate kinasers708776 0.0579 YES 9.999E-1;0.0 (pos.226923505) Inositol 1,4,5-trisphosphate 3-kinase BATP binding,MAPK cascade,calmodulin binding,cell surface receptor signaling pathway,cellular response to calcium ion,common myeloid progenitor cell proliferation,cytosol,inositol phosphate metabolic process,inositol trisphosphate metabolic process,inositol-1,4,5-trisphosphate 3-kinase activity,membrane,myeloid cell homeostasis,negative regulation of myeloid cell differentiation,negative regulation of neutrophil apoptotic process,nucleus,positive regulation of Ras protein signal transduction,positive regulation of alpha-beta T cell differentiation,positive thymic T cell selection,protein binding,regulation of protein phosphorylation,signal transductionG=0, T=20 G=0.0, T=1.0 0.00001 263.786 20 G=0/0, T=13/7

chr3:4817057 C/C T C SNV ITPR1 ITPR1:exonic:NM_001168272.1 1 100 46 synonymous NM_001168272.1c.6066T>C p.(=) -3.11 Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associatedrs6442905 0.0297 YES 9.87E-1 (pos.4817057) Inositol 1,4,5-triphosphate receptor, type 1calcineurin complex,calcium channel inhibitor activity,calcium ion binding,calcium ion transmembrane transporter activity,calcium ion transport,calcium-release channel activity,endoplasmic reticulum,endoplasmic reticulum calcium ion homeostasis,endoplasmic reticulum membrane,epithelial fluid transport,inositol 1,4,5-trisphosphate-sensitive calcium-release channel activity,inositol phosphate-mediated signaling,integral component of membrane,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,ion transmembrane transport,membrane,negative regulation of calcium-mediated signaling,nuclear inner membrane,nucleolus,perinuclear region of cytoplasm,phosphatidylinositol binding,plasma membrane,platelet activation,platelet dense granule membrane,platelet dense tubular network,platelet dense tubular network membrane,post-embryonic development,postsynaptic density,protein binding,protein complex,regulation of autophagy,regulation of cardiac conduction,regulation of insulin secretion,regulatioAtaxia;Brain Diseases;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Heredodegenerative Disorders, Nervous System;Hypoxia, Brain;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar Degenerations;Urogenital Neoplasms1D-myo-inositol 1,4,5-trisphosphate,Caffeine,GlycerinT=0, C=40 T=0.0, C=1.0 0.00001 644.283 40 T=0/0, C=14/26

chr21:35260481 C/C T C SNV ITSN1 ITSN1:exonic:NM_003024.2 1 100 40 synonymous NM_003024.2c.5043T>C p.(=) -2.76 0.03(COSM3758859),0.03(COSM3758860)C2 domain,Cytoskeletal-regulatory complex EF hand,Intersectin and clathrin adaptor AP2 binding region,Pleckstrin homology domain,RhoGEF domain,SH3 domain,Variant SH3 domainrs2073370 0.4278 YES 6.721E-1 (pos.35260481) acute_myeloid_leukaemia,adenocarcinomaIntersectin 1 (SH3 domain protein-1A)ATP binding,G-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,calcium ion binding,cell junction,clathrin-coated pit,cytosol,endocytic vesicle,endocytosis,ephrin receptor signaling pathway,glutathione biosynthetic process,glutathione synthase activity,guanyl-nucleotide exchange factor activity,integral component of membrane,kinase activator activity,lamellipodium,membrane organization,negative regulation of neuron apoptotic process,neuron projection,plasma membrane,positive regulation of apoptotic process,positive regulation of phosphorylation,positive regulation of protein kinase B signaling,proline-rich region binding,protein binding,protein complex scaffold activity,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transduction,small GTPase mediated signal transduction,synapse,synaptic vesicle endocytosis,viral processAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsT=0, C=27 T=0.0, C=1.0 0.00001 389.982 27 T=0/0, C=21/6

chr19:50666403 CG/C CG C INDEL IZUMO2 IZUMO2:exonic:NM_152358.2 1 100 1 frameshiftDeletion NM_152358.2c.48delC p.Gly17fs 1.11, -1.97 0.09(COSM5365120)Izumo sperm-egg fusion, Ig domain-associated adenocarcinoma integral component of membrane,nucleus CG=0, C=24 CG=0.0, C=1.0 0.00001 222.27 24 CG=0/0, C=10/14

chr17:66925116 A/A G A SNV ABCA8 ABCA8:intronic:NM_007168.3 1 100 intronic NM_007168.3c.1125+74C>Tp.? 0.02 ABC transporter,ABC-2 family transporter proteinrs4147980 YES ATP-binding cassette, subfamily A, member 8ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,drug transmembrane transport,integral component of membrane,lipid transport,mitochondrial inner membrane,plasma membrane,transmembrane transport,transport,transporter activity,xenobiotic transmembrane transporting ATPase activity,xenobiotic transportColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesG=0, A=24 G=0.0, A=1.0 0.00001 334.788 24 G=0/0, A=13/11

chr17:66972250 T/T A T SNV ABCA9 ABCA9:intronic:NM_080283.3 1 100 intronic NM_080283.3c.4776+26T>Ap.? -0.13 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs2191212 0.3602 YES 2.98E-1 (pos.66972250) ATP-binding cassette, subfamily A, member 9ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,mitochondrion,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesA=0, T=22 A=0.0, T=1.0 0.00001 298.892 22 A=0/0, T=11/11

chr20:10620275 G/A G A SNV JAG1 JAG1:exonic:NM_000214.2 1 45.83 26 synonymous NM_000214.2c.3528C>T p.(=) 5.36 0.93(COSM149139),0.93(COSM3758425)Calcium-binding EGF domain,Delta serrate ligand,EGF-like domain,Human growth factor-like EGF,N terminus of Notch ligandrs1051421 0.2836 YES 1.389E-1 (pos.10620275) acute_myeloid_leukaemia,adenocarcinomaJagged 1 Notch binding,Notch receptor processing,Notch signaling involved in heart development,Notch signaling pathway,T cell mediated immunity,adherens junction,angiogenesis,aorta morphogenesis,apical plasma membrane,auditory receptor cell differentiation,blood vessel remodeling,calcium ion binding,cardiac neural crest cell development involved in outflow tract morphogenesis,cardiac right ventricle morphogenesis,cardiac septum morphogenesis,cell fate determination,ciliary body morphogenesis,distal tubule development,endocardial cushion cell development,endothelial cell differentiation,extracellular region,glomerular visceral epithelial cell development,growth factor activity,hemopoiesis,integral component of plasma membrane,keratinocyte differentiation,loop of Henle development,membrane,morphogenesis of an epithelial sheet,myoblast differentiation,negative regulation of endothelial cell differentiation,negative regulation of fat cell differentiation,negative regulation of neuron differentiation,negative regulation ofAbnormalities, Multiple;Adenocarcinoma;Alagille Syndrome;Astrocytoma;Bile Duct Diseases;Biliary Tract Diseases;Bone Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Ductal;Carcinoma, Pancreatic Ductal;Cardiovascular Abnormalities;Cardiovascular Diseases;Cholestasis;Cholestasis, Intrahepatic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Opacity;Deafness;Digestive System Diseases;Digestive System Neoplasms;Ear Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Glioblastoma;Glioma;Head and Neck Neoplasms;Hearing Disorders;Hearing Loss;Heart Defects, Congenital;Heart Diseases;Liver Diseases;Lung Diseases;Lung Neoplasms;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Ductal, Lobular, and Medullary;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;NBenign G=26, A=22 G=0.5417, A=0.4583 0.00001 240.962 48 G=13/13, A=13/9

chr17:67023755 A/G A G SNV ABCA9 ABCA9:intronic:NM_080283.3 1 97.92 intronic NM_080283.3c.1791+26T>Cp.? -0.45 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs6501947 0.3031 YES 3.08E-1 (pos.67023755) ATP-binding cassette, subfamily A, member 9ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,mitochondrion,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesA=1, G=47 A=0.0208, G=0.9792 0.00001 776.313 48 A=0/1, G=29/18

chr14:105611282 A/G A G SNV JAG2 JAG2:exonic:NM_002226.4 1 58.33 24 synonymous NM_002226.4c.3069T>C p.(=) -10.74 0(COSM3753840)Calcium-binding EGF domain,Delta serrate ligand,EGF-like domain,Human growth factor-like EGF,N terminus of Notch ligandrs2272591 0.3419 YES 5.543E-1 (pos.105611282)adenocarcinoma,neoplasmJagged 2 Notch binding,Notch receptor processing,Notch signaling pathway,T cell differentiation,auditory receptor cell fate commitment,calcium ion binding,cell cycle,cell differentiation,epithelial cell apoptotic process involved in palatal shelf morphogenesis,gamma-delta T cell differentiation,growth factor activity,in utero embryonic development,integral component of plasma membrane,morphogenesis of embryonic epithelium,odontogenesis of dentin-containing tooth,plasma membrane,positive regulation of Notch signaling pathway,protein binding,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of receptor activity,respiratory system process,skeletal system development,spermatogenesis,thymic T cell selectionAdenocarcinoma;Astrocytoma;Bone Diseases;Bone Diseases, Developmental;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Ductal;Carcinoma, Pancreatic Ductal;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dysostoses;Endocrine Gland Neoplasms;Endocrine System Diseases;Glioblastoma;Glioma;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Limb Deformities, Congenital;Lymphangioleiomyomatosis;Lymphangiomyoma;Lymphatic Diseases;Lymphatic Vessel Tumors;Lymphoproliferative Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Ductal, Lobular, and Medullary;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Pancreatic Diseases;Pancreatic Neoplasms;PerivascuA=15, G=21 A=0.4167, G=0.5833 0.00001 234.328 36 A=6/9, G=15/6

chr17:67099129 G/G A G SNV ABCA6 ABCA6:intronic:NM_080284.2 1 100 intronic NM_080284.2c.2741-20T>Cp.? 2.76 ABC transporter,ABC-2 family transporter proteinrs2364315 0.3784 YES 2.747E-1 (pos.67099129) ATP-binding cassette, subfamily A, member 6ATP binding,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,nucleoplasm,transmembrane transportColonic Diseases;Colorectal Neoplasms;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=14/11

chr19:17937429 G/G A G SNV JAK3 JAK3:utr_3:NM_000215.3 1 100 24 utr_3 NM_000215.3c.3498T>C p.? -0.39 Protein kinase domain,Protein tyrosine kinasers3008 YES Janus kinase 3 (Janus kinase, leukocyte)ATP binding,B cell differentiation,JAK-STAT cascade involved in growth hormone signaling pathway,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,STAT protein import into nucleus,T cell homeostasis,adaptive immune response,cell migration,cytoskeleton,cytosol,endosome,enzyme linked receptor protein signaling pathway,erythrocyte differentiation,extrinsic component of cytoplasmic side of plasma membrane,inflammatory response,innate immune response,interleukin-15-mediated signaling pathway,interleukin-4-mediated signaling pathway,interleukin-7-mediated signaling pathway,interleukin-9-mediated signaling pathway,intracellular signal transduction,negative regulation of FasL biosynthetic process,negative regulation of T cell activation,negative regulation of T-helper 1 cell differentiation,negative regulation of dendritic cell cytokine production,negative regulation of interleukin-10 production,negative regulation of interleukin-12 production,negative regulation of thymocyte apoptotic process,non-membrane Amyotrophic Lateral Sclerosis;Bone Marrow Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Infant, Newborn, Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myelomonocytic, Juvenile;Metabolic Diseases;Motor Neuron Disease;Myelodysplastic-Myeloproliferative Diseases;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Severe Combined Immunodeficiency;Spinal Cord Diseases;TDP-43 Proteinopathies2-(1,1-DIMETHYLETHYL)9-FLUORO-3,6-DIHYDRO-7H-BENZH-IMIDAZ4,5-FISOQUINOLIN-7-ONE,TofacitinibBenign A=0, G=22 A=0.0, G=1.0 0.00001 298.891 22 A=0/0, G=19/3

chr6:15496662 T/T C T SNV JARID2 JARID2:exonic:NM_004973.3 1 100 7 synonymous NM_004973.3c.1206C>T p.(=) 0.19 0.43(COSM3761611),0.43(COSM5021492)ARID/BRIGHT DNA binding domain,C5HC2 zinc finger,JmjC domain, hydroxylase,jmjN domainrs742099,rs772147973 0.2544 YES 0.0 (pos.15496657),3.055E-1 (pos.15496662)adenocarcinoma,osteosarcomaESC/E(Z) complex,RNA polymerase II regulatory region sequence-specific DNA binding,cellular response to leukemia inhibitory factor,central nervous system development,chromatin binding,covalent chromatin modification,histone demethylase activity,histone methyltransferase complex,liver development,mitochondrion,negative regulation of cardiac muscle cell proliferation,negative regulation of cardiac muscle hypertrophy,negative regulation of gene expression, epigenetic,negative regulation of histone methylation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,positive regulation of histone H3-K9 methylation,protein binding,spleen development,stem cell differentiation,thymus development,transcription factor binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific bindingChild Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=10/21

chr17:67152893 C/C CAAAT C INDEL ABCA10 ABCA10:intronic:NM_080282.3 4 100 intronic NM_080282.3c.3455+80ATTTG>Gp.? -1.85, 0.81, 1.23, -2.75, 0.96 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs10605889,rs397817739 YES ATP-binding cassette, subfamily A, member 10ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesCAAAT=0, C=37CAAAT=0.0, C=1.0 0.00001 625.016 37 CAAAT=0/0, C=15/22

chr17:67160186 C/C T C SNV ABCA10 ABCA10:intronic:NM_080282.3 1 100 intronic NM_080282.3c.3363+29A>Gp.? 1.62 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs7208382 0.3392 YES 3.347E-1 (pos.67160186) ATP-binding cassette, subfamily A, member 10ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=0, C=83 T=0.0, C=1.0 0.00001 1323.46 83 T=0/0, C=49/34

chr17:67188576 G/G A G SNV ABCA10 ABCA10:intronic:NM_080282.3 1 100 intronic NM_080282.3c.1871+128T>Cp.? -0.76 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs8070232 YES ATP-binding cassette, subfamily A, member 10ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesA=0, G=38 A=0.0, G=1.0 0.00001 603.786 38 A=0/0, G=20/18

chr17:67188668 C/C T C SNV ABCA10 ABCA10:intronic:NM_080282.3 1 100 intronic NM_080282.3c.1871+36A>Gp.? -0.47 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs8074259 0.0056 1.0;0.0 (pos.67188668) ATP-binding cassette, subfamily A, member 10ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=0, C=37 T=0.0, C=1.0 0.00001 583.706 37 T=0/0, C=18/19

chr17:67197475 C/C T C SNV ABCA10 ABCA10:intronic:NM_080282.3 1 100 intronic NM_080282.3c.1175+166A>Gp.? -0.39 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs2364991 YES ATP-binding cassette, subfamily A, member 10ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=0, C=89 T=0.0, C=1.0 0.00001 1472.09 89 T=0/0, C=50/39

chr17:67197491 C/C T C SNV ABCA10 ABCA10:intronic:NM_080282.3 1 100 intronic NM_080282.3c.1175+150A>Gp.? -0.34 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs2364992 YES ATP-binding cassette, subfamily A, member 10ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=0, C=90 T=0.0, C=1.0 0.00001 1496.07 90 T=0/0, C=49/41

chr6:15513482 A/A G A SNV JARID2 JARID2:exonic:NM_004973.3 1 100 16 synonymous NM_004973.3c.3279G>A p.(=) 5.38 0.89(COSM450779)ARID/BRIGHT DNA binding domain,C5HC2 zinc finger,JmjC domain, hydroxylase,jmjN domainrs2235258 0.2312 YES 6.973E-1 (pos.15513482) adenocarcinoma ESC/E(Z) complex,RNA polymerase II regulatory region sequence-specific DNA binding,cellular response to leukemia inhibitory factor,central nervous system development,chromatin binding,covalent chromatin modification,histone demethylase activity,histone methyltransferase complex,liver development,mitochondrion,negative regulation of cardiac muscle cell proliferation,negative regulation of cardiac muscle hypertrophy,negative regulation of gene expression, epigenetic,negative regulation of histone methylation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,positive regulation of histone H3-K9 methylation,protein binding,spleen development,stem cell differentiation,thymus development,transcription factor binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific bindingChild Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersG=0, A=25 G=0.0, A=1.0 0.00001 353.018 25 G=0/0, A=9/16

chr10:30306804 A/A G A SNV JCAD JCAD:utr_3:NM_020848.3 1 100 4 utr_3 NM_020848.3c.4088C>T p.? -0.19 Junctional protein associated with coronary artery diseasers2478839 0.4326 YES 1.919E-1 (pos.30306804) KIAA1462 geneadherens junction,cell adhesion,cell-cell junction,perinuclear region of cytoplasm,positive regulation of MAPK cascade,positive regulation of blood vessel endothelial cell proliferation involved in sprouting angiogenesis,positive regulation of cell migration involved in sprouting angiogenesis,positive regulation of vascular endothelial growth factor signaling pathway,ruffle membraneG=0, A=27 G=0.0, A=1.0 0.00001 389.988 27 G=0/0, A=17/10

chr17:67274054 A/A C A SNV ABCA5 ABCA5:intronic:NM_172232.3 1 100 intronic NM_172232.3c.2393-71G>Tp.? 0.22 ABC transporter,ABC-2 family transporter proteinrs12452340 YES ATP-binding cassette, subfamily A, member 5ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,Golgi membrane,cholesterol efflux,high-density lipoprotein particle remodeling,integral component of membrane,intracellular membrane-bounded organelle,late endosome,late endosome membrane,lipid transport,lipid transporter activity,lysosomal membrane,lysosome,negative regulation of macrophage derived foam cell differentiation,reverse cholesterol transport,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Fibromatosis, Gingival;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Gingival Diseases;Gingival Overgrowth;Hair Diseases;Hypertrichosis;Intestinal Diseases;Intestinal Neoplasms;Mouth Abnormalities;Mouth Diseases;Neoplasms;Neoplasms by Site;Periodontal Diseases;Rectal Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesTacrolimus C=0, A=31 C=0.0, A=1.0 0.00001 465.819 31 C=0/0, A=24/7

chr17:680299 T/C T C SNV GLOD4 GLOD4:intronic:NM_016080.3 1 45.45 intronic NM_016080.3c.141-71A>Gp.? -1.4 rs2273453 YES cadherin binding,extracellular exosome,mitochondrion T=30, C=25 T=0.5455, C=0.4545 0.00001 233.906 55 T=6/24, C=9/16

chr14:75904660 A/G A G SNV JDP2 JDP2:exonic:NM_001135049.1 1 58.33 2 missense NM_001135049.1c.70A>G p.Thr24Ala 7.14 1 58 0 0.19(COSM4148255),0.19(COSM4148256)Basic region leucine zipper,bZIP Maf transcription factor,bZIP transcription factorrs3625 0.4715 YES 6.455E-1 (pos.75904660) neoplasm JUN dimerization protein 2DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,chromatin binding,negative regulation of fat cell differentiation,negative regulation of transcription from RNA polymerase II promoter,nucleus,positive regulation of histone deacetylation,protein binding,protein heterodimerization activity,regulation of histone deacetylation,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific bindingAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialPseudoephedrine A=10, G=14 A=0.4167, G=0.5833 0.00001 135.339 24 A=9/1, G=9/5

chr10:64945364 A/A G A SNV JMJD1C JMJD1C:exonic:NM_032776.2 1 100 20 synonymous NM_032776.2c.6789C>T p.(=) -0.38 JmjC domain, hydroxylasers3211105 0.1966 YES 6.201E-1 (pos.64945364) Jumonji domain-containing protein 1Cblood coagulation,chromatin,chromatin DNA binding,dioxygenase activity,histone H3-K9 demethylation,histone demethylase activity (H3-K9 specific),intracellular,metal ion binding,nucleoplasm,nucleus,oxidation-reduction process,protein binding,regulation of transcription, DNA-templated,thyroid hormone receptor binding,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedAdenocarcinoma;Arthritis;Arthritis, Juvenile;Autistic Disorder;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Child Development Disorders, Pervasive;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=0, A=27 G=0.0, A=1.0 0.00001 389.972 27 G=0/0, A=22/5

chr10:64974537 T/T A T SNV JMJD1C JMJD1C:exonic:NM_032776.2 1 100 8 missense NM_032776.2c.1390T>A p.Ser464Thr 0.76 0.06 58 0.116 JmjC domain, hydroxylasers10761725 0.2209 YES 3.609E-1 (pos.64974537) Jumonji domain-containing protein 1Cblood coagulation,chromatin,chromatin DNA binding,dioxygenase activity,histone H3-K9 demethylation,histone demethylase activity (H3-K9 specific),intracellular,metal ion binding,nucleoplasm,nucleus,oxidation-reduction process,protein binding,regulation of transcription, DNA-templated,thyroid hormone receptor binding,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedAdenocarcinoma;Arthritis;Arthritis, Juvenile;Autistic Disorder;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Child Development Disorders, Pervasive;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=0, T=58 A=0.0, T=1.0 0.00001 867.385 58 A=0/0, T=28/30

chr17:6902179 A/A G A SNV

ALOX12,ALO

X12-AS1 ALOX12:intronic:NM_000697.2, ALOX12-AS1:intronic_nc:NR_040089.11
100

intronic NR_040089.1, NM_000697.2c.542+23G>Ap.? -0.08 Lipoxygenase,PLAT/LH2 domainrs312470 0.0712 YES 8.772E-1 (pos.6902179) Arachidonate 12-lipoxygenaseaging,arachidonate 12-lipoxygenase activity,arachidonic acid metabolic process,cellular response to lipid,cytoplasm,cytosol,establishment of skin barrier,extracellular exosome,fatty acid oxidation,hepoxilin A3 synthase activity,hepoxilin biosynthetic process,hepoxilin metabolic process,hepoxilin-epoxide hydrolase activity,iron ion binding,leukotriene A4 metabolic process,linoleate 13S-lipoxygenase activity,linoleic acid metabolic process,lipoxin A4 biosynthetic process,lipoxin B4 biosynthetic process,lipoxin metabolic process,lipoxygenase pathway,membrane,movement of cell or subcellular component,negative regulation of apoptotic process,negative regulation of muscle cell apoptotic process,negative regulation of platelet aggregation,oxidation-reduction process,oxidoreductase activity, acting on single donors with incorporation of molecular oxygen, incorporation of two atoms of oxygen,positive regulation of angiogenesis,positive regulation of blood vessel diameter,positive regulation of cell adhesion,positive rArthritis;Arthritis, Juvenile;Autoimmune Diseases;Cardiovascular Diseases;Connective Tissue Diseases;Hyperalgesia;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Rheumatic Diseases;Sensation Disorders;Skin Diseases;Skin and Connective Tissue Diseases;Somatosensory Disorders;Vascular DiseasesG=0, A=38 G=0.0, A=1.0 0.00001 603.771 38 G=0/0, A=17/21

chr17:6927350 G/G A G SNV BCL6B BCL6B:intronic:NM_181844.3 1 100 intronic NM_181844.3c.180-52A>Gp.? -0.24 BTB/POZ domain,C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers312461 8.00E-04 YES B-cell lymphoma 6BRNA polymerase II regulatory region sequence-specific DNA binding,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,nucleic acid binding,nucleus,regulation of cell differentiation,regulation of cell proliferation,regulation of inflammatory response,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,type 2 immune responseA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=11/10

chr10:65225450 T/T C T SNV

JMJD1C,JMJ

D1C-AS1 JMJD1C-AS1:exonic_nc:NR_027182.1, JMJD1C:utr_5:NM_032776.2 1
100

1 utr_5 NM_032776.2, NR_027182.1c.-28G>A p.? -0.33 JmjC domain, hydroxylasers1054693 0.2761 YES 1.792E-2 (pos.65225450) Jumonji domain-containing protein 1Cblood coagulation,chromatin,chromatin DNA binding,dioxygenase activity,histone H3-K9 demethylation,histone demethylase activity (H3-K9 specific),intracellular,metal ion binding,nucleoplasm,nucleus,oxidation-reduction process,protein binding,regulation of transcription, DNA-templated,thyroid hormone receptor binding,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedAdenocarcinoma;Arthritis;Arthritis, Juvenile;Autistic Disorder;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Child Development Disorders, Pervasive;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Rheumatic Diseases;Skin and Connective Tissue DiseasesC=0, T=28 C=0.0, T=1.0 0.00001 408.681 28 C=0/0, T=11/17

chr1:227923081 A/A G A SNV

JMJD4,SNAP

47 JMJD4:exonic:NM_023007.2, SNAP47:utr_5:NM_053052.3 1
100

1 missense NM_023007.2, NM_053052.3c.32C>T, c.-30G>Ap.Ala11Val, p.? -0.1 1 64 0 0(COSM3749033)Cupin-like domain,JmjC domain, hydroxylasers7419238 0 1.0;0.0 (pos.227923081) adenocarcinoma,neoplasm BLOC-1 complex,SNAP receptor activity,SNARE complex,dendrite,exocytic insertion of neurotransmitter receptor to postsynaptic membrane,long-term synaptic potentiation,neuronal cell body,perinuclear region of cytoplasm,plasma membrane,protein binding,synaptic vesicle fusion to presynaptic active zone membrane,synaptic vesicle membrane,synaptic vesicle priming,syntaxin bindingG=0, A=79 G=0.0, A=1.0 0.00001 1269.57 79 G=0/0, A=58/21

chr15:42135988 T/T C T SNV

JMJD7-

PLA2G4B,PL

A2G4B JMJD7-PLA2G4B:exonic:NM_005090.3, PLA2G4B:exonic:NM_001114633.11

100

11 synonymous NM_005090.3, NM_001114633.1c.1551C>T, c.858C>Tp.(=), p.(=) -1.31 0.01(COSM3765811)C2 domain,Cupin-like domain,Lysophospholipase catalytic domainrs1672466 0.1881 YES 8.717E-1 (pos.42135988) Wilms_tumour,hepatocellular_carcinoma,neoplasmPhospholipase A2, group IVBIRE1-mediated unfolded protein response,arachidonic acid metabolic process,calcium ion binding,calcium-dependent phospholipase A2 activity,calcium-dependent phospholipid binding,calcium-mediated signaling,cytosol,early endosome membrane,extracellular region,glycerophospholipid catabolic process,inflammatory response,lysophospholipase activity,mitochondrial inner membrane,parturition,phosphatidic acid biosynthetic process,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylglycerol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid metabolic processC=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=19/5

chr17:7111620 GC/GC G GC INDEL DLG4 DLG4:intronic:NM_001128827.2 1 100 intronic NM_001128827.2c.31-62C>GCp.? -0.17 Guanylate kinase,PDZ domain,PDZ domain (Also known as DHR or GLGF),PDZ-associated domain of NMDA receptors,Polyubiquitination (PEST) N-terminal domain of MAGUK,SH3 domain,Variant SH3 domainDiscs large, Drosophila, homolog of, 4,Lethal giant larvae, Drosophila, homolog of, 1AMPA glutamate receptor clustering,AMPA glutamate receptor complex,D1 dopamine receptor binding,GDP metabolic process,GMP metabolic process,MAPK cascade,P2Y1 nucleotide receptor binding,PDZ domain binding,Ras guanyl-nucleotide exchange factor activity,acetylcholine receptor binding,basolateral plasma membrane,beta-1 adrenergic receptor binding,cell junction,cerebellar mossy fiber,chemical synaptic transmission,cortical cytoskeleton,cytoplasm,cytosol,dendrite cytoplasm,dendritic spine,dendritic spine morphogenesis,endocytic vesicle membrane,endoplasmic reticulum,establishment of protein localization,establishment or maintenance of epithelial cell apical/basal polarity,excitatory synapse,extrinsic component of cytoplasmic side of plasma membrane,guanylate kinase activity,ion transmembrane transport,ionotropic glutamate receptor binding,ionotropic glutamate receptor complex,juxtaparanode region of axon,kinase binding,learning,ligand-gated ion channel activity,locomotory exploration behavior,negative regulation oAdnexal Diseases;Aortic Stenosis, Supravalvular;Aortic Valve Stenosis;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Heart Diseases;Heart Valve Diseases;Intellectual Disability;Mental Disorders;Neoplasms;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Williams SyndromeGuanidine,Guanosine-5'-MonophosphateG=0, GC=72 G=0.0, GC=1.0 0.00001 705.371 72 G=0/0, GC=18/54

chr17:71192955 T/T C T SNV COG1 COG1:intronic:NM_018714.2 1 100 intronic NM_018714.2c.560+65C>Tp.? 0.07 Vps51/Vps67 rs1010442 YES Component of oligomeric golgi complex 1ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi organization,Golgi transport complex,intra-Golgi vesicle-mediated transport,protein binding,protein transport,trans-Golgi network membraneCarbohydrate Metabolism, Inborn Errors;Congenital Disorders of Glycosylation;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesC=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=12/16

chr19:2255336 G/G A G SNV JSRP1 JSRP1:utr_5:NM_144616.3 1 100 2 utr_5 NM_144616.3c.-23T>C p.? -1.59 Junctional sarcoplasmic reticulum proteinrs886363 0.1978 YES 9.114E-1;0.0 (pos.2255336) Junctional sarcoplasmic reticulum protein 1regulation of ryanodine-sensitive calcium-release channel activity,sarcoplasmic reticulum,sarcoplasmic reticulum membrane,skeletal muscle contractionAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=5/17

chr17:71197200 C/C T C SNV COG1 COG1:intronic:NM_018714.2 1 100 intronic NM_018714.2c.1282-48T>Cp.? -1.68 Vps51/Vps67 rs1026130 1.00E-04 9.994E-1 (pos.71197200) Component of oligomeric golgi complex 1ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi organization,Golgi transport complex,intra-Golgi vesicle-mediated transport,protein binding,protein transport,trans-Golgi network membraneCarbohydrate Metabolism, Inborn Errors;Congenital Disorders of Glycosylation;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=13/15

chr1:59248813 C/C G C SNV JUN JUN:utr_5:NM_002228.3 1 100 1 utr_5 NM_002228.3c.-71C>G p.? -0.17 Basic region leucine zipper,Jun-like transcription factor,bZIP Maf transcription factor,bZIP transcription factorrs2760499 YES Avian sarcoma virus 17 (v-jun) oncogene homologDNA binding,DNA binding transcription factor activity,Fc-epsilon receptor signaling pathway,GTPase activator activity,HMG box domain binding,R-SMAD binding,RNA binding,RNA polymerase II activating transcription factor binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,Ras protein signal transduction,SMAD protein import into nucleus,SMAD protein signal transduction,aging,angiogenesis,axon regeneration,cAMP response element binding,cellular response to cadmium ion,cellular response to calcium ion,cellular response to hormone stimulus,cellular response to potassium ion starvation,cellular response to reactive oxygen species,chromatin binding,circadian rhythm,cytosol,enzyme binding,eyelid development in camera-type eye,identical protein binding,leading edge cell differentiation,learning,liver development,membrane depolarization,microglialAdenocarcinoma;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Cell Transformation, Neoplastic;Central Nervous System Diseases;Cerebrovascular Disorders;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Epilepsy;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heavy Metal Poisoning, Nervous System;Hemangiosarcoma;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Diseases, Obstructive;Lung Neoplasms;Mercury Poisoning, Nervous System;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Glandular and Epithelial;Neoplasms, Vascular Tissue;Neoplastic Processes;Nervous System DiseasesArsenic trioxide,Irbesartan,LGD-1550,Pseudoephedrine,VinblastineG=0, C=30 G=0.0, C=1.0 0.00001 426.216 30 G=0/0, C=11/19

chr17:39925925 A/G A G SNV JUP JUP:exonic:NM_002230.3 1 100 3 synonymous NM_002230.3c.213T>C p.(=) 0.58 0.28(COSM6353715)Armadillo/beta-catenin-like repeatrs7405731 0.2448 YES 5.325E-1;0.0 (pos.39925925)carcinoma Junction plakoglobinZ disc,actin cytoskeleton,adherens junction assembly,adherens junction organization,alpha-catenin binding,apicolateral plasma membrane,bundle of His cell-Purkinje myocyte adhesion involved in cell communication,cadherin binding,catenin complex,cell adhesion,cell adhesion molecule binding,cell adhesive protein binding involved in bundle of His cell-Purkinje myocyte communication,cell migration,cell-cell adherens junction,cell-cell adhesion,cell-cell junction,cellular response to indole-3-methanol,cornification,cornified envelope,cytoplasm,cytoplasmic side of plasma membrane,cytoskeletal anchoring at plasma membrane,cytoskeleton,cytosol,desmosome,desmosome assembly,detection of mechanical stimulus,endothelial cell-cell adhesion,extracellular exosome,extracellular matrix,extracellular region,fascia adherens,ficolin-1-rich granule lumen,focal adhesion,gamma-catenin-TCF7L2 complex,hemidesmosome,intercalated disc,intermediate filament,keratinization,lateral plasma membrane,neutrophil degranulation,nucleus,plasma meArrhythmogenic Right Ventricular Dysplasia;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Epidermolysis Bullosa;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hair Diseases;Heart Defects, Congenital;Heart Diseases;Keratoderma, Palmoplantar;Keratosis;Liver Diseases;Male Urogenital Diseases;Myocardial Infarction;Myocardial Ischemia;Neoplasms;Neoplasms by Site;No-Reflow Phenomenon;Prostatic Diseases;Prostatic Neoplasms;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Urogenital Neoplasms;Vascular DiseasesBenign/Likely benignA=0, G=39 A=0.0, G=1.0 0.00001 614.224 39 A=0/0, G=25/14

chr9:742342 G/G A G SNV KANK1 KANK1:exonic:NM_015158.3 1 100 10 synonymous NM_015158.3c.3834A>G p.(=) -0.28 0.24(COSM3763984),0.24(COSM3763985),0.24(COSM3763986),0.24(COSM5831108)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KN motifrs10733535,rs756938477 0.009 0.0;0.0 (pos.742341),1.0;0.0 (pos.742342)adenocarcinomaKN motif- and ankyrin repeat domain-containing protein 1beta-catenin binding,cytoplasm,negative regulation of Rho protein signal transduction,negative regulation of actin filament polymerization,negative regulation of cell migration,negative regulation of insulin receptor signaling pathway,negative regulation of lamellipodium morphogenesis,negative regulation of neuron projection development,negative regulation of ruffle assembly,negative regulation of substrate adhesion-dependent cell spreading,nucleus,plasma membrane,positive regulation of Wnt signaling pathway,positive regulation of catenin import into nucleus,positive regulation of wound healing,protein binding,regulation of establishment of cell polarity,regulation of transcription, DNA-templated,ruffle membrane,transcription, DNA-templatedBrain Damage, Chronic;Brain Diseases;Central Nervous System Diseases;Cerebral Palsy;Nervous System DiseasesA=0, G=40 A=0.0, G=1.0 0.00001 636.749 40 A=0/0, G=20/20

chr19:11303943 A/G A G SNV KANK2 KANK2:exonic:NM_015493.6 1 57.58 2 synonymous NM_015493.6c.813T>C p.(=) -0.17 0.03(COSM1162688),0.03(COSM3756299)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KN motifrs3745681 0.3879 YES 4.249E-1 (pos.11303943) adenocarcinoma,ductal_carcinomaKN motif- and ankyrin repeat domain-containing protein 2apoptotic process,cytoplasm,mitochondrion,negative regulation of G1/S transition of mitotic cell cycle,negative regulation of cell proliferation,negative regulation of intracellular estrogen receptor signaling pathway,negative regulation of programmed cell death,negative regulation of transcription from RNA polymerase II promoter,negative regulation of vitamin D receptor signaling pathway,protein binding,transcription, DNA-templatedA=14, G=19 A=0.4242, G=0.5758 0.00001 204.392 33 A=1/13, G=14/5

chr1:62713224 G/G C G SNV KANK4 KANK4:exonic:NM_181712.4 1 100 9 missense NM_181712.4c.2803G>C p.Val935Leu 0.7 1 32 0 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KN motifrs2941679 0.0402 YES 9.998E-1 (pos.62713224) KN motif- and ankyrin repeat domain-containing protein 4cytosol,microtubule cytoskeleton C=0, G=24 C=0.0, G=1.0 0.00001 334.792 24 C=0/0, G=15/9

chr1:62713246 A/A G A SNV KANK4 KANK4:exonic:NM_181712.4 1 100 9 synonymous NM_181712.4c.2781C>T p.(=) -0.52 0.15(COSM426544)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KN motifrs10889315 0.4209 YES 1.617E-1 (pos.62713246) acute_myeloid_leukaemiaKN motif- and ankyrin repeat domain-containing protein 4cytosol,microtubule cytoskeleton G=0, A=26 G=0.0, A=1.0 0.00001 371.361 26 G=0/0, A=15/11

chr17:71344889 T/T C T SNV SDK2 SDK2:intronic:NM_001144952.1 1 100 intronic NM_001144952.1c.6039-25G>Ap.? -0.29 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs9905883 0.002 YES 8.77E-1 (pos.71344889) Sidekick, Drosophila, homolog of, 2camera-type eye photoreceptor cell differentiation,cell junction,cell-cell junction organization,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membrane,retina layer formation,synapse,synapse assemblyAnxiety Disorders;Mental Disorders;Panic DisorderC=0, T=34 C=0.0, T=1.0 0.00001 524.173 34 C=0/0, T=14/20

chr17:71346750 G/G C G SNV SDK2 SDK2:intronic:NM_001144952.1 1 100 intronic NM_001144952.1c.5899+39G>Cp.? 0.04 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs1995163 0.0019 YES 8.772E-1 (pos.71346750) Sidekick, Drosophila, homolog of, 2camera-type eye photoreceptor cell differentiation,cell junction,cell-cell junction organization,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membrane,retina layer formation,synapse,synapse assemblyAnxiety Disorders;Mental Disorders;Panic DisorderC=0, G=27 C=0.0, G=1.0 0.00001 389.83 27 C=0/0, G=24/3

chr17:71346943 G/G A G SNV SDK2 SDK2:intronic:NM_001144952.1 1 100 intronic NM_001144952.1c.5759-14T>Cp.? -1.74 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs4969107 0.0019 YES 8.777E-1 (pos.71346943) Sidekick, Drosophila, homolog of, 2camera-type eye photoreceptor cell differentiation,cell junction,cell-cell junction organization,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membrane,retina layer formation,synapse,synapse assemblyAnxiety Disorders;Mental Disorders;Panic DisorderA=0, G=51 A=0.0, G=1.0 0.00001 754.584 51 A=0/0, G=18/33

chr1:62728838 C/C T C SNV KANK4 KANK4:exonic:NM_181712.4 1 100 7 missense NM_181712.4c.2465A>G p.His822Arg 3.31 0.23 29 0 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KN motifrs2258470 0.266 YES 8.4E-1;0.0 (pos.62728838) KN motif- and ankyrin repeat domain-containing protein 4cytosol,microtubule cytoskeleton T=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=10/10

chr17:7150552 G/G A G SNV CTDNEP1 CTDNEP1:intronic:NM_001143775.1 1 100 intronic NM_001143775.1c.169+44T>Cp.? -1.14 NLI interacting factor-like phosphatasers2074217 0.3837 YES 3.852E-1 (pos.7150552) C-terminal domain nuclear envelope phosphatase 1Nem1-Spo7 phosphatase complex,cytoplasm,dephosphorylation,endoplasmic reticulum membrane,gamete generation,integral component of membrane,mesoderm development,mitotic nuclear envelope disassembly,nuclear envelope,nuclear envelope organization,nuclear membrane,phosphatase activity,positive regulation of canonical Wnt signaling pathway,positive regulation of triglyceride biosynthetic process,protein binding,protein dephosphorylation,protein localization to nucleus,protein serine/threonine phosphatase activityA=0, G=37 A=0.0, G=1.0 0.00001 583.706 37 A=0/0, G=12/25



chr1:62728861 C/C T C SNV KANK4 KANK4:exonic:NM_181712.4 1 100 7 synonymous NM_181712.4c.2442A>G p.(=) 0.57 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KN motifrs2260581 0.2662 YES 8.404E-1 (pos.62728861) KN motif- and ankyrin repeat domain-containing protein 4cytosol,microtubule cytoskeleton T=0, C=20 T=0.0, C=1.0 0.00001 269.284 20 T=0/0, C=10/10

chr17:7156186 G/G A G SNV ELP5 ELP5:intronic:NM_203414.2 1 100 intronic NM_203414.2c.155+37A>Gp.? -0.19 rs2074218 0.3899 YES 3.798E-1 (pos.7156186) Elongator acetyltransferase complex, subunit 5Elongator holoenzyme complex,cytoplasm,cytosol,nucleus,positive regulation of cell migration,protein binding,regulation of transcription, DNA-templated,tRNA wobble uridine modification,transcription, DNA-templatedA=0, G=48 A=0.0, G=1.0 0.00001 809.857 48 A=0/0, G=8/40

chr17:7158203 G/G T G SNV ELP5 ELP5:intronic:NM_203414.2 1 100 intronic NM_203414.2c.457+81T>Gp.? -2.31 0.01(COSM3820465) rs402514 YES 6.739E-1 (pos.7158203) carcinoma,squamous_cell_carcinomaElongator acetyltransferase complex, subunit 5Elongator holoenzyme complex,cytoplasm,cytosol,nucleus,positive regulation of cell migration,protein binding,regulation of transcription, DNA-templated,tRNA wobble uridine modification,transcription, DNA-templatedT=0, G=22 T=0.0, G=1.0 0.00001 303.287 22 T=0/0, G=4/18

chr17:7192091 T/T C T SNV

SLC2A4,YBX

2 YBX2:utr_3:NM_015982.3, SLC2A4:downstream:NM_001042.2 1
100

intronic NM_001042.2, NM_015982.3c.*2143C>T, c.1111G>Ap.?, p.? -0.71 'Cold-shock' DNA-binding domainrs222842,rs748891004 0.2756 YES 0.0 (pos.7192090),3.385E-1 (pos.7192091)Solute carrier family 2 (facilitated glucose transporter), member 4,Y box-binding protein 2D-glucose transmembrane transporter activity,DNA binding,RNA binding,T-tubule,amylopectin biosynthetic process,brown fat cell differentiation,carbohydrate metabolic process,cellular response to hypoxia,cellular response to insulin stimulus,cellular response to osmotic stress,cellular response to tumor necrosis factor,clathrin-coated pit,clathrin-coated vesicle,cytoplasm,cytoplasmic vesicle membrane,cytosol,endomembrane system,external side of plasma membrane,extracellular exosome,fibrillar center,glucose homeostasis,glucose import,glucose import in response to insulin stimulus,glucose transmembrane transport,glucose transmembrane transporter activity,glucose transport,insulin-responsive compartment,integral component of membrane,integral component of plasma membrane,membrane,membrane raft,multivesicular body,nucleus,oocyte development,perinuclear region of cytoplasm,plasma membrane,protein binding,regulation of transcription, DNA-templated,response to ethanol,spermatogenesis,trans-Golgi network transport vesiAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Hyperinsulinism;Insulin Resistance;Mental Disorders;Metabolic Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;TauopathiesFludeoxyglucose F-18,GlucoseC=0, T=105 C=0.0, T=1.0 0.00001 1644.34 105 C=0/0, T=41/64

chr17:7193055 G/G GA G INDEL YBX2 YBX2:intronic:NM_015982.3 1 100 intronic NM_015982.3c.849-11TC>Cp.? 0.03, 0.68 'Cold-shock' DNA-binding domainrs3833134,rs397840817,rs7488027700.2711 YES 0.0 (pos.7193056),3.354E-1 (pos.7193055)Y box-binding protein 2DNA binding,RNA binding,cytoplasm,fibrillar center,nucleus,oocyte development,regulation of transcription, DNA-templated,spermatogenesis,transcription from RNA polymerase II promoter,translational attenuationGA=0, G=24 GA=0.0, G=1.0 0.00001 336.247 24 GA=0/0, G=9/15

chr17:7221544 T/C T C SNV NEURL4 NEURL4:intronic:NM_032442.2 1 45.83 intronic NM_032442.2c.3952+44A>Gp.? -2.43 Neuralized rs7222233 0.4143 YES 9.364E-1 (pos.7221544) Neuralized E3 ubiquitin protein ligase 4centriole,protein binding T=26, C=22 T=0.5417, C=0.4583 0.00001 240.97 48 T=4/22, C=12/10

chr17:72281367 G/G A G SNV DNAI2 DNAI2:intronic:NM_023036.5 1 100 intronic NM_023036.5c.345+27A>Gp.? -0.36 rs6501706 0.0012 YES 1.0 (pos.72281367) Dynein, axonemal, intermediate chain 2ATP-dependent microtubule motor activity, plus-end-directed,axonemal dynein complex,axoneme,cilium assembly,cilium movement,cytoplasm,determination of left/right symmetry,dynein heavy chain binding,dynein light chain binding,external side of plasma membrane,microtubule,microtubule motor activity,outer dynein arm,outer dynein arm assembly,protein binding,sperm flagellumBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign A=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=14/9

chr1:62728918 A/A G A SNV KANK4 KANK4:exonic:NM_181712.4 1 100 7 synonymous NM_181712.4c.2385C>T p.(=) -1.76 0.04(COSM5427411)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KN motifrs2262110 0.2662 YES 8.428E-1 (pos.62728918) acute_myeloid_leukaemiaKN motif- and ankyrin repeat domain-containing protein 4cytosol,microtubule cytoskeleton G=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=10/11

chr17:72308403 A/A G A SNV DNAI2 DNAI2:intronic:NM_023036.5 1 100 intronic NM_023036.5c.1722+34G>Ap.? 0.09 rs4239008 0.083 YES 8.769E-1 (pos.72308403) Dynein, axonemal, intermediate chain 2ATP-dependent microtubule motor activity, plus-end-directed,axonemal dynein complex,axoneme,cilium assembly,cilium movement,cytoplasm,determination of left/right symmetry,dynein heavy chain binding,dynein light chain binding,external side of plasma membrane,microtubule,microtubule motor activity,outer dynein arm,outer dynein arm assembly,protein binding,sperm flagellumBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign G=0, A=32 G=0.0, A=1.0 0.00001 484.981 32 G=0/0, A=17/15

chr17:72308410 T/T C T SNV DNAI2 DNAI2:intronic:NM_023036.5 1 100 intronic NM_023036.5c.1722+41C>Tp.? -2.51 rs4239009 0.0554 YES 9.244E-1 (pos.72308410) Dynein, axonemal, intermediate chain 2ATP-dependent microtubule motor activity, plus-end-directed,axonemal dynein complex,axoneme,cilium assembly,cilium movement,cytoplasm,determination of left/right symmetry,dynein heavy chain binding,dynein light chain binding,external side of plasma membrane,microtubule,microtubule motor activity,outer dynein arm,outer dynein arm assembly,protein binding,sperm flagellumBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign C=0, T=32 C=0.0, T=1.0 0.00001 485.117 32 C=0/0, T=17/15

chr17:72308447 A/A G A SNV DNAI2 DNAI2:intronic:NM_023036.5 1 100 intronic NM_023036.5c.1722+78G>Ap.? 0.59 rs1979371 YES Dynein, axonemal, intermediate chain 2ATP-dependent microtubule motor activity, plus-end-directed,axonemal dynein complex,axoneme,cilium assembly,cilium movement,cytoplasm,determination of left/right symmetry,dynein heavy chain binding,dynein light chain binding,external side of plasma membrane,microtubule,microtubule motor activity,outer dynein arm,outer dynein arm assembly,protein binding,sperm flagellumBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusG=0, A=31 G=0.0, A=1.0 0.00001 465.754 31 G=0/0, A=16/15

chr1:62740449 C/C T C SNV KANK4 KANK4:exonic:NM_181712.4 1 100 3 synonymous NM_181712.4c.327A>G p.(=) -1.6 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KN motifrs2666507 0.3266 YES 8.635E-1 (pos.62740449) KN motif- and ankyrin repeat domain-containing protein 4cytosol,microtubule cytoskeleton T=0, C=46 T=0.0, C=1.0 0.00001 768.279 46 T=0/0, C=28/18

chr20:18143117 G/G T G SNV KAT14 KAT14:exonic:NM_020536.4 1 100 6 missense NM_020536.4c.1199T>G p.Val400Gly 3.96 0.69 109 0 Acetyltransferase (GNAT) domain,Acetyltransferase (GNAT) familyrs1205193 0.0264 YES 1.0;0.0 (pos.18143117) Lysine acetyltransferase 14Ada2/Gcn5/Ada3 transcription activator complex,G2/M transition of mitotic cell cycle,LIM domain binding,N-acetyltransferase activity,cytoplasm,histone H3 acetylation,histone acetyltransferase activity,nucleus,protein bindingT=0, G=47 T=0.0, G=1.0 0.00001 779.912 47 T=0/0, G=27/20

chr17:72350277 G/G T G SNV KIF19 KIF19:intronic:NM_153209.3 1 100 intronic NM_153209.3c.2309-24T>Gp.? -0.02 Kinesin motor domain,Microtubule bindingrs2382642 0.4324 YES 4.077E-1 (pos.72350277) ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,ATPase activity,axonemal microtubule depolymerization,axoneme,cilium,cytoplasm,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,plus-end specific microtubule depolymerizationT=0, G=40 T=0.0, G=1.0 0.00001 644.272 40 T=0/0, G=30/10

chr16:31141826 G/G A G SNV KAT8,PRSS8 KAT8:exonic:NM_182958.2, PRSS8:downstream:NM_002773.4 1
100

9 synonymous NM_182958.2, NM_002773.4c.1056A>G, c.*1504T>Cp.(=), p.? -3.94 0.03(COSM4129015),0.03(COSM4129016)MOZ/SAS family,RNA binding activity-knot of a chromodomainrs1549295 1.00E-04 9.994E-1 (pos.31141826) neoplasm K(lysine) acetyltransferase 8,Protease, serine, 8 (prostasin)MLL1 complex,MSL complex,acetyltransferase activity,anchored component of plasma membrane,cornification,endopeptidase activity,enzyme binding,extracellular exosome,extracellular region,extracellular space,extrinsic component of plasma membrane,histone H4-K16 acetylation,histone H4-K5 acetylation,histone H4-K8 acetylation,histone acetylation,histone acetyltransferase activity,histone acetyltransferase activity (H4-K16 specific),histone acetyltransferase activity (H4-K5 specific),histone acetyltransferase activity (H4-K8 specific),histone acetyltransferase complex,integral component of membrane,kinetochore,metal ion binding,methylated histone binding,myeloid cell differentiation,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,plasma membrane,positive regulation of sodium ion transport,positive regulation of transcription, DNA-templated,protein binding,proteolysis,regulation of autophagy,regulation of molecular function,regulation of transcription, DNA-templated,serine-type endopeptidase Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Placenta Diseases;Pregnancy Complications;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital Neoplasms1-4-(hydroxymethyl)phenylguanidineA=0, G=113 A=0.0, G=1.0 0.00001 1795.51 113 A=0/0, G=40/73

chr16:31141880 G/G A G SNV KAT8,PRSS8 KAT8:exonic:NM_182958.2, PRSS8:downstream:NM_002773.4 1
100

9 synonymous NM_182958.2, NM_002773.4c.1110A>G, c.*1450T>Cp.(=), p.? 1.3 0.12(COSM6243644),0.12(COSM6243645)MOZ/SAS family,RNA binding activity-knot of a chromodomainrs1549294 3.00E-04 YES 1.0 (pos.31141880) neoplasm,non_small_cell_carcinomaK(lysine) acetyltransferase 8,Protease, serine, 8 (prostasin)MLL1 complex,MSL complex,acetyltransferase activity,anchored component of plasma membrane,cornification,endopeptidase activity,enzyme binding,extracellular exosome,extracellular region,extracellular space,extrinsic component of plasma membrane,histone H4-K16 acetylation,histone H4-K5 acetylation,histone H4-K8 acetylation,histone acetylation,histone acetyltransferase activity,histone acetyltransferase activity (H4-K16 specific),histone acetyltransferase activity (H4-K5 specific),histone acetyltransferase activity (H4-K8 specific),histone acetyltransferase complex,integral component of membrane,kinetochore,metal ion binding,methylated histone binding,myeloid cell differentiation,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,plasma membrane,positive regulation of sodium ion transport,positive regulation of transcription, DNA-templated,protein binding,proteolysis,regulation of autophagy,regulation of molecular function,regulation of transcription, DNA-templated,serine-type endopeptidase Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Placenta Diseases;Pregnancy Complications;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital Neoplasms1-4-(hydroxymethyl)phenylguanidineA=0, G=107 A=0.0, G=1.0 0.00001 1684.31 107 A=0/0, G=35/72

chr16:31142381 G/G A G SNV KAT8,PRSS8 KAT8:utr_3:NM_182958.2, PRSS8:downstream:NM_002773.4 1
100

10 utr_3 NM_182958.2, NM_002773.4c.1472A>G, c.*949T>Cp.?, p.? 0.73 MOZ/SAS family,RNA binding activity-knot of a chromodomainrs2855479 YES K(lysine) acetyltransferase 8,Protease, serine, 8 (prostasin)MLL1 complex,MSL complex,acetyltransferase activity,anchored component of plasma membrane,cornification,endopeptidase activity,enzyme binding,extracellular exosome,extracellular region,extracellular space,extrinsic component of plasma membrane,histone H4-K16 acetylation,histone H4-K5 acetylation,histone H4-K8 acetylation,histone acetylation,histone acetyltransferase activity,histone acetyltransferase activity (H4-K16 specific),histone acetyltransferase activity (H4-K5 specific),histone acetyltransferase activity (H4-K8 specific),histone acetyltransferase complex,integral component of membrane,kinetochore,metal ion binding,methylated histone binding,myeloid cell differentiation,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,plasma membrane,positive regulation of sodium ion transport,positive regulation of transcription, DNA-templated,protein binding,proteolysis,regulation of autophagy,regulation of molecular function,regulation of transcription, DNA-templated,serine-type endopeptidase Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Placenta Diseases;Pregnancy Complications;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital Neoplasms1-4-(hydroxymethyl)phenylguanidineA=0, G=23 A=0.0, G=1.0 0.00001 316.746 23 A=0/0, G=19/4

chr17:72608926 A/A G A SNV CD300E CD300E:intronic:NM_181449.2 1 100 intronic NM_181449.2c.498-14C>Tp.? -0.74 Immunoglobulin V-set domainrs509574 0.2863 YES 9.157E-2;0.0 (pos.72608926) CD300E antigenextracellular exosome,innate immune response,integral component of membrane,plasma membrane,regulation of immune responseG=0, A=44 G=0.0, A=1.0 0.00001 726.31 44 G=0/0, A=31/13

chr13:41705495 G/G A G SNV KBTBD6 KBTBD6:exonic:NM_152903.4 1 100 1 synonymous NM_152903.4c.1153T>C p.(=) 2.89 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs584594 0.0021 YES 9.808E-1 (pos.41705495) Kelch repeat- and BTB domain-containing protein 6Cul3-RING ubiquitin ligase complex,biological_process,cellular_component,cytosol,molecular_function,post-translational protein modification,protein binding,protein ubiquitination,ubiquitin-protein transferase activityA=0, G=45 A=0.0, G=1.0 0.00001 747.393 45 A=0/0, G=18/27

chr1:111217504 GC/G GC G INDEL KCNA3 KCNA3:utr_5:NM_002232.4 1 100 1 utr_5 NM_002232.4c.-73GC>C p.? 0.54, 1.02 BTB/POZ domain,Ion channel,Ion transport proteinrs997445914 Potassium voltage-gated channel, shaker-related subfamily, member 3axon,delayed rectifier potassium channel activity,integral component of membrane,membrane raft,outward rectifier potassium channel activity,plasma membrane,potassium ion transmembrane transport,potassium ion transport,protein binding,protein homooligomerization,regulation of ion transmembrane transport,voltage-gated ion channel activity,voltage-gated potassium channel activity,voltage-gated potassium channel complexDalfampridine GC=0, G=28 GC=0.0, G=1.0 0.00001 203.845 28 GC=0/0, G=6/22

chr17:72791266 A/A G A SNV TMEM104 TMEM104:intronic:NM_017728.3 1 100 intronic NM_017728.3c.527+16G>Ap.? -4 Transmembrane amino acid transporter proteinrs9910463 0.1738 YES 9.91E-1;0.0 (pos.72791266) biological_process,cellular_component,integral component of membrane,molecular_functionG=0, A=38 G=0.0, A=1.0 0.00001 603.777 38 G=0/0, A=20/18

chr11:30033191 A/A G A SNV KCNA4 KCNA4:exonic:NM_002233.3 1 100 2 synonymous NM_002233.3c.1035C>T p.(=) -4.73 0.02(COSM3752320)BTB/POZ domain,Ion channel,Ion transport protein,Potassium channel Kv1.4 tandem inactivation domainrs3802914 0.1631 YES 3.397E-2;0.0 (pos.30033191)adenocarcinomaPotassium voltage-gated channel, shaker-related subfamily, member 4axon,integral component of membrane,integral component of plasma membrane,plasma membrane,potassium ion binding,potassium ion transmembrane transport,potassium ion transport,protein binding,protein homooligomerization,regulation of ion transmembrane transport,voltage-gated potassium channel activity,voltage-gated potassium channel complexArginineamide,DalfampridineG=0, A=36 G=0.0, A=1.0 0.00001 563.743 36 G=0/0, A=23/13

chr8:73850203 A/A G A SNV KCNB2 KCNB2:exonic:NM_004770.2 1 100 3 synonymous NM_004770.2c.2613G>A p.(=) 2.19 0.83(COSM3763398)BTB/POZ domain,Ion channel,Ion transport protein,Kv2 voltage-gated K+ channelrs11782118 0.412 YES 9.754E-2 (pos.73850203) adenocarcinomaPotassium channel, voltage-gated, shab-related subfamily, member 2delayed rectifier potassium channel activity,dendrite,integral component of membrane,neuronal cell body membrane,perikaryon,plasma membrane,potassium ion transmembrane transport,potassium ion transport,protein heterodimerization activity,protein homooligomerization,protein localization to plasma membrane,regulation of ion transmembrane transport,regulation of smooth muscle contraction,voltage-gated potassium channel activity,voltage-gated potassium channel complexDalfampridine G=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=13/16

chr1:210857457 G/G A G SNV KCNH1 KCNH1:exonic:NM_172362.2 1 100 11 synonymous NM_172362.2c.2136T>C p.(=) -1.21 0.01(COSM5053064)Cyclic nucleotide-binding domain,Ion channel,Ion transport protein,PAS domain,PAS foldrs1135317 0.2863 YES 6.478E-1 (pos.210857457)acute_myeloid_leukaemia,carcinoma,intestinal_adenocarcinomaPotassium voltage-gated channel, subfamily H, member 1 (ether-a-go-go, drosophila, homolog of)axon,calmodulin binding,cell junction,cellular response to calcium ion,cyclic nucleotide binding,delayed rectifier potassium channel activity,dendrite,early endosome membrane,integral component of plasma membrane,intracellular,intracellular membrane-bounded organelle,myoblast fusion,nuclear inner membrane,perikaryon,phosphatidylinositol bisphosphate binding,phosphatidylinositol-mediated signaling,phosphorelay sensor kinase activity,phosphorelay signal transduction system,plasma membrane,postsynaptic density,postsynaptic membrane,potassium ion transmembrane transport,potassium ion transport,presynaptic membrane,protein binding,regulation of cell proliferation,regulation of ion transmembrane transport,regulation of membrane potential,signal transduction by protein phosphorylation,voltage-gated potassium channel activity,voltage-gated potassium channel complexAbnormalities, Multiple;Brain Diseases;Breast Diseases;Breast Neoplasms;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Epilepsy;Fibromatosis, Gingival;Gingival Diseases;Gingival Overgrowth;Hand Deformities;Hand Deformities, Congenital;Intellectual Disability;Limb Deformities, Congenital;Mental Disorders;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Osteosarcoma;Periodontal Diseases;Sarcoma;Skin Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Upper Extremity Deformities, CongenitalA=0, G=129 A=0.0, G=1.0 0.00001 2115.2 129 A=0/0, G=33/96

chr14:63174960 T/T C T SNV KCNH5 KCNH5:exonic:NM_139318.4 1 100 11 missense NM_139318.4c.2233G>A p.Ala745Thr 3.75 0.42 58 0.017 0.86(COSM3754035)Cyclic nucleotide-binding domain,Ion channel,Ion transport protein,PAS domain,PAS foldrs4902176 0.3471 YES 1.378E-1;0.0 (pos.63174960)acute_myeloid_leukaemia,adenocarcinoma,neoplasmPotassium voltage-gated channel, subfamily H, member 5calmodulin binding,cell surface,integral component of plasma membrane,intracellular,ion channel binding,phosphorelay sensor kinase activity,phosphorelay signal transduction system,plasma membrane,potassium ion transmembrane transport,protein heterodimerization activity,regulation of G2/M transition of mitotic cell cycle,regulation of ion transmembrane transport,regulation of membrane potential,signal transduction by protein phosphorylation,voltage-gated potassium channel activityC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=13/18

chr17:72955227 C/G C G SNV HID1 HID1:intronic:NM_030630.2 1 95.35 intronic NM_030630.2c.1009-81G>Cp.? 0.05 Dyggve-Melchior-Clausen syndrome protein,High-temperature-induced dauer-formation proteinrs373116696,rs902727,rs959456858YES HID1 domain-containing protein 1Golgi apparatus,Golgi medial cisterna,Golgi trans cisterna,cytoplasm,cytoplasmic microtubule,cytosol,extracellular exosome,extrinsic component of Golgi membrane,intracellular protein transport,protein binding,response to brefeldin AC=2, G=41 C=0.0465, G=0.9535 0.00001 534.203 43 C=1/1, G=8/33

chr17:61611423 C/C T C SNV KCNH6 KCNH6:exonic:NM_030779.3 1 100 5 synonymous NM_030779.3c.852T>C p.(=) -0.21 0.24(COSM6352175)Cyclic nucleotide-binding domain,Ion channel,Ion transport protein,PAS domain,PAS foldrs7225568 0.4052 YES 2.596E-1 (pos.61611423) carcinoma Potassium channel, voltage-gated, subfamily H, member 6integral component of membrane,integral component of plasma membrane,plasma membrane,potassium ion transmembrane transport,regulation of heart rate by cardiac conduction,regulation of ion transmembrane transport,regulation of membrane potential,voltage-gated potassium channel activityDoxazosin,Ibutilide,Miconazole,Prazosin,TerazosinT=0, C=62 T=0.0, C=1.0 0.00001 937.9 62 T=0/0, C=13/49

chr21:39671476 A/A G A SNV KCNJ15 KCNJ15:exonic:NM_170737.2 1 100 3 missense NM_170737.2c.293G>A p.Gly98Asp 1.18 94 0.16(COSM3758874)Inward rectifier potassium channelrs2230033 0.4527 YES 2.929E-1 (pos.39671476) acute_myeloid_leukaemia,adenocarcinomaPotassium inwardly-rectifying channel, subfamily J, member 15G-protein activated inward rectifier potassium channel activity,integral component of membrane,integral component of plasma membrane,inward rectifier potassium channel activity,membrane,plasma membrane,potassium ion import,potassium ion transmembrane transport,potassium ion transport,protein binding,regulation of ion transmembrane transportAbnormalities, Multiple;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Down Syndrome;Genetic Diseases, Inborn;Immune System Diseases;Intellectual Disability;Joint Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Rheumatic Diseases;Skin and Connective Tissue DiseasesYohimbine G=0, A=53 G=0.0, A=1.0 0.00001 782.03 53 G=0/0, A=33/20

chr17:73102269 C/C G C SNV SLC16A5 SLC16A5:downstream:NM_001271765.1 1 100 intronic NM_001271765.1c.*141G>C p.? -0.12 rs4789141 YES integral component of membrane,integral component of plasma membrane,membrane,monocarboxylic acid transmembrane transporter activity,monocarboxylic acid transport,symporter activity,transmembrane transportPyruvic acid G=0, C=51 G=0.0, C=1.0 0.00001 754.584 51 G=0/0, C=12/39

chr17:73126746 G/G GT G INDEL

ARMC7,NT5

C NT5C:intronic:NM_014595.2, ARMC7:downstream:NM_024585.3 1
100

intronic NM_024585.3, NM_014595.2c.*1613GT>G, c.452-9AC>Cp.?, p.? 0.22, -0.61 5' nucleotidase, deoxy (Pyrimidine), cytosolic type C protein (NT5C)rs10715821,rs748716559,rs75720164,rs8667459100.0015 YES 1.0 (pos.73126746) 5', 3' nucleotidase, cytosolic5'-nucleotidase activity,alpha-catenin binding,cadherin binding,catenin complex,cytoplasm,cytosol,deoxyribonucleotide catabolic process,dephosphorylation,extracellular exosome,metal ion binding,mitochondrion,nucleotidase activity,nucleus,protein binding,protein phosphatase binding,purine nucleotide catabolic process,pyrimidine deoxyribonucleotide catabolic process,pyrimidine nucleoside catabolic process,pyrimidine nucleotide bindingColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesLamivudine GT=0, G=28 GT=0.0, G=1.0 0.00001 408.718 28 GT=0/0, G=12/16

chr17:73228101 C/C T C SNV NUP85 NUP85:intronic:NM_024844.4 1 100 intronic NM_024844.4c.1396+27T>Cp.? -1.44 Nup85 Nucleoporin,Tetratricopeptide repeatrs753871803,rs8993183.00E-04 0.0 (pos.73228097),9.999E-1;1.16E-4 (pos.73228101)Nucleoporin 85kDcondensed chromosome kinetochore,cytosol,host cell,intracellular transport of virus,kinetochore,lamellipodium assembly,mRNA export from nucleus,macrophage chemotaxis,membrane,mitotic nuclear envelope disassembly,nuclear envelope,nuclear membrane,nuclear pore outer ring,nucleus,positive regulation of transcription, DNA-templated,protein binding,protein import into nucleus,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,sister chromatid cohesion,spindle,structural constituent of nuclear pore,tRNA export from nucleus,viral process,viral transcriptionT=0, C=28 T=0.0, C=1.0 0.00001 408.716 28 T=0/0, C=15/13

chr2:155711357 T/C T C SNV KCNJ3 KCNJ3:exonic:NM_002239.3 1 45.45 3 synonymous NM_002239.3c.1038T>C p.(=) 0.2 0.66(COSM5653860)Inward rectifier potassium channelrs17642086 0.3435 YES 4.089E-2 (pos.155711357)carcinoma,diffuse_large_B_cell_lymphomaPotassium inwardly-rectifying channel, subfamily J, member 3G-protein activated inward rectifier potassium channel activity,T-tubule,external side of plasma membrane,inward rectifier potassium channel activity,membrane repolarization during atrial cardiac muscle cell action potential,membrane repolarization during ventricular cardiac muscle cell action potential,plasma membrane,potassium ion import,potassium ion import across plasma membrane,potassium ion transport,protein binding,regulation of heart rate by cardiac conduction,regulation of ion transmembrane transport,response to electrical stimulus,ventricular cardiac muscle cell membrane repolarization,voltage-gated potassium channel activity involved in atrial cardiac muscle cell action potential repolarization,voltage-gated potassium channel activity involved in ventricular cardiac muscle cell action potential repolarization,voltage-gated potassium channel complexEthanol,Halothane T=18, C=15 T=0.5455, C=0.4545 0.00001 143.158 33 T=6/12, C=6/9

chr17:73257830 T/T C T SNV

GGA3,MRPS

7 GGA3:upstream:NM_138619.3, MRPS7:utr_5:NM_015971.3 1
100

intronic NM_138619.3, NM_015971.3c.-162G>A, c.-152C>Tp.?, p.? 1.26 Ribosomal protein S7p/S5ers2279161 YES Golgi associated, gamma adaptin ear containing, ARF binding protein 3,Mitochondrial ribosomal protein S7ADP-ribosylation factor binding,Golgi apparatus,RNA binding,cellular protein metabolic process,clathrin adaptor complex,early endosome membrane,endosome membrane,intracellular protein transport,mRNA binding,mitochondrial inner membrane,mitochondrial small ribosomal subunit,mitochondrial translation,mitochondrial translational elongation,mitochondrial translational termination,positive regulation of protein catabolic process,protein binding,rRNA binding,recycling endosome membrane,ribosomal small subunit assembly,structural constituent of ribosome,trans-Golgi network,translation,vesicle-mediated transportBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesC=0, T=32 C=0.0, T=1.0 0.00001 483.933 32 C=0/0, T=17/15

chr11:128781978 G/G T G SNV KCNJ5 KCNJ5:exonic:NM_000890.3 1 100 2 synonymous NM_000890.3c.810T>G p.(=) 2.36 Inward rectifier potassium channelrs7118824 0.1784 YES 8.791E-1 (pos.128781978) Potassium inwardly-rectifying channel, subfamily J, member 5G-protein activated inward rectifier potassium channel activity,T-tubule,external side of plasma membrane,inward rectifier potassium channel activity,membrane repolarization during atrial cardiac muscle cell action potential,membrane repolarization during ventricular cardiac muscle cell action potential,plasma membrane,potassium ion import,potassium ion import across plasma membrane,potassium ion transport,protein binding,regulation of heart rate by cardiac conduction,regulation of ion transmembrane transport,ventricular cardiac muscle cell membrane repolarization,voltage-gated potassium channel activity involved in atrial cardiac muscle cell action potential repolarization,voltage-gated potassium channel activity involved in ventricular cardiac muscle cell action potential repolarization,voltage-gated potassium channel complexAdenoma;Andersen Syndrome;Arrhythmias, Cardiac;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Romano-Ward SyndromeEthanol,GlyburideBenign T=0, G=30 T=0.0, G=1.0 0.00001 446.632 30 T=0/0, G=12/18

chr11:128782002 C/C T C SNV KCNJ5 KCNJ5:exonic:NM_000890.3 1 100 2 synonymous NM_000890.3c.834T>C p.(=) -1.2 Inward rectifier potassium channelrs7118833 0.1784 YES 8.79E-1 (pos.128782002) Potassium inwardly-rectifying channel, subfamily J, member 5G-protein activated inward rectifier potassium channel activity,T-tubule,external side of plasma membrane,inward rectifier potassium channel activity,membrane repolarization during atrial cardiac muscle cell action potential,membrane repolarization during ventricular cardiac muscle cell action potential,plasma membrane,potassium ion import,potassium ion import across plasma membrane,potassium ion transport,protein binding,regulation of heart rate by cardiac conduction,regulation of ion transmembrane transport,ventricular cardiac muscle cell membrane repolarization,voltage-gated potassium channel activity involved in atrial cardiac muscle cell action potential repolarization,voltage-gated potassium channel activity involved in ventricular cardiac muscle cell action potential repolarization,voltage-gated potassium channel complexAdenoma;Andersen Syndrome;Arrhythmias, Cardiac;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Romano-Ward SyndromeEthanol,GlyburideBenign T=0, C=30 T=0.0, C=1.0 0.00001 446.639 30 T=0/0, C=12/18

chr11:128782012 C/G C G SNV KCNJ5 KCNJ5:exonic:NM_000890.3 1 96.67 2 missense NM_000890.3c.844C>G p.Gln282Glu 6.85 1 29 0 0.29(COSM3812417)Inward rectifier potassium channelrs1060503834,rs7102584 0.018 YES 1.0 (pos.128782012) adenocarcinomaPotassium inwardly-rectifying channel, subfamily J, member 5G-protein activated inward rectifier potassium channel activity,T-tubule,external side of plasma membrane,inward rectifier potassium channel activity,membrane repolarization during atrial cardiac muscle cell action potential,membrane repolarization during ventricular cardiac muscle cell action potential,plasma membrane,potassium ion import,potassium ion import across plasma membrane,potassium ion transport,protein binding,regulation of heart rate by cardiac conduction,regulation of ion transmembrane transport,ventricular cardiac muscle cell membrane repolarization,voltage-gated potassium channel activity involved in atrial cardiac muscle cell action potential repolarization,voltage-gated potassium channel activity involved in ventricular cardiac muscle cell action potential repolarization,voltage-gated potassium channel complexAdenoma;Andersen Syndrome;Arrhythmias, Cardiac;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Romano-Ward SyndromeEthanol,GlyburideBenign C=1, G=29 C=0.0333, G=0.9667 0.00001 416.511 30 C=0/1, G=12/17

chr17:7357864 C/A C A SNV CHRNB1 CHRNB1:intronic:NM_000747.2 1 57.14 intronic NM_000747.2c.1044+25C>Ap.? 0.67 Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs7210231 0.207 YES 4.271E-2 (pos.7357864) Cholinergic receptor, nicotinic, beta polypeptide-1, muscleacetylcholine binding,acetylcholine receptor activity,acetylcholine-gated cation-selective channel activity,acetylcholine-gated channel complex,behavioral response to nicotine,cation transmembrane transport,cation transport,cell junction,channel activity,excitatory postsynaptic potential,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,ion transport,ligand-gated ion channel activity,muscle contraction,muscle fiber development,nervous system process,neuromuscular synaptic transmission,postsynaptic membrane,postsynaptic membrane organization,regulation of membrane potential,signal transduction,skeletal muscle contraction,synapse,synaptic transmission, cholinergicCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Myasthenic Syndromes, Congenital;Nervous System Diseases;Neuromuscular Diseases;Neuromuscular Junction DiseasesGalantamineBenign C=9, A=12 C=0.4286, A=0.5714 0.00001 109.102 21 C=4/5, A=4/8

chr17:7358803 A/A G A SNV CHRNB1 CHRNB1:intronic:NM_000747.2 1 100 intronic NM_000747.2c.1217+28G>Ap.? 0.01 Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs7214344 2.00E-04 YES 1.0 (pos.7358803) Cholinergic receptor, nicotinic, beta polypeptide-1, muscleacetylcholine binding,acetylcholine receptor activity,acetylcholine-gated cation-selective channel activity,acetylcholine-gated channel complex,behavioral response to nicotine,cation transmembrane transport,cation transport,cell junction,channel activity,excitatory postsynaptic potential,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,ion transport,ligand-gated ion channel activity,muscle contraction,muscle fiber development,nervous system process,neuromuscular synaptic transmission,postsynaptic membrane,postsynaptic membrane organization,regulation of membrane potential,signal transduction,skeletal muscle contraction,synapse,synaptic transmission, cholinergicCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Myasthenic Syndromes, Congenital;Nervous System Diseases;Neuromuscular Diseases;Neuromuscular Junction DiseasesGalantamineBenign G=0, A=90 G=0.0, A=1.0 0.00001 1493.12 90 G=0/0, A=52/38

chr17:73626829 G/G C G SNV RECQL5 RECQL5:intronic:NM_004259.6 1 100 intronic NM_004259.6c.1644+30G>Cp.? -0.49 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,RecQ helicase protein-like 5 (RecQ5),RecQ zinc-binding,Type III restriction enzyme, res subunitrs781016037,rs8201952.00E-04 1.472E-4 (pos.73626828),9.988E-1;0.0 (pos.73626829)DNA helicase, RecQ-like 5ATP binding,ATP-dependent 3'-5' DNA helicase activity,ATP-dependent helicase activity,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA metabolic process,DNA recombination,DNA repair,DNA replication,DNA-directed RNA polymerase II, holoenzyme,RNA polymerase II core binding,cell division,cellular response to camptothecin,cellular response to drug,chromosome,chromosome separation,cytoplasm,cytosol,double-strand break repair via homologous recombination,four-way junction helicase activity,identical protein binding,mitotic cell cycle,negative regulation of double-strand break repair via homologous recombination,negative regulation of transcription elongation from RNA polymerase II promoter,nucleic acid binding,nucleoplasm,nucleus,protein binding,replication-born double-strand break repair via sister chromatid exchangeC=0, G=24 C=0.0, G=1.0 0.00001 334.792 24 C=0/0, G=10/14

chr17:73720900 G/G A G SNV ITGB4 ITGB4:intronic:NM_000213.4 1 100 intronic NM_000213.4c.79+38A>Gp.? 0.09 Calx-beta domain,EGF-like domain,Fibronectin type III domain,Integrin beta chain VWA domain,Integrin beta tail domain,Integrin plexin domainrs820167 5.00E-04 1.0 (pos.73720900) Integrin, beta-4G-protein coupled receptor binding,amelogenesis,autophagy,cell adhesion,cell junction,cell leading edge,cell motility,cell surface,cell-matrix adhesion,digestive tract development,extracellular exosome,extracellular matrix organization,hemidesmosome,hemidesmosome assembly,insulin-like growth factor I binding,integrin complex,integrin-mediated signaling pathway,mesodermal cell differentiation,nail development,neuregulin binding,nucleus,plasma membrane,protein binding,receptor activity,receptor complex,renal system development,response to wounding,skin developmentAbnormalities, Multiple;Abortion, Spontaneous;Adenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Ectodermal Dysplasia;Epidermolysis Bullosa;Epidermolysis Bullosa Simplex;Epidermolysis Bullosa, Junctional;Female Urogenital Diseases and Pregnancy Complications;Gastric Outlet Obstruction;Gastrointestinal Diseases;Genetic Diseases, Inborn;Head and Neck Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Pregnancy Complications;Salivary Gland Diseases;Salivary Gland Neoplasms;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stomach Diseases;Stomatognathic DiseasesR1295 A=0, G=38 A=0.0, G=1.0 0.00001 603.761 38 A=0/0, G=14/24

chr17:73732810 C/C A C SNV ITGB4 ITGB4:intronic:NM_000213.4 1 100 intronic NM_000213.4c.1990+35A>Cp.? 0.1 Calx-beta domain,EGF-like domain,Fibronectin type III domain,Integrin beta chain VWA domain,Integrin beta tail domain,Integrin plexin domainrs820177 0.2177 YES 5.616E-1;0.0 (pos.73732810) Integrin, beta-4G-protein coupled receptor binding,amelogenesis,autophagy,cell adhesion,cell junction,cell leading edge,cell motility,cell surface,cell-matrix adhesion,digestive tract development,extracellular exosome,extracellular matrix organization,hemidesmosome,hemidesmosome assembly,insulin-like growth factor I binding,integrin complex,integrin-mediated signaling pathway,mesodermal cell differentiation,nail development,neuregulin binding,nucleus,plasma membrane,protein binding,receptor activity,receptor complex,renal system development,response to wounding,skin developmentAbnormalities, Multiple;Abortion, Spontaneous;Adenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Ectodermal Dysplasia;Epidermolysis Bullosa;Epidermolysis Bullosa Simplex;Epidermolysis Bullosa, Junctional;Female Urogenital Diseases and Pregnancy Complications;Gastric Outlet Obstruction;Gastrointestinal Diseases;Genetic Diseases, Inborn;Head and Neck Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Pregnancy Complications;Salivary Gland Diseases;Salivary Gland Neoplasms;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stomach Diseases;Stomatognathic DiseasesR1295 A=0, C=31 A=0.0, C=1.0 0.00001 465.819 31 A=0/0, C=17/14

chr17:73759304 T/T G T SNV GALK1 GALK1:intronic:NM_000154.1 1 100 intronic NM_000154.1c.476-74C>Ap.? -0.31 GHMP kinases C terminal,GHMP kinases N terminal domain,Galactokinase galactose-binding signaturers820386 YES 9.999E-1 (pos.73759304) Galactokinase-1ATP binding,carbohydrate phosphorylation,cytoplasm,cytosol,extracellular exosome,galactitol metabolic process,galactokinase activity,galactose binding,galactose catabolic process,galactose metabolic process,glycolytic process from galactose,membraneBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cataract;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Eye Diseases;Galactosemia;Galactosemias;Genetic Diseases, Inborn;Lens Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Other Disorder;Recommended Newborn Screening PanelsPhosphoaminophosphonic Acid-Adenylate EsterG=0, T=29 G=0.0, T=1.0 0.00001 427.59 29 G=0/0, T=12/17

chr17:73809442 A/G A G SNV UNK UNK:intronic:NM_001080419.2 1 50 intronic NM_001080419.2c.758+148A>Gp.? -0.09 Zinc finger C-x8-C-x5-C-x3-H type (and similar)rs3803733 YES Unkempt family zinc finger proteinRNA binding,cell morphogenesis involved in neuron differentiation,cytoplasm,mRNA CDS binding,metal ion binding,negative regulation of cytoplasmic translation,neuron migration,polysomeA=22, G=22 A=0.5, G=0.5 0.00001 243.63 44 A=11/11, G=4/18

chr21:39086965 C/C T C SNV KCNJ6 KCNJ6:exonic:NM_002240.4 1 100 3 synonymous NM_002240.4c.495A>G p.(=) -3.52 0.03(COSM3681273),0.03(COSM4418471)Inward rectifier potassium channelrs2070995 0.2134 YES 6.169E-1 (pos.39086965) acute_myeloid_leukaemiaPotassium inwardly-rectifying channel, subfamily J, member 6G-protein activated inward rectifier potassium channel activity,Golgi apparatus,inward rectifier potassium channel activity,plasma membrane,potassium ion import,potassium ion transport,protein binding,regulation of ion transmembrane transport,voltage-gated potassium channel complexAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsEthanol,Halothane T=0, C=55 T=0.0, C=1.0 0.00001 814.907 55 T=0/0, C=28/27

chr2:26951449 A/A G A SNV KCNK3 KCNK3:utr_3:NM_002246.2 1 100 2 utr_3 NM_002246.2c.1198G>A p.? 2.42 Ion channel rs1663002 0.001 YES 1.0 (pos.26951449) Potassium channel, subfamily K, member 3S100 protein binding,brain development,cardiac conduction,cellular response to hypoxia,cellular response to zinc ion,chemical synaptic transmission,cochlea development,extracellular space,growth factor activity,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,negative regulation of cytosolic calcium ion concentration,open rectifier potassium channel activity,plasma membrane,potassium channel activity,potassium ion leak channel activity,potassium ion transmembrane transport,potassium ion transport,protein C-terminus binding,protein heterodimerization activity,protein homodimerization activity,regulation of receptor activity,response to drug,stabilization of membrane potentialNervous System DiseasesDoxapram,HalothaneBenign G=0, A=49 G=0.0, A=1.0 0.00001 831.579 49 G=0/0, A=28/21

chr17:73987373 T/C T C SNV

TEN1,TEN1-

CDK3 TEN1-CDK3:intronic_nc:NR_037709.1, TEN1:intronic:NM_001113324.21
47.62

intronic NM_001113324.2, NR_037709.1c.93-174T>Cp.? -0.24 rs6501847 YES TEN1, CST complex subunitCST complex,negative regulation of telomere maintenance via telomerase,nuclear chromosome, telomeric region,nucleus,protein binding,single-stranded DNA binding,telomere capping,telomeric DNA bindingT=11, C=10 T=0.5238, C=0.4762 0.00001 82.2898 21 T=2/9, C=3/7

chr11:64066859 A/A G A SNV

KCNK4,KCN

K4-TEX40 KCNK4-TEX40:exonic_nc:NR_133662.1, KCNK4:exonic:NM_033310.2 1
100

7 synonymous NM_033310.2, NR_133662.1c.843G>A p.(=) -2.55 0.03(COSM1746430)Ion channel rs2232417 0.0035 YES 9.27E-1 (pos.64066859) carcinoma,transitional_cell_carcinomaPotassium channel, subfamily K, member 4cellular response to alkaline pH,cellular response to fatty acid,cellular response to mechanical stimulus,cellular response to temperature stimulus,detection of mechanical stimulus involved in sensory perception of touch,identical protein binding,integral component of membrane,integral component of plasma membrane,mechanically-gated potassium channel activity,memory,plasma membrane,potassium channel activity,potassium channel complex,potassium ion leak channel activity,potassium ion transmembrane transport,potassium ion transport,regulation of ion transmembrane transport,sensory perception of pain,sensory perception of temperature stimulus,stabilization of membrane potential,temperature-gated cation channel activity,voltage-gated ion channel activityG=0, A=44 G=0.0, A=1.0 0.00001 726.569 44 G=0/0, A=39/5

chr17:7400041 C/T C T SNV POLR2A POLR2A:intronic:NM_000937.4 1 58.33 intronic NM_000937.4c.538-42C>Tp.? 0.31 RNA polymerase Rpb1 C-terminal repeat,RNA polymerase Rpb1, domain 1,RNA polymerase Rpb1, domain 2,RNA polymerase Rpb1, domain 3,RNA polymerase Rpb1, domain 4,RNA polymerase Rpb1, domain 5,RNA polymerase Rpb1, domain 6,RNA polymerase Rpb1, domain 7rs9890920 0.2453 YES 9.093E-1 (pos.7400041) Polymerase (RNA) II (DNA directed) polypeptide A, 220kD7-methylguanosine mRNA capping,DNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase II, core complex,DNA-templated transcription, termination,Prp19 complex,RNA binding,RNA metabolic process,RNA polymerase II activity,RNA-directed 5'-3' RNA polymerase activity,cytoplasm,fibroblast growth factor receptor signaling pathway,mRNA splicing, via spliceosome,metal ion binding,nucleolus,nucleoplasm,nucleus,positive regulation of RNA splicing,positive regulation of viral transcription,protein binding,regulation of gene silencing by miRNA,regulation of transcription, DNA-templated,snRNA transcription from RNA polymerase II promoter,somatic stem cell population maintenance,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcription, RNA-templated,transcription-coupled nucleotide-excision repair,ubiquitin protein ligase bindingC=20, T=28 C=0.4167, T=0.5833 0.00001 334.141 48 C=10/10, T=16/12

chr5:113698544 C/C G C SNV KCNN2 KCNN2:exonic:NM_021614.3 1 100 1 synonymous NM_021614.3c.72G>C p.(=) 0.98 0.71(COSM3760887),0.71(COSM3760888)Calcium-activated SK potassium channel,Calmodulin binding domain,Ion channelrs40179 0.4454 YES 8.605E-1 (pos.113698544)acute_myeloid_leukaemia,adenocarcinomaPotassium channel, calcium-activated, intermediate/small conductance, subfamily N, member 2Z disc,alpha-actinin binding,calcium-activated potassium channel activity,calmodulin binding,cell surface,dendritic spine,integral component of membrane,membrane repolarization during atrial cardiac muscle cell action potential,neuronal cell body,plasma membrane,potassium ion transmembrane transport,potassium ion transport,protein binding,protein domain specific binding,protein homodimerization activity,regulation of potassium ion transmembrane transport,small conductance calcium-activated potassium channel activityCardiovascular Diseases;Hemic and Lymphatic Diseases;Lymphatic Diseases;Mucocutaneous Lymph Node Syndrome;Skin Diseases;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Vascular Diseases;VasculitisMiconazole,Procaine,TrimebutineG=0, C=94 G=0.0, C=1.0 0.00001 1576.17 94 G=0/0, C=70/24

chr1:154744807 G/G C G SNV KCNN3 KCNN3:exonic:NM_001204087.1 1 100 3 synonymous NM_001204087.1c.1092G>C p.(=) -0.21 0.1(COSM4142768),0.1(COSM4142769)Calcium-activated SK potassium channel,Calmodulin binding domain,Ion channelrs1051614 0.385 YES 5.098E-1;0.0 (pos.154744807)neoplasm Potassium channel, calcium-activated, intermediate/small conductance, subfamily N, member 3calmodulin binding,cytoplasm,integral component of membrane,neuronal cell body,plasma membrane,positive regulation of protein targeting to mitochondrion,potassium ion transmembrane transport,small conductance calcium-activated potassium channel activityArrhythmias, Cardiac;Atrial Fibrillation;Cardiovascular Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsMiconazole,Procaine,TrimebutineBenign C=0, G=40 C=0.0, G=1.0 0.00001 644.22 40 C=0/0, G=23/17

chr17:7404209 A/A G A SNV POLR2A POLR2A:intronic:NM_000937.4 1 100 intronic NM_000937.4c.1881+42G>Ap.? -2.12 RNA polymerase Rpb1 C-terminal repeat,RNA polymerase Rpb1, domain 1,RNA polymerase Rpb1, domain 2,RNA polymerase Rpb1, domain 3,RNA polymerase Rpb1, domain 4,RNA polymerase Rpb1, domain 5,RNA polymerase Rpb1, domain 6,RNA polymerase Rpb1, domain 7rs6503030 3.00E-04 1.0 (pos.7404209) Polymerase (RNA) II (DNA directed) polypeptide A, 220kD7-methylguanosine mRNA capping,DNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase II, core complex,DNA-templated transcription, termination,Prp19 complex,RNA binding,RNA metabolic process,RNA polymerase II activity,RNA-directed 5'-3' RNA polymerase activity,cytoplasm,fibroblast growth factor receptor signaling pathway,mRNA splicing, via spliceosome,metal ion binding,nucleolus,nucleoplasm,nucleus,positive regulation of RNA splicing,positive regulation of viral transcription,protein binding,regulation of gene silencing by miRNA,regulation of transcription, DNA-templated,snRNA transcription from RNA polymerase II promoter,somatic stem cell population maintenance,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcription, RNA-templated,transcription-coupled nucleotide-excision repair,ubiquitin protein ligase bindingG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=15/10

chr1:154744852 G/G A G SNV KCNN3 KCNN3:exonic:NM_001204087.1 1 100 3 synonymous NM_001204087.1c.1047T>C p.(=) -1.98 0.05(COSM4142770),0.05(COSM4142771)Calcium-activated SK potassium channel,Calmodulin binding domain,Ion channelrs1131820 0.2617 YES 9.863E-1 (pos.154744852)neoplasm Potassium channel, calcium-activated, intermediate/small conductance, subfamily N, member 3calmodulin binding,cytoplasm,integral component of membrane,neuronal cell body,plasma membrane,positive regulation of protein targeting to mitochondrion,potassium ion transmembrane transport,small conductance calcium-activated potassium channel activityArrhythmias, Cardiac;Atrial Fibrillation;Cardiovascular Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsMiconazole,Procaine,TrimebutineBenign A=0, G=37 A=0.0, G=1.0 0.00001 572.835 37 A=0/0, G=20/17

chr17:7406343 C/C T C SNV POLR2A POLR2A:intronic:NM_000937.4 1 100 intronic NM_000937.4c.2757-97T>Cp.? -0.54 RNA polymerase Rpb1 C-terminal repeat,RNA polymerase Rpb1, domain 1,RNA polymerase Rpb1, domain 2,RNA polymerase Rpb1, domain 3,RNA polymerase Rpb1, domain 4,RNA polymerase Rpb1, domain 5,RNA polymerase Rpb1, domain 6,RNA polymerase Rpb1, domain 7rs9890028 YES Polymerase (RNA) II (DNA directed) polypeptide A, 220kD7-methylguanosine mRNA capping,DNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase II, core complex,DNA-templated transcription, termination,Prp19 complex,RNA binding,RNA metabolic process,RNA polymerase II activity,RNA-directed 5'-3' RNA polymerase activity,cytoplasm,fibroblast growth factor receptor signaling pathway,mRNA splicing, via spliceosome,metal ion binding,nucleolus,nucleoplasm,nucleus,positive regulation of RNA splicing,positive regulation of viral transcription,protein binding,regulation of gene silencing by miRNA,regulation of transcription, DNA-templated,snRNA transcription from RNA polymerase II promoter,somatic stem cell population maintenance,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcription, RNA-templated,transcription-coupled nucleotide-excision repair,ubiquitin protein ligase bindingT=0, C=38 T=0.0, C=1.0 0.00001 601.661 38 T=0/0, C=31/7

chr17:74066447 T/A T A SNV SRP68 SRP68:intronic:NM_014230.3 1 50 intronic NM_014230.3c.251+12A>Tp.? -1.36 RNA-binding signal recognition particle 68rs2443168 0.4063 YES 5.368E-1 (pos.74066447) Signal recognition particle, 68kD7S RNA binding,RNA binding,SRP-dependent cotranslational protein targeting to membrane,cytosol,endoplasmic reticulum,endoplasmic reticulum signal peptide binding,focal adhesion,nucleolus,protein binding,protein domain specific binding,protein targeting to ER,response to drug,ribosome,ribosome binding,signal recognition particle,signal recognition particle binding,signal recognition particle, endoplasmic reticulum targetingArsenic Poisoning;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Heavy Metal Poisoning, Nervous System;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurotoxicity Syndromes;Skin Diseases;Skin and Connective Tissue DiseasesT=25, A=25 T=0.5, A=0.5 0.00001 288.837 50 T=10/15, A=18/7

chr1:41285087 C/C T C SNV KCNQ4 KCNQ4:exonic:NM_004700.3 1 100 5 synonymous NM_004700.3c.777T>C p.(=) -4.23 0.03(COSM3746965)Ion channel,Ion transport protein,KCNQ voltage-gated potassium channelrs4660468 0.2731 YES 4.488E-1 (pos.41285087) acute_myeloid_leukaemia,carcinoma,hepatocellular_carcinomaPotassium voltage-gated channel, KQT-like subfamily, member 4basal plasma membrane,inner ear morphogenesis,integral component of membrane,plasma membrane,potassium channel activity,potassium ion transmembrane transport,potassium ion transport,protein binding,regulation of ion transmembrane transport,sensory perception of sound,voltage-gated potassium channel activity,voltage-gated potassium channel complexEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Noise-Induced;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersEzogabine,ICA-105665Benign T=0, C=53 T=0.0, C=1.0 0.00001 783.871 53 T=0/0, C=14/39

chr2:18112473 A/A G A SNV KCNS3 KCNS3:exonic:NM_002252.4 1 100 3 synonymous NM_002252.4c.198G>A p.(=) 2.4 BTB/POZ domain,Ion channel,Ion transport proteinrs4240213 0.0317 YES 1.0 (pos.18112473) Potassium voltate-gated channel, delayed-rectifier, subfamily S, member 3Golgi apparatus,cytosol,delayed rectifier potassium channel activity,integral component of membrane,plasma membrane,potassium channel regulator activity,potassium ion transmembrane transport,potassium ion transport,protein homooligomerization,regulation of insulin secretion,regulation of ion transmembrane transport,regulation of molecular function,voltage-gated potassium channel activity,voltage-gated potassium channel complexG=0, A=43 G=0.0, A=1.0 0.00001 705.842 43 G=0/0, A=26/17

chr2:18113623 G/G A G SNV KCNS3 KCNS3:exonic:NM_002252.4 1 100 3 missense NM_002252.4c.1348A>G p.Thr450Ala 3.6 58 0.66(COSM3757832)BTB/POZ domain,Ion channel,Ion transport proteinrs4832524 0.3631 YES 9.794E-1 (pos.18113623) adenocarcinoma,diffuse_large_B_cell_lymphomaPotassium voltate-gated channel, delayed-rectifier, subfamily S, member 3Golgi apparatus,cytosol,delayed rectifier potassium channel activity,integral component of membrane,plasma membrane,potassium channel regulator activity,potassium ion transmembrane transport,potassium ion transport,protein homooligomerization,regulation of insulin secretion,regulation of ion transmembrane transport,regulation of molecular function,voltage-gated potassium channel activity,voltage-gated potassium channel complexA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=11/13

chr17:74533347 C/C T C SNV CYGB CYGB:intronic:NM_134268.4 1 100 intronic NM_134268.4c.143+135A>Gp.? -0.18 Globin rs9914096 YES Cytoglobin catalase activity,cellular oxidant detoxification,cytosol,fatty acid oxidation,fatty acid peroxidase activity,heme binding,iron ion binding,negative regulation of collagen biosynthetic process,negative regulation of fibroblast migration,negative regulation of hepatic stellate cell activation,neuron projection,neuronal cell body,nitric oxide dioxygenase activity,nuclear speck,oxygen binding,oxygen carrier activity,oxygen transport,peroxidase activity,protein binding,regulation of nitric-oxide synthase activity,response to hypoxia,response to oxidative stressCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Nervous System Diseases;Neurodegenerative DiseasesT=0, C=40 T=0.0, C=1.0 0.00001 644.284 40 T=0/0, C=30/10

chr1:196227526 G/G A G SNV KCNT2 KCNT2:exonic:NM_198503.4 1 100 26 synonymous NM_198503.4c.3009T>C p.(=) 1.55 Calcium-activated BK potassium channel alpha subunit,Ion channelrs977157 2.00E-04 1.0 (pos.196227526) Potassium channel, subfamily T, member 2ATP binding,calcium-activated potassium channel activity,membrane,potassium ion transmembrane transport,potassium ion transport,voltage-gated potassium channel activity,voltage-gated potassium channel complexA=0, G=33 A=0.0, G=1.0 0.00001 504.598 33 A=0/0, G=6/27

chr7:128550680 G/G GC G INDEL KCP KCP:splicesite_3:NM_001135914.1 1 100 2 splicesite NM_001135914.1 0.0, 1.4 von Willebrand factor type C domain,von Willebrand factor type D domainrs112748667,rs11335250,rs3980062315.00E-04 YES 1.0 (pos.128550680) astrocytoma_Grade_IVKielin/chordin-like proteinextracellular region,extracellular space,hematopoietic progenitor cell differentiation,positive regulation of BMP signaling pathwayGC=0, G=41 GC=0.0, G=1.0 0.00001 531.309 41 GC=0/0, G=36/5

chr18:24035675 T/C T C SNV KCTD1 KCTD1:utr_3:NM_001142730.2 1 52.27 5 utr_3 NM_001142730.2c.2630A>G p.? -0.01 BTB/POZ domain,Domain of unknown function (DUF3504)rs3753 0.1063 YES 4.74E-2 (pos.24035675) Potassium channel tetramerization domain-containing 1identical protein binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,protein binding,protein homooligomerization,transcription corepressor activity,transcription factor binding,transcription, DNA-templatedAbnormalities, Multiple;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Death, Sudden, Cardiac;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Heart Arrest;Heart Diseases;Hypospadias;Male Urogenital Diseases;Muscle Hypotonia;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Manifestations;Penile Diseases;Urogenital AbnormalitiesT=21, C=23 T=0.4773, C=0.5227 0.00001 259.938 44 T=21/0, C=20/3

chr7:6505901 C/C T C SNV KDELR2 KDELR2:exonic:NM_006854.3 1 100 4 synonymous NM_006854.3c.405A>G p.(=) -0.48 ER lumen protein retaining receptorrs2230263 0.066 YES 5.87E-1 (pos.6505901) ER retention sequence binding,Golgi apparatus,Golgi membrane,KDEL sequence binding,cis-Golgi network,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular exosome,integral component of membrane,intracellular protein transport,protein retention in ER lumen,retrograde vesicle-mediated transport, Golgi to ER,transport vesicleT=0, C=61 T=0.0, C=1.0 0.00001 921.832 61 T=0/0, C=19/42

chr17:74734598 T/T C T SNV MFSD11 MFSD11:intronic:NM_001242532.2 1 100 intronic NM_001242532.2c.96+68C>Tp.? 0.35 Ion channel regulatory protein UNC-93rs237053 YES 9.956E-1 (pos.74734598) biological_process,cellular_component,integral component of membrane,molecular_functionAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=61 C=0.0, T=1.0 0.00001 925.766 61 C=0/0, T=26/35

chr17:7474277 T/T C T SNV

SENP3,SENP

3-EIF4A1 SENP3-EIF4A1:intronic_nc:NR_037926.1, SENP3:intronic:NM_015670.51
100

intronic NM_015670.5, NR_037926.1c.1614+26C>Tp.? 0.08 Ulp1 protease family, C-terminal catalytic domainrs4968213,rs775980192 0.0496 YES 0.0 (pos.7474274),5.743E-1 (pos.7474277)Sentrin-specific protease family, member 3MLL1 complex,cysteine-type peptidase activity,cytoplasm,endopeptidase activity,nucleolus,nucleoplasm,nucleus,protein binding,protein desumoylation,proteolysis,rRNA processingC=0, T=21 C=0.0, T=1.0 0.00001 280.815 21 C=0/0, T=16/5

chr17:74750215 CT/CT C CT INDEL MFSD11 MFSD11:intronic:NM_001242532.2 1 100 intronic NM_001242532.2c.682+46C>CTp.? 1.66 Ion channel regulatory protein UNC-93rs11399997,rs201345255,rs3978248970.0011 9.998E-1;2.37E-4 (pos.74750215) biological_process,cellular_component,integral component of membrane,molecular_functionAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, CT=33 C=0.0, CT=1.0 0.00001 465.766 33 C=0/0, CT=9/24

chr1:27278521 A/A G A SNV KDF1 KDF1:exonic:NM_152365.2 1 100 2 synonymous NM_152365.2c.351C>T p.(=) 3.71 0.93(COSM4143743)Domain of unknown function (DUF4656)rs3010110 0.2621 YES 3.726E-2 (pos.27278521) neoplasm Keratinocyte differentiation factor 1cell cortex,cell junction,cell leading edge,cytoplasm,developmental growth,establishment of skin barrier,keratinocyte development,limb epidermis development,mitotic spindle,morphogenesis of embryonic epithelium,negative regulation of keratinocyte proliferation,negative regulation of stem cell proliferation,nucleoplasm,positive regulation of epidermal cell differentiation,regulation of epidermal cell divisionG=0, A=36 G=0.0, A=1.0 0.00001 562.955 36 G=0/0, A=32/4

chr17:74920957 G/T G T SNV MGAT5B MGAT5B:intronic:NM_144677.2 1 46.88 intronic NM_144677.2c.1026-91G>Tp.? -0.37 Glycosyltransferase family 18rs3889146 YES Alpha-1,6-mannosyl-glycoprotein beta-1,6-N-acetylglucosaminyltransferase isozyme BGolgi apparatus,Golgi membrane,alpha-1,6-mannosylglycoprotein 6-beta-N-acetylglucosaminyltransferase activity,integral component of membrane,metal ion binding,protein N-linked glycosylation,protein bindingAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeG=17, T=15 G=0.5313, T=0.4688 0.00001 143.733 32 G=9/8, T=7/8

chr11:66995603 C/C T C SNV KDM2A KDM2A:exonic:NM_012308.2 1 100 11 synonymous NM_012308.2c.1053T>C p.(=) -0.03 CXXC zinc finger domain,F-box domain,F-box-like,JmjC domain, hydroxylase,PHD-fingerrs3741189 0.0104 YES 9.529E-1 (pos.66995603) DNA binding,double-strand break repair via nonhomologous end joining,histone H3-K36 demethylation,histone demethylase activity,histone demethylase activity (H3-K36 specific),methylation,methyltransferase activity,nucleoplasm,nucleus,oxidation-reduction process,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingT=0, C=38 T=0.0, C=1.0 0.00001 603.786 38 T=0/0, C=17/21

chr5:137717265 A/A G A SNV KDM3B KDM3B:exonic:NM_016604.3 1 100 6 missense NM_016604.3c.766G>A p.Ala256Thr -0.67 1 58 0 JmjC domain, hydroxylasers6865472 0 1.0 (pos.137717265) Lysine-specific demethylase 3Bantioxidant activity,cellular oxidant detoxification,chromatin,chromatin DNA binding,dioxygenase activity,histone H3-K9 demethylation,histone demethylase activity,histone demethylase activity (H3-K9 specific),metal ion binding,nucleoplasm,nucleus,oxidation-reduction process,regulation of transcription, DNA-templated,response to cisplatin,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedG=0, A=37 G=0.0, A=1.0 0.00001 583.706 37 G=0/0, A=23/14

chr19:5041178 C/C T C SNV KDM4B KDM4B:exonic:NM_015015.2 1 100 5 synonymous NM_015015.2c.348T>C p.(=) -2.45 JmjC domain, hydroxylase,PHD-finger,PHD-like zinc-binding domain,PHD-zinc-finger like domain,jmjN domainrs2240678 0.0958 YES 7.348E-1 (pos.5041178) Lysine-specific demethylase 4Bcytosol,histone H3-K36 demethylation,histone H3-K9 demethylation,histone demethylase activity,histone demethylase activity (H3-K36 specific),histone demethylase activity (H3-K9 specific),metal ion binding,negative regulation of histone H3-K9 trimethylation,nuclear pericentric heterochromatin,nucleoplasm,nucleus,oxidation-reduction process,regulation of transcription, DNA-templated,transcription, DNA-templatedGlioma;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, PrimitiveT=0, C=44 T=0.0, C=1.0 0.00001 713.943 44 T=0/0, C=29/15

chr17:76118834 C/C G C SNV TMC6 TMC6:intronic:NM_001127198.2 1 100 intronic NM_001127198.2c.1083-4C>Gp.? 0.79 TMC domain rs2057188 0.1007 YES 1.248E-1 (pos.76118834) Transmembrane channel-like 6Golgi apparatus,biological_process,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular exosome,integral component of membrane,ion transport,neutrophil degranulation,nuclear membrane,plasma membrane,protein binding,specific granule membrane,tertiary granule membraneEpidermodysplasia Verruciformis;Skin Diseases;Skin Diseases, Infectious;Skin Diseases, Viral;Skin and Connective Tissue Diseases;WartsG=0, C=40 G=0.0, C=1.0 0.00001 646.039 40 G=0/0, C=8/32

chr17:76120065 G/G A G SNV TMC6 TMC6:intronic:NM_001127198.2 1 100 intronic NM_001127198.2c.1082+5T>Cp.? -2.61 TMC domain rs2613522 0.2838 YES 4.864E-1 (pos.76120065) Transmembrane channel-like 6Golgi apparatus,biological_process,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular exosome,integral component of membrane,ion transport,neutrophil degranulation,nuclear membrane,plasma membrane,protein binding,specific granule membrane,tertiary granule membraneEpidermodysplasia Verruciformis;Skin Diseases;Skin Diseases, Infectious;Skin Diseases, Viral;Skin and Connective Tissue Diseases;WartsA=0, G=34 A=0.0, G=1.0 0.00001 524.186 34 A=0/0, G=20/14

chr1:202705455 C/C G C SNV KDM5B KDM5B:exonic:NM_006618.4 1 100 21 synonymous NM_006618.4c.3150C>G p.(=) -4.02 ARID/BRIGHT DNA binding domain,C5HC2 zinc finger,JmjC domain, hydroxylase,PHD-finger,PLU-1-like protein,jmjN domainrs1141109 0.2226 YES 7.737E-1;0.0 (pos.202705455) Lysine-specific demethylase 5BDNA binding,DNA binding transcription factor activity,branching involved in mammary gland duct morphogenesis,cellular response to fibroblast growth factor stimulus,cellular response to leukemia inhibitory factor,cytosol,dioxygenase activity,histone H3-K4 demethylation,histone H3-K4 demethylation, trimethyl-H3-K4-specific,histone binding,histone demethylase activity,histone demethylase activity (H3-K4 specific),histone demethylase activity (H3-dimethyl-K4 specific),histone demethylase activity (H3-trimethyl-K4 specific),lens fiber cell differentiation,mammary duct terminal end bud growth,metal ion binding,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,oxidation-reduction process,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,post-embryonic development,protein binding,regulation of estradiol secretion,regulation of transcription from RNA polymerase II promoter,response to fungicide,rhythmic process,sequence-specific double-stranG=0, C=49 G=0.0, C=1.0 0.00001 837.985 49 G=0/0, C=21/28

chr1:202733238 T/T C T SNV KDM5B KDM5B:exonic:NM_006618.4 1 100 6 synonymous NM_006618.4c.747G>A p.(=) 0.47 ARID/BRIGHT DNA binding domain,C5HC2 zinc finger,JmjC domain, hydroxylase,PHD-finger,PLU-1-like protein,jmjN domainrs3196669 0.222 YES 7.551E-1 (pos.202733238) Lysine-specific demethylase 5BDNA binding,DNA binding transcription factor activity,branching involved in mammary gland duct morphogenesis,cellular response to fibroblast growth factor stimulus,cellular response to leukemia inhibitory factor,cytosol,dioxygenase activity,histone H3-K4 demethylation,histone H3-K4 demethylation, trimethyl-H3-K4-specific,histone binding,histone demethylase activity,histone demethylase activity (H3-K4 specific),histone demethylase activity (H3-dimethyl-K4 specific),histone demethylase activity (H3-trimethyl-K4 specific),lens fiber cell differentiation,mammary duct terminal end bud growth,metal ion binding,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,oxidation-reduction process,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,post-embryonic development,protein binding,regulation of estradiol secretion,regulation of transcription from RNA polymerase II promoter,response to fungicide,rhythmic process,sequence-specific double-stranC=0, T=30 C=0.0, T=1.0 0.00001 446.639 30 C=0/0, T=13/17

chr17:76198754 C/C T C SNV AFMID AFMID:intronic:NM_001145526.2 1 100 intronic NM_001145526.2c.260-30T>Cp.? -0.41 Carboxylesterase family,alpha/beta hydrolase foldrs35822441 0.3953 YES 7.581E-1 (pos.76198754) arylformamidase activity,cytoplasm,cytosol,hydrolase activity,metabolic process,nucleus,tryptophan catabolic process to kynurenineT=0, C=117 T=0.0, C=1.0 0.00001 1874.05 117 T=0/0, C=47/70

chr17:76396610 A/A G A SNV PGS1 PGS1:intronic:NM_024419.4 1 100 intronic NM_024419.4c.702-148G>Ap.? -2.16 rs2292640 YES Phosphatidylglycerophosphate synthase 1ATP binding,CDP-alcohol phosphatidyltransferase activity,CDP-diacylglycerol-glycerol-3-phosphate 3-phosphatidyltransferase activity,calcium ion binding,cardiolipin biosynthetic process,diacylglycerol metabolic process,endoplasmic reticulum,mitochondrial inner membrane,mitochondrion,phosphatidylglycerol biosynthetic processG=0, A=25 G=0.0, A=1.0 0.00001 353.011 25 G=0/0, A=15/10

chr17:76400236 A/A G A SNV PGS1 PGS1:intronic:NM_024419.4 1 100 intronic NM_024419.4c.1402+66G>Ap.? -0.85 rs3744219 YES Phosphatidylglycerophosphate synthase 1ATP binding,CDP-alcohol phosphatidyltransferase activity,CDP-diacylglycerol-glycerol-3-phosphate 3-phosphatidyltransferase activity,calcium ion binding,cardiolipin biosynthetic process,diacylglycerol metabolic process,endoplasmic reticulum,mitochondrial inner membrane,mitochondrion,phosphatidylglycerol biosynthetic processG=0, A=44 G=0.0, A=1.0 0.00001 730.649 44 G=0/0, A=19/25

chr17:76400258 A/A G A SNV PGS1 PGS1:intronic:NM_024419.4 1 100 intronic NM_024419.4c.1402+88G>Ap.? 0.26 rs3744217 YES Phosphatidylglycerophosphate synthase 1ATP binding,CDP-alcohol phosphatidyltransferase activity,CDP-diacylglycerol-glycerol-3-phosphate 3-phosphatidyltransferase activity,calcium ion binding,cardiolipin biosynthetic process,diacylglycerol metabolic process,endoplasmic reticulum,mitochondrial inner membrane,mitochondrion,phosphatidylglycerol biosynthetic processG=0, A=41 G=0.0, A=1.0 0.00001 664.655 41 G=0/0, A=16/25

chr17:76400268 G/G C G SNV PGS1 PGS1:intronic:NM_024419.4 1 100 intronic NM_024419.4c.1402+98C>Gp.? -1.08 rs3826323 YES Phosphatidylglycerophosphate synthase 1ATP binding,CDP-alcohol phosphatidyltransferase activity,CDP-diacylglycerol-glycerol-3-phosphate 3-phosphatidyltransferase activity,calcium ion binding,cardiolipin biosynthetic process,diacylglycerol metabolic process,endoplasmic reticulum,mitochondrial inner membrane,mitochondrion,phosphatidylglycerol biosynthetic processC=0, G=39 C=0.0, G=1.0 0.00001 623.973 39 C=0/0, G=14/25

chr17:76457910 C/C G C SNV DNAH17 DNAH17:intronic:NM_173628.3 1 100 intronic NM_173628.3c.9175-120C>Gp.? -0.21 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs640292 YES Dynein, axonemal, heavy chain 17 G=0, C=45 G=0.0, C=1.0 0.00001 747.392 45 G=0/0, C=27/18

chr17:76482256 G/G A G SNV

DNAH17,DN

AH17-AS1 DNAH17:intronic:NM_173628.3, DNAH17-AS1:intronic_nc:NR_102401.11
100

intronic NM_173628.3, NR_102401.1c.7102-41T>Cp.? -0.24 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs691142 0.265 YES 7.095E-1;0.0 (pos.76482256) Dynein, axonemal, heavy chain 17 A=0, G=20 A=0.0, G=1.0 0.00001 263.78 20 A=0/0, G=6/14

chr7:139797431 G/T G T SNV KDM7A KDM7A:exonic:NM_030647.1 1 50 15 missense NM_030647.1c.1930C>A p.Arg644Ser 2.47 0.93 110 0 0.17(COSM321080)Cupin-like domain,JmjC domain, hydroxylase,PHD-fingerrs6950119 0.3398 YES 2.571E-1;0.0 (pos.139797431)adenocarcinoma,ductal_carcinoma,small_cell_carcinoma,squamous_cell_carcinomahistone H3-K27 demethylation,histone H3-K36 demethylation,histone H3-K9 demethylation,histone H4-K20 demethylation,histone demethylase activity,histone demethylase activity (H3-K27 specific),histone demethylase activity (H3-K36 specific),histone demethylase activity (H3-K9 specific),histone demethylase activity (H4-K20 specific),iron ion binding,methylated histone binding,midbrain development,nucleolus,nucleoplasm,nucleus,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, 2-oxoglutarate as one donor, and incorporation of one atom each of oxygen into both donors,positive regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingG=16, T=16 G=0.5, T=0.5 0.00001 158.247 32 G=9/7, T=4/12

chr17:76525475 G/G T G SNV DNAH17 DNAH17:intronic:NM_173628.3 1 100 intronic NM_173628.3c.3507+79A>Cp.? -1.49 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs884714 YES Dynein, axonemal, heavy chain 17 T=0, G=29 T=0.0, G=1.0 0.00001 427.603 29 T=0/0, G=15/14

chr16:27231740 C/C G C SNV KDM8 KDM8:exonic:NM_001145348.1 1 100 7 synonymous NM_001145348.1c.1134G>C p.(=) 0.39 Cupin superfamily protein,Cupin-like domainrs34577370 0.1443 YES 2.427E-3;0.0 (pos.27231740) G2/M transition of mitotic cell cycle,chromatin binding,cytosol,histone H3-K36 demethylation,histone demethylase activity,histone demethylase activity (H3-K36 specific),metal ion binding,nucleoplasm,nucleus,oxidation-reduction process,positive regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, C=32 G=0.0, C=1.0 0.00001 484.904 32 G=0/0, C=25/7

chr17:76525805 G/G C G SNV DNAH17 DNAH17:intronic:NM_173628.3 1 100 intronic NM_173628.3c.3285-29G>Cp.? 0.93 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs4969212 0.3776 YES 6.076E-1 (pos.76525805) Dynein, axonemal, heavy chain 17 C=0, G=25 C=0.0, G=1.0 0.00001 352.334 25 C=0/0, G=9/16

chr4:55946081 G/G A G SNV KDR KDR:utr_3:NM_002253.2 1 100 30 utr_3 NM_002253.2c.4098T>C p.? 0.54 Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers4421048 2.00E-04 1.0 (pos.55946081) Kinase insert domain receptorATP binding,ERK1 and ERK2 cascade,Golgi apparatus,Hsp90 protein binding,angiogenesis,calcium-mediated signaling using intracellular calcium source,cell junction,cell migration involved in sprouting angiogenesis,cellular response to hydrogen sulfide,cellular response to vascular endothelial growth factor stimulus,early endosome,embryonic hemopoiesis,endoplasmic reticulum,endosome,endothelium development,extracellular matrix organization,extracellular region,growth factor binding,identical protein binding,integral component of plasma membrane,integrin binding,membrane raft,negative regulation of apoptotic process,negative regulation of endothelial cell apoptotic process,negative regulation of gene expression,nucleus,peptidyl-tyrosine autophosphorylation,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positive regulation of MAPK cascade,positive regulation of angiogenesis,positive regulation of blood vessel endothelial cell migration,positive regulation of cell migrAdenocarcinoma;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Carcinoma;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Hemorrhage;Cerebrovascular Disorders;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Epilepsies, Partial;Epilepsy;Epilepsy, Temporal Lobe;Esophageal Diseases;Esophageal Neoplasms;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Head and Neck Neoplasms;Heart Diseases;Hemangioma;Hemangioma, Capillary;Hemangiosarcoma;Intestinal Diseases;Intestinal Neoplasms;Intracranial Hemorrhages;Kidney Diseases;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental3-(2-aminoquinazolin-6-yl)-1-(3,3-dimethylindolin-6-yl)-4-methylpyridin-2(1H)-one,3-(2-aminoquinazolin-6-yl)-4-methyl-1-3-(trifluoromethyl)phenylpyridin-2(1H)-one,4-2-4-chloro-3-(trifluoromethyl)phenylamino-3H-benzimidazol-5-yloxy-N-methyl-pyridine-2-carboxamide,6-chloro-N-pyrimidin-5-yl-3-{3-(trifluoromethyl)phenylamino}-1,2-benzisoxazole-7-carboxamide,ABT-869,Axitinib,CYC116,Cabozantinib,Cediranib,Foretinib,IMC-1C11,Lenvatinib,Midostaurin,N'-(6-aminopyridin-3-yl)-N-(2-cyclopentylethyl)-4-methyl-benzene-1,3-dicarboxamide,N-(4-phenoxyphenyl)-2-(pyridin-4-ylmethyl)aminonicotinamide,N-(4-{4-AMINO-6-4-(METHYLOXY)PHENYLFURO2,3-DPYRIMIDIN-5-YL}PHENYL)-N'-2-FLUORO-5-(TRIFLUOROMETHYL)PHENYLUREA,N-(CYCLOPROPYLMETHYL)-4-(METHYLOXY)-3-({5-3-(3-PYRIDINYL)PHENYL-1,3-OXAZOL-2-YL}AMINO)BENZENESULFONAMIDE,N-5-(ETHYLSULFONYL)-2-METHOXYPHENYL-5-3-(2-PYRIDINYL)PHENYL-1,3-OXAZOL-2-AMINE,N-cyclopropyl-6-(6,7-dimethoxyquinolin-4-yl)oxynaphthalene-1-carboxamide,Nintedanib,N~4~-(3-methyl-1H-indazol-6-yl)-N~2~-(3,4,5-trimethoxyphenyA=0, G=40 A=0.0, G=1.0 0.00001 644.266 40 A=0/0, G=20/20

chr17:76558159 C/C T C SNV DNAH17 DNAH17:intronic:NM_173628.3 1 100 intronic NM_173628.3c.1570-97A>Gp.? -2.94 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs2376587 Dynein, axonemal, heavy chain 17 T=0, C=60 T=0.0, C=1.0 0.00001 907.068 60 T=0/0, C=28/32

chr12:91449990 T/T C T SNV KERA KERA:exonic:NM_007035.3 1 100 2 synonymous NM_007035.3c.69G>A p.(=) 0.37 Leucine Rich repeat,Leucine rich repeat,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies)rs2735333 0.221 YES 7.859E-1 (pos.91449990) Keratocan Golgi lumen,axonogenesis,cornea development in camera-type eye,extracellular region,extracellular space,keratan sulfate biosynthetic process,keratan sulfate catabolic process,lysosomal lumen,molecular_function,proteinaceous extracellular matrix,response to stimulus,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, InbornC=0, T=43 C=0.0, T=1.0 0.00001 705.844 43 C=0/0, T=18/25

chr14:24909281 T/T C T SNV

KHNYN,SDR

39U1 KHNYN:utr_3:NM_015299.2, SDR39U1:utr_3:NM_020195.2 1
100

8 utr_3 NM_015299.2, NM_020195.2c.4827C>T, c.890G>Ap.?, p.? -0.8 Domain of unknown function (DUF1731),NAD dependent epimerase/dehydratase family,Zc3h12a-like Ribonuclease NYN domainrs1043839 0.0873 YES 8.196E-1 (pos.24909281) Short-chain dehydrogenase/reductase family 39U, member 1RNA binding,biological_process,cellular_component,molecular_function,nucleus,oxidation-reduction process,oxidoreductase activityC=0, T=26 C=0.0, T=1.0 0.00001 371.41 26 C=0/0, T=19/7

chr14:24909362 C/C T C SNV

KHNYN,SDR

39U1 KHNYN:utr_3:NM_015299.2, SDR39U1:exonic:NM_020195.2 1
100

6 missense NM_015299.2, NM_020195.2c.4908T>C, c.809A>Gp.?, p.Gln270Arg 3.58 0.37 43 0 0.45(COSM4148066),0.45(COSM4148067),0.45(COSM4148068)Domain of unknown function (DUF1731),NAD dependent epimerase/dehydratase family,Zc3h12a-like Ribonuclease NYN domainrs1043831 0.0875 YES 8.232E-1 (pos.24909362) neoplasm Short-chain dehydrogenase/reductase family 39U, member 1RNA binding,biological_process,cellular_component,molecular_function,nucleus,oxidation-reduction process,oxidoreductase activityT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=15/13

chr17:7702357 T/T C T SNV DNAH2 DNAH2:intronic:NM_020877.3 1 100 intronic NM_020877.3c.8560-64C>Tp.? -1.6 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,ATPase family associated with various cellular activities (AAA),Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs12949280 YES Dynein, axonemal, heavy chain-2ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,cilium-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule motor activity,microtubule-based movement,motile ciliumAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesC=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=21/5

chr14:24909475 G/G C G SNV

KHNYN,SDR

39U1 KHNYN:utr_3:NM_015299.2, SDR39U1:exonic:NM_020195.2 1
100

6 missense NM_015299.2, NM_020195.2c.5021C>G, c.696G>Cp.?, p.Leu232Phe 0.69 1 22 0.016 0.83(COSM4148069),0.83(COSM4148070),0.83(COSM4148071)Domain of unknown function (DUF1731),NAD dependent epimerase/dehydratase family,Zc3h12a-like Ribonuclease NYN domainrs3211056 0.087 YES 8.208E-1;2.324E-4 (pos.24909475)acute_myeloid_leukaemia,neoplasmShort-chain dehydrogenase/reductase family 39U, member 1RNA binding,biological_process,cellular_component,molecular_function,nucleus,oxidation-reduction process,oxidoreductase activityC=0, G=80 C=0.0, G=1.0 0.00001 1289.3 80 C=0/0, G=49/31

chr17:77811523 A/A AG A INDEL CBX4 CBX4:intronic:NM_003655.2 1 100 intronic NM_003655.2c.179+113CT>Tp.? 0.16, 0.17 CBX family C-terminal motif,Chromo (CHRromatin Organisation MOdifier) domainrs577335150 Chromobox homolog 4, Drosophila polycomb classPRC1 complex,PcG protein complex,SUMO binding,SUMO transferase activity,chromatin binding,covalent chromatin modification,enzyme binding,ligase activity,methylated histone binding,negative regulation of apoptotic process,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear body,nuclear speck,nucleoplasm,nucleus,phosphoprotein binding,protein binding,protein sumoylation,single-stranded RNA binding,transcription corepressor activity,transcription regulatory region DNA binding,transcription, DNA-templatedAG=0, A=57 AG=0.0, A=1.0 0.00001 607.967 57 AG=0/0, A=33/24

chr14:24910973 GA/GA TT GA MNV

KHNYN,SDR

39U1 KHNYN:downstream:NM_015299.2, SDR39U1:exonic:NM_020195.2 2
100

4 missense NM_015299.2, NM_020195.2c.*4482TT>GA, c.234_235delAAinsTCp.?, p.Ile79Leu 0.62, 0.05 0.6 5 0 0.18(COSM4148072),0.18(COSM4148073)Domain of unknown function (DUF1731),NAD dependent epimerase/dehydratase familyrs11625819,rs11625820,rs71419887,rs766792896,rs8798669110.0957 YES 0.0 (pos.24910972),8.151E-1;0.0 (pos.24910974),8.152E-1 (pos.24910973)neoplasm Short-chain dehydrogenase/reductase family 39U, member 1RNA binding,biological_process,cellular_component,molecular_function,nucleus,oxidation-reduction process,oxidoreductase activityTT=0, GA=44TT=0.0, GA=1.0 0.00001 725.697 44 TT=0/0, GA=15/29

chr17:78061979 C/C A C SNV CCDC40 CCDC40:intronic:NM_017950.3 1 100 intronic NM_017950.3c.2711+78A>Cp.? -1.26 BRE1 E3 ubiquitin ligasers12942049 YES Coiled-coil domain-containing protein 40axonemal dynein complex assembly,axoneme,cilium,cilium movement,cytoplasm,determination of digestive tract left/right asymmetry,determination of liver left/right asymmetry,determination of pancreatic left/right asymmetry,epithelial cilium movement,epithelial cilium movement involved in determination of left/right asymmetry,flagellated sperm motility,heart looping,inner dynein arm assembly,lung development,molecular_function,motile cilium assembly,regulation of cilium beat frequencyBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusA=0, C=20 A=0.0, C=1.0 0.00001 263.785 20 A=0/0, C=3/17

chr16:27761040 T/T C T SNV KIAA0556 KIAA0556:exonic:NM_015202.3 1 100 16 missense NM_015202.3c.2759C>T p.Pro920Leu 5.47 0.02 98 0.572 0.89(COSM3999815),0.89(COSM3999816)Domain of unknown function (DUF4457)rs61734902 0.0723 YES 3.389E-2 (pos.27761040) acute_myeloid_leukaemiaKatanin-interacting proteincell projection,cytoplasm,cytoskeleton,extracellular spaceC=0, T=26 C=0.0, T=1.0 0.00001 371.407 26 C=0/0, T=14/12

chr17:78081707 A/A G A SNV GAA GAA:intronic:NM_001079804.2 1 100 intronic NM_001079804.2c.955+12G>Ap.? -1.32 Galactose mutarotase-like,Glycosyl hydrolases family 31,N-terminal barrel of NtMGAM and CtMGAM, maltase-glucoamylase,Trefoil (P-type) domainrs2252455 0.2455 YES 6.317E-1 (pos.78081707) Glucosidase, acid alpha-alpha-1,4-glucosidase activity,azurophil granule membrane,carbohydrate binding,carbohydrate metabolic process,cardiac muscle contraction,catalytic activity,diaphragm contraction,extracellular exosome,ficolin-1-rich granule membrane,glucose metabolic process,glycogen catabolic process,heart morphogenesis,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of membrane,locomotory behavior,lysosomal lumen,lysosomal membrane,lysosome,lysosome organization,maltose alpha-glucosidase activity,maltose metabolic process,membrane,muscle cell cellular homeostasis,neuromuscular process controlling balance,neuromuscular process controlling posture,neutrophil degranulation,oligo-1,6-glucosidase activity,plasma membrane,regulation of the force of heart contraction,sucrose metabolic process,tertiary granule membrane,tissue development,vacuolar sequesteringAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Autoimmune Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Glycogen Storage Disease;Glycogen Storage Disease Type II;Heart Diseases;Heart Valve Diseases;Hypertrophy, Left Ventricular;Immune System Diseases;Kidney Diseases;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Nutritional and Metabolic Diseases;Other Disorder;Pompe disease;Recommended Newborn Screening Panels;Urologic Diseases;Ventricular DysfunctionAT2220,Acarbose,MiglitolBenign G=0, A=44 G=0.0, A=1.0 0.00001 726.544 44 G=0/0, A=15/29

chr17:78081982 A/A G A SNV GAA GAA:intronic:NM_001079804.2 1 100 intronic NM_001079804.2c.956-107G>Ap.? -0.05 Galactose mutarotase-like,Glycosyl hydrolases family 31,N-terminal barrel of NtMGAM and CtMGAM, maltase-glucoamylase,Trefoil (P-type) domainrs2241888 YES Glucosidase, acid alpha-alpha-1,4-glucosidase activity,azurophil granule membrane,carbohydrate binding,carbohydrate metabolic process,cardiac muscle contraction,catalytic activity,diaphragm contraction,extracellular exosome,ficolin-1-rich granule membrane,glucose metabolic process,glycogen catabolic process,heart morphogenesis,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of membrane,locomotory behavior,lysosomal lumen,lysosomal membrane,lysosome,lysosome organization,maltose alpha-glucosidase activity,maltose metabolic process,membrane,muscle cell cellular homeostasis,neuromuscular process controlling balance,neuromuscular process controlling posture,neutrophil degranulation,oligo-1,6-glucosidase activity,plasma membrane,regulation of the force of heart contraction,sucrose metabolic process,tertiary granule membrane,tissue development,vacuolar sequesteringAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Autoimmune Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Glycogen Storage Disease;Glycogen Storage Disease Type II;Heart Diseases;Heart Valve Diseases;Hypertrophy, Left Ventricular;Immune System Diseases;Kidney Diseases;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Nutritional and Metabolic Diseases;Other Disorder;Pompe disease;Recommended Newborn Screening Panels;Urologic Diseases;Ventricular DysfunctionAT2220,Acarbose,MiglitolG=0, A=73 G=0.0, A=1.0 0.00001 1150.49 73 G=0/0, A=40/33

chr17:78082005 T/T C T SNV GAA GAA:intronic:NM_001079804.2 1 100 intronic NM_001079804.2c.956-84C>Tp.? -1.71 Galactose mutarotase-like,Glycosyl hydrolases family 31,N-terminal barrel of NtMGAM and CtMGAM, maltase-glucoamylase,Trefoil (P-type) domainrs2241887 YES Glucosidase, acid alpha-alpha-1,4-glucosidase activity,azurophil granule membrane,carbohydrate binding,carbohydrate metabolic process,cardiac muscle contraction,catalytic activity,diaphragm contraction,extracellular exosome,ficolin-1-rich granule membrane,glucose metabolic process,glycogen catabolic process,heart morphogenesis,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of membrane,locomotory behavior,lysosomal lumen,lysosomal membrane,lysosome,lysosome organization,maltose alpha-glucosidase activity,maltose metabolic process,membrane,muscle cell cellular homeostasis,neuromuscular process controlling balance,neuromuscular process controlling posture,neutrophil degranulation,oligo-1,6-glucosidase activity,plasma membrane,regulation of the force of heart contraction,sucrose metabolic process,tertiary granule membrane,tissue development,vacuolar sequesteringAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Autoimmune Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Glycogen Storage Disease;Glycogen Storage Disease Type II;Heart Diseases;Heart Valve Diseases;Hypertrophy, Left Ventricular;Immune System Diseases;Kidney Diseases;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Nutritional and Metabolic Diseases;Other Disorder;Pompe disease;Recommended Newborn Screening Panels;Urologic Diseases;Ventricular DysfunctionAT2220,Acarbose,MiglitolC=0, T=72 C=0.0, T=1.0 0.00001 1130.68 72 C=0/0, T=39/33

chr17:78084418 A/A G A SNV GAA GAA:intronic:NM_001079804.2 1 100 intronic NM_001079804.2c.1438-108G>Ap.? -1.82 Galactose mutarotase-like,Glycosyl hydrolases family 31,N-terminal barrel of NtMGAM and CtMGAM, maltase-glucoamylase,Trefoil (P-type) domainrs12944802 YES Glucosidase, acid alpha-alpha-1,4-glucosidase activity,azurophil granule membrane,carbohydrate binding,carbohydrate metabolic process,cardiac muscle contraction,catalytic activity,diaphragm contraction,extracellular exosome,ficolin-1-rich granule membrane,glucose metabolic process,glycogen catabolic process,heart morphogenesis,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of membrane,locomotory behavior,lysosomal lumen,lysosomal membrane,lysosome,lysosome organization,maltose alpha-glucosidase activity,maltose metabolic process,membrane,muscle cell cellular homeostasis,neuromuscular process controlling balance,neuromuscular process controlling posture,neutrophil degranulation,oligo-1,6-glucosidase activity,plasma membrane,regulation of the force of heart contraction,sucrose metabolic process,tertiary granule membrane,tissue development,vacuolar sequesteringAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Autoimmune Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Glycogen Storage Disease;Glycogen Storage Disease Type II;Heart Diseases;Heart Valve Diseases;Hypertrophy, Left Ventricular;Immune System Diseases;Kidney Diseases;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Nutritional and Metabolic Diseases;Other Disorder;Pompe disease;Recommended Newborn Screening Panels;Urologic Diseases;Ventricular DysfunctionAT2220,Acarbose,MiglitolG=0, A=20 G=0.0, A=1.0 0.00001 263.783 20 G=0/0, A=10/10

chr17:78084507 C/C G C SNV GAA GAA:intronic:NM_001079804.2 1 100 intronic NM_001079804.2c.1438-19G>Cp.? -0.15 Galactose mutarotase-like,Glycosyl hydrolases family 31,N-terminal barrel of NtMGAM and CtMGAM, maltase-glucoamylase,Trefoil (P-type) domainrs2304844 0.2621 YES 5.284E-1 (pos.78084507) Glucosidase, acid alpha-alpha-1,4-glucosidase activity,azurophil granule membrane,carbohydrate binding,carbohydrate metabolic process,cardiac muscle contraction,catalytic activity,diaphragm contraction,extracellular exosome,ficolin-1-rich granule membrane,glucose metabolic process,glycogen catabolic process,heart morphogenesis,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of membrane,locomotory behavior,lysosomal lumen,lysosomal membrane,lysosome,lysosome organization,maltose alpha-glucosidase activity,maltose metabolic process,membrane,muscle cell cellular homeostasis,neuromuscular process controlling balance,neuromuscular process controlling posture,neutrophil degranulation,oligo-1,6-glucosidase activity,plasma membrane,regulation of the force of heart contraction,sucrose metabolic process,tertiary granule membrane,tissue development,vacuolar sequesteringAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Autoimmune Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Glycogen Storage Disease;Glycogen Storage Disease Type II;Heart Diseases;Heart Valve Diseases;Hypertrophy, Left Ventricular;Immune System Diseases;Kidney Diseases;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Nutritional and Metabolic Diseases;Other Disorder;Pompe disease;Recommended Newborn Screening Panels;Urologic Diseases;Ventricular DysfunctionAT2220,Acarbose,MiglitolBenign G=0, C=21 G=0.0, C=1.0 0.00001 281.235 21 G=0/0, C=8/13

chr17:78086846 G/G A G SNV GAA GAA:intronic:NM_001079804.2 1 100 intronic NM_001079804.2c.2040+20A>Gp.? 0.09 Galactose mutarotase-like,Glycosyl hydrolases family 31,N-terminal barrel of NtMGAM and CtMGAM, maltase-glucoamylase,Trefoil (P-type) domainrs2304836,rs386799742 0.2487 YES 6.412E-1 (pos.78086846) Glucosidase, acid alpha-alpha-1,4-glucosidase activity,azurophil granule membrane,carbohydrate binding,carbohydrate metabolic process,cardiac muscle contraction,catalytic activity,diaphragm contraction,extracellular exosome,ficolin-1-rich granule membrane,glucose metabolic process,glycogen catabolic process,heart morphogenesis,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of membrane,locomotory behavior,lysosomal lumen,lysosomal membrane,lysosome,lysosome organization,maltose alpha-glucosidase activity,maltose metabolic process,membrane,muscle cell cellular homeostasis,neuromuscular process controlling balance,neuromuscular process controlling posture,neutrophil degranulation,oligo-1,6-glucosidase activity,plasma membrane,regulation of the force of heart contraction,sucrose metabolic process,tertiary granule membrane,tissue development,vacuolar sequesteringAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Autoimmune Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Glycogen Storage Disease;Glycogen Storage Disease Type II;Heart Diseases;Heart Valve Diseases;Hypertrophy, Left Ventricular;Immune System Diseases;Kidney Diseases;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Nutritional and Metabolic Diseases;Other Disorder;Pompe disease;Recommended Newborn Screening Panels;Urologic Diseases;Ventricular DysfunctionAT2220,Acarbose,MiglitolBenign A=0, G=30 A=0.0, G=1.0 0.00001 440.025 30 A=0/0, G=6/24

chr17:6483046 C/C T C SNV KIAA0753 KIAA0753:utr_3:NM_014804.2 1 100 19 utr_3 NM_014804.2c.2925A>G p.? 0.16 Protein moonrakerrs3744720,rs773844298 0.4253 YES 6.972E-1;0.0 (pos.6483046) KIAA0753 genecentriolar satellite,centriole,centriole replication,centrosome,cytosol,protein binding,protein localization to centrosomeT=0, C=36 T=0.0, C=1.0 0.00001 563.743 36 T=0/0, C=22/14

chr17:7811998 C/C T C SNV CHD3 CHD3:intronic:NM_001005271.2 1 100 intronic NM_001005271.2c.5439-17T>Cp.? 0.92 CHDCT2 (NUC038) domain,CHDNT (NUC034) domain,Chromo (CHRromatin Organisation MOdifier) domain,Class II histone deacetylase complex subunits 2 and 3,Domain of Unknown Function (DUF1086),Domain of Unknown Function (DUF1087),Helicase conserved C-terminal domain,PHD-finger,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs4239111 0.1657 YES 9.994E-1 (pos.7811998) Chromodomain helicase DNA binding protein-3ATP binding,ATP-dependent DNA helicase activity,DNA binding,DNA duplex unwinding,NuRD complex,RNA binding,centrosome,centrosome cycle,chromatin assembly or disassembly,chromatin organization,cytoplasm,helicase activity,histone deacetylase activity,histone deacetylation,metal ion binding,microtubule organizing center,nucleolus,nucleoplasm,nucleus,protein binding,regulation of signal transduction by p53 class mediator,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,spindle organization,transcription, DNA-templated,zinc ion bindingHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Sezary SyndromeT=0, C=32 T=0.0, C=1.0 0.00001 488.671 32 T=0/0, C=17/15

chr17:6515387 G/G A G SNV KIAA0753 KIAA0753:exonic:NM_014804.2 1 100 8 missense NM_014804.2c.1397T>C p.Leu466Pro -0.78 0.17 98 0 0(COSM3755765)Protein moonrakerrs2289642 0.4263 YES 6.97E-1 (pos.6515387) acute_myeloid_leukaemia,adenocarcinoma,osteosarcomaKIAA0753 genecentriolar satellite,centriole,centriole replication,centrosome,cytosol,protein binding,protein localization to centrosomeA=0, G=40 A=0.0, G=1.0 0.00001 644.286 40 A=0/0, G=27/13

chr17:78178182 T/C T C SNV CARD14 CARD14:intronic:NM_024110.4 1 57.14 intronic NM_024110.4c.2398+42T>Cp.? -2.77 Caspase recruitment domain,Guanylate kinasers4889836 0.4803 YES 4.842E-1 (pos.78178182) Caspase recruitment domain-containing protein 14CARD domain binding,activation of NF-kappaB-inducing kinase activity,apoptotic process,cytoplasm,negative regulation of apoptotic process,plasma membrane,positive regulation of NF-kappaB transcription factor activity,positive regulation of protein phosphorylation,regulation of apoptotic process,tumor necrosis factor-mediated signaling pathwayPityriasis;Pityriasis Rubra Pilaris;Psoriasis;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue DiseasesT=15, C=20 T=0.4286, C=0.5714 0.00001 218.716 35 T=8/7, C=2/18

chr17:78178189 G/A G A SNV CARD14 CARD14:intronic:NM_024110.4 1 57.14 intronic NM_024110.4c.2398+49G>Ap.? 0.55 Caspase recruitment domain,Guanylate kinasers4889997 0.4637 YES 4.576E-1 (pos.78178189) Caspase recruitment domain-containing protein 14CARD domain binding,activation of NF-kappaB-inducing kinase activity,apoptotic process,cytoplasm,negative regulation of apoptotic process,plasma membrane,positive regulation of NF-kappaB transcription factor activity,positive regulation of protein phosphorylation,regulation of apoptotic process,tumor necrosis factor-mediated signaling pathwayPityriasis;Pityriasis Rubra Pilaris;Psoriasis;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue DiseasesG=15, A=20 G=0.4286, A=0.5714 0.00001 218.588 35 G=8/7, A=2/18

chr17:78324048 T/A T A SNV RNF213 RNF213:intronic:NM_001256071.2 1 52.27 intronic NM_001256071.2c.10089-53T>Ap.? -0.31 Zinc finger, C3HC4 type (RING finger)rs9944443 0.4739 YES Ring finger protein 213ATPase activity,angiogenesis,cytoplasm,cytosol,membrane,metal ion binding,negative regulation of non-canonical Wnt signaling pathway,nucleolus,protein autoubiquitination,protein binding,protein homooligomerization,protein polyubiquitination,protein ubiquitination,sprouting angiogenesis,ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activityArterial Occlusive Diseases;Brain Diseases;Cardiovascular Diseases;Carotid Artery Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebrovascular Disorders;Intracranial Arterial Diseases;Moyamoya Disease;Nervous System Diseases;Vascular DiseasesT=21, A=23 T=0.4773, A=0.5227 0.00001 260.157 44 T=16/5, A=16/7

chr17:6515454 T/T C T SNV KIAA0753 KIAA0753:exonic:NM_014804.2 1 100 8 missense NM_014804.2c.1330G>A p.Asp444Asn 1.42 0.33 23 0.025 0.22(COSM1130191)Protein moonrakerrs2289643,rs386794940 0.4631 YES 6.974E-1 (pos.6515454) acute_myeloid_leukaemia,adenocarcinoma,squamous_cell_carcinomaKIAA0753 genecentriolar satellite,centriole,centriole replication,centrosome,cytosol,protein binding,protein localization to centrosomeC=0, T=42 C=0.0, T=1.0 0.00001 685.22 42 C=0/0, T=27/15

chr17:78599655 G/T G T SNV RPTOR RPTOR:intronic:NM_020761.2 1 45.45 intronic NM_020761.2c.265+62G>Tp.? 0.14 HEAT repeat,Raptor N-terminal CASPase like domain,WD domain, G-beta repeatrs901065 YES Regulatory-associated protein of MTOR14-3-3 protein binding,RNA polymerase III type 1 promoter DNA binding,RNA polymerase III type 2 promoter DNA binding,RNA polymerase III type 3 promoter DNA binding,TFIIIC-class transcription factor binding,TOR signaling,TORC1 complex,TORC1 signaling,activation of protein kinase activity,cell cycle arrest,cellular response to amino acid stimulus,cellular response to leucine,cellular response to nutrient levels,cellular response to starvation,cytoplasm,cytoplasmic stress granule,cytosol,dendrite,lysosomal membrane,lysosome,negative regulation of protein serine/threonine kinase activity,neuronal cell body,nucleoplasm,positive regulation of G1/S transition of mitotic cell cycle,positive regulation of TOR signaling,positive regulation of cell growth,positive regulation of endothelial cell proliferation,positive regulation of peptidyl-serine phosphorylation,positive regulation of peptidyl-threonine phosphorylation,positive regulation of protein serine/threonine kinase activity,positive regulation of transcription fMental Disorders;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Substance-Related Disorders;Tobacco Use DisorderG=24, T=20 G=0.5455, T=0.4545 0.00001 213.744 44 G=6/18, T=12/8

chr17:78765219 G/G A G SNV RPTOR RPTOR:intronic:NM_020761.2 1 100 intronic NM_020761.2c.831-31A>Gp.? -0.54 HEAT repeat,Raptor N-terminal CASPase like domain,WD domain, G-beta repeatrs4969429 0.2674 YES 7.376E-1 (pos.78765219) Regulatory-associated protein of MTOR14-3-3 protein binding,RNA polymerase III type 1 promoter DNA binding,RNA polymerase III type 2 promoter DNA binding,RNA polymerase III type 3 promoter DNA binding,TFIIIC-class transcription factor binding,TOR signaling,TORC1 complex,TORC1 signaling,activation of protein kinase activity,cell cycle arrest,cellular response to amino acid stimulus,cellular response to leucine,cellular response to nutrient levels,cellular response to starvation,cytoplasm,cytoplasmic stress granule,cytosol,dendrite,lysosomal membrane,lysosome,negative regulation of protein serine/threonine kinase activity,neuronal cell body,nucleoplasm,positive regulation of G1/S transition of mitotic cell cycle,positive regulation of TOR signaling,positive regulation of cell growth,positive regulation of endothelial cell proliferation,positive regulation of peptidyl-serine phosphorylation,positive regulation of peptidyl-threonine phosphorylation,positive regulation of protein serine/threonine kinase activity,positive regulation of transcription fMental Disorders;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Substance-Related Disorders;Tobacco Use DisorderA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=11/10

chr17:6531648 G/G A G SNV KIAA0753 KIAA0753:exonic:NM_014804.2 1 100 3 synonymous NM_014804.2c.507T>C p.(=) -1.67 0.05(COSM3755766)Protein moonrakerrs2072149 0.423 YES 6.971E-1;1.159E-4 (pos.6531648)acute_myeloid_leukaemia,adenocarcinomaKIAA0753 genecentriolar satellite,centriole,centriole replication,centrosome,cytosol,protein binding,protein localization to centrosomeA=0, G=69 A=0.0, G=1.0 0.00001 1072.78 69 A=0/0, G=24/45

chr17:78896768 C/C T C SNV RPTOR RPTOR:intronic:NM_020761.2 1 100 intronic NM_020761.2c.2624+141T>Cp.? -4.73 HEAT repeat,Raptor N-terminal CASPase like domain,WD domain, G-beta repeatrs2271606 YES Regulatory-associated protein of MTOR14-3-3 protein binding,RNA polymerase III type 1 promoter DNA binding,RNA polymerase III type 2 promoter DNA binding,RNA polymerase III type 3 promoter DNA binding,TFIIIC-class transcription factor binding,TOR signaling,TORC1 complex,TORC1 signaling,activation of protein kinase activity,cell cycle arrest,cellular response to amino acid stimulus,cellular response to leucine,cellular response to nutrient levels,cellular response to starvation,cytoplasm,cytoplasmic stress granule,cytosol,dendrite,lysosomal membrane,lysosome,negative regulation of protein serine/threonine kinase activity,neuronal cell body,nucleoplasm,positive regulation of G1/S transition of mitotic cell cycle,positive regulation of TOR signaling,positive regulation of cell growth,positive regulation of endothelial cell proliferation,positive regulation of peptidyl-serine phosphorylation,positive regulation of peptidyl-threonine phosphorylation,positive regulation of protein serine/threonine kinase activity,positive regulation of transcription fMental Disorders;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Substance-Related Disorders;Tobacco Use DisorderT=0, C=44 T=0.0, C=1.0 0.00001 726.569 44 T=0/0, C=17/27

chr17:79077957 C/C T C SNV BAIAP2 BAIAP2:intronic:NM_017451.2 1 100 intronic NM_017451.2c.1066+49T>Cp.? 0.33 IRSp53/MIM homology domain,Variant SH3 domainrs34057293 0.2631 YES 8.668E-1 (pos.79077957) BAI1-associated protein 2Fc-gamma receptor signaling pathway involved in phagocytosis,Golgi apparatus,PDZ domain binding,actin crosslink formation,actin cytoskeleton,actin filament bundle assembly,axonogenesis,brain development,cadherin binding involved in cell-cell adhesion,cell-cell adherens junction,cell-cell adhesion,cellular response to L-glutamate,cellular response to epidermal growth factor stimulus,cytoplasm,cytoskeletal adaptor activity,cytosol,dendrite development,dendritic shaft,dendritic spine cytoplasm,excitatory synapse,extracellular exosome,filopodium,identical protein binding,insulin receptor signaling pathway,microtubule,neuron projection branch point,neuron projection terminus,neuronal cell body,plasma membrane,plasma membrane organization,positive regulation of actin cytoskeleton reorganization,positive regulation of actin filament polymerization,positive regulation of dendritic spine morphogenesis,positive regulation of excitatory postsynaptic potential,postsynaptic density,presynapse,proline-rich region binding,pT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=12/8

chr1:155904177 C/C T C SNV KIAA0907 KIAA0907:utr_5:NM_014949.3 1 100 1 utr_5 NM_014949.3c.-13A>G p.? -0.37 rs2275079 0.0811 YES 9.353E-1 (pos.155904177) RNA binding,cytoplasm,mRNA splice site selection,nucleus,protein binding,spliceosomal complexT=0, C=45 T=0.0, C=1.0 0.00001 747.288 45 T=0/0, C=23/22

chr17:79163649 A/A G A SNV CEP131 CEP131:intronic:NM_014984.3 1 100 intronic NM_014984.3c.3169-6C>Tp.? -0.06 0.07(COSM4000342),0.07(COSM4000343)rs2292182 0.2576 YES 1.565E-1 (pos.79163649) acute_myeloid_leukaemia G2/M transition of mitotic cell cycle,acrosomal vesicle,cell differentiation,centriolar satellite,centrosome,ciliary basal body-plasma membrane docking,ciliary transition zone,cilium,cytosol,intercellular bridge,intracellular membrane-bounded organelle,intraciliary transport involved in cilium assembly,microtubule cytoskeleton,microtubule organizing center,molecular_function,multicellular organism development,positive regulation of cell proliferation,positive regulation of intracellular protein transport,protein binding,protein complex binding,protein homodimerization activity,protein localization to centrosome,regulation of G2/M transition of mitotic cell cycle,regulation of centrosome duplication,spermatogenesisG=0, A=36 G=0.0, A=1.0 0.00001 568.103 36 G=0/0, A=19/17

chr17:79166230 C/G C G SNV CEP131 CEP131:intronic:NM_014984.3 1 50 intronic NM_014984.3c.2548-38G>Cp.? -1.04 rs545348813 4.909E-4 (pos.79166230) G2/M transition of mitotic cell cycle,acrosomal vesicle,cell differentiation,centriolar satellite,centrosome,ciliary basal body-plasma membrane docking,ciliary transition zone,cilium,cytosol,intercellular bridge,intracellular membrane-bounded organelle,intraciliary transport involved in cilium assembly,microtubule cytoskeleton,microtubule organizing center,molecular_function,multicellular organism development,positive regulation of cell proliferation,positive regulation of intracellular protein transport,protein binding,protein complex binding,protein homodimerization activity,protein localization to centrosome,regulation of G2/M transition of mitotic cell cycle,regulation of centrosome duplication,spermatogenesisC=13, G=13 C=0.5, G=0.5 0.00001 119.114 26 C=9/4, G=9/4

chr15:79755604 A/G A G SNV KIAA1024 KIAA1024:exonic:NM_015206.2 1 46.88 3 missense NM_015206.2c.2494A>G p.Ile832Val 1.63 0.55 29 0 0.34(COSM4128444)Uncharacterised protein family (UPF0258)rs2297773 0.1979 YES 1.481E-1;0.0 (pos.79755604)neoplasm integral component of membrane A=17, G=15 A=0.5313, G=0.4688 0.00001 143.732 32 A=8/9, G=9/6

chr1:92647222 A/AG A AG INDEL KIAA1107 KIAA1107:exonic:NM_015237.3 1 100 6 frameshiftInsertion NM_015237.3c.2443_2444insGp.Asn815fs 1.85 Domain of unknown function (DUF4596) A=0, AG=30 A=0.0, AG=1.0 0.00001 378.763 30 A=0/0, AG=18/12

chr1:109704618 G/G A G SNV KIAA1324 KIAA1324:exonic:NM_020775.4 1 100 2 missense NM_020775.4c.256A>G p.Ile86Val 3.16 1 29 0 rs678238 1.00E-04 9.986E-1 (pos.109704618) KIAA1324 geneRNA binding,autophagosome assembly,cellular response to starvation,extracellular exosome,integral component of membrane,integral component of plasma membrane,late endosome,late endosome membrane,lysosomal membrane,lysosome,plasma membrane,positive regulation of autophagosome assembly,positive regulation of vacuole organization,trans-Golgi networkNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=21/4

chr1:109745618 C/C T C SNV KIAA1324 KIAA1324:exonic:NM_020775.4 1 100 22 missense NM_020775.4c.3026T>C p.Leu1009Pro 1.26 0.34 98 0 0.08(COSM4142097) rs1052878 0.0971 YES 9.682E-1 (pos.109745618)neoplasm KIAA1324 geneRNA binding,autophagosome assembly,cellular response to starvation,extracellular exosome,integral component of membrane,integral component of plasma membrane,late endosome,late endosome membrane,lysosomal membrane,lysosome,plasma membrane,positive regulation of autophagosome assembly,positive regulation of vacuole organization,trans-Golgi networkNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=12/8



chr1:109737063 C/T C T SNV KIAA1324 KIAA1324:exonic:NM_020775.4 1 50 15 synonymous NM_020775.4c.1968C>T p.(=) -2.33 0.13(COSM5618807) rs2359246 0.241 YES 9.731E-1 (pos.109737063)ductal_carcinomaKIAA1324 geneRNA binding,autophagosome assembly,cellular response to starvation,extracellular exosome,integral component of membrane,integral component of plasma membrane,late endosome,late endosome membrane,lysosomal membrane,lysosome,plasma membrane,positive regulation of autophagosome assembly,positive regulation of vacuole organization,trans-Golgi networkNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesC=130, T=130C=0.5, T=0.5 0.00001 1391.06 260 C=59/71, T=75/55

chr8:12879596 CT/CT C CT INDEL KIAA1456 KIAA1456:utr_3:NM_020844.2 1 100 5 utr_3 NM_020844.2c.1408_1409insTp.? 0.08 Hypothetical methyltransferase,Methyltransferase domain,ubiE/COQ5 methyltransferase family KIAA1456 genecytoplasm,ferrous iron binding,nucleus,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, 2-oxoglutarate as one donor, and incorporation of one atom each of oxygen into both donors,tRNA (uracil) methyltransferase activity,tRNA binding,tRNA methylation,tRNA methyltransferase activity,tRNA modification,tRNA wobble uridine modificationC=0, CT=73 C=0.0, CT=1.0 0.00001 566.841 73 C=0/0, CT=37/36

chr17:79422289 C/T C T SNV BAHCC1 BAHCC1:intronic:NM_001291324.1 1 57.89 intronic NM_001291324.1c.4374-4C>Tp.? -0.35 0.11(COSM6280510)BAH domain rs1842041 0.3544 YES 1.758E-1 (pos.79422289) neoplasm BAH domain- and coiled-coil domain-containing protein 1chromatin,chromatin binding,chromatin silencing,chromatin silencing complex,heterochromatin assembly,transcription regulatory region sequence-specific DNA bindingC=16, T=22 C=0.4211, T=0.5789 0.00001 248.656 38 C=5/11, T=11/11

chr8:12879600 T/T C T SNV KIAA1456 KIAA1456:utr_3:NM_020844.2 1 100 5 utr_3 NM_020844.2c.1412C>T p.? 0.06 Hypothetical methyltransferase,Methyltransferase domain,ubiE/COQ5 methyltransferase familyrs498852 0 1.0 (pos.12879600) KIAA1456 genecytoplasm,ferrous iron binding,nucleus,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, 2-oxoglutarate as one donor, and incorporation of one atom each of oxygen into both donors,tRNA (uracil) methyltransferase activity,tRNA binding,tRNA methylation,tRNA methyltransferase activity,tRNA modification,tRNA wobble uridine modificationC=0, T=73 C=0.0, T=1.0 0.00001 1143.47 73 C=0/0, T=37/36

chr17:79424631 G/A G A SNV BAHCC1 BAHCC1:intronic:NM_001291324.1 1 57.14 intronic NM_001291324.1c.4969+13G>Ap.? 0.1 BAH domain rs117681222 0.0844 YES 7.206E-3 (pos.79424631) BAH domain- and coiled-coil domain-containing protein 1chromatin,chromatin binding,chromatin silencing,chromatin silencing complex,heterochromatin assembly,transcription regulatory region sequence-specific DNA bindingG=9, A=12 G=0.4286, A=0.5714 0.00001 109.052 21 G=1/8, A=6/6

chr1:33235626 G/A G A SNV KIAA1522 KIAA1522:exonic:NM_020888.2 1 97.56 6 synonymous NM_020888.2c.846G>A p.(=) -2.8 0.01(COSM3751144),0.01(COSM3751145)rs3737995 0.3536 YES 4.686E-1 (pos.33235626) adenocarcinoma,neoplasm cell differentiation G=2, A=80 G=0.0244, A=0.9756 0.00001 1262.78 82 G=1/1, A=28/52

chr12:32134240 T/T C T SNV KIAA1551 KIAA1551:exonic:NM_018169.3 1 100 4 synonymous NM_018169.3c.351C>T p.(=) 0.12 Domain of unknown function (DUF4617)rs2388982 0.3065 YES 8.002E-1 (pos.32134240) C=0, T=34 C=0.0, T=1.0 0.00001 524.186 34 C=0/0, T=25/9

chr12:32134638 C/C T C SNV KIAA1551 KIAA1551:exonic:NM_018169.3 1 100 4 missense NM_018169.3c.749T>C p.Leu250Pro 0.96 1 98 0 Domain of unknown function (DUF4617)rs2166807,rs762184621 0.2156 YES 8.32E-1;0.0;0.0 (pos.32134638) T=0, C=29 T=0.0, C=1.0 0.00001 427.603 29 T=0/0, C=15/14

chr12:32135441 C/C T C SNV KIAA1551 KIAA1551:exonic:NM_018169.3 1 100 4 missense NM_018169.3c.1552T>C p.Ser518Pro -0.63 0.33 74 0 Domain of unknown function (DUF4617)rs3759301 0.0579 YES 8.921E-1 (pos.32135441) T=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=17/17

chr22:25436904 C/C T C SNV KIAA1671 KIAA1671:exonic:NM_001145206.1 1 100 3 synonymous NM_001145206.1c.3807T>C p.(=) -0.14 0(COSM5505056)Tankyrase binding protein C terminal domainrs1040421 YES carcinoma T=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=10/13

chr22:25577733 C/C T C SNV KIAA1671 KIAA1671:exonic:NM_001145206.1 1 100 8 synonymous NM_001145206.1c.5142T>C p.(=) -4.09 0.01(COSM149267)Tankyrase binding protein C terminal domainrs9612887 0.4494 YES 7.622E-1 (pos.25577733) adenocarcinoma T=0, C=37 T=0.0, C=1.0 0.00001 583.698 37 T=0/0, C=24/13

chr22:25435028 G/T G T SNV KIAA1671 KIAA1671:exonic:NM_001145206.1 1 57.14 3 missense NM_001145206.1c.1931G>T p.Arg644Leu -1.34 0.22 102 0.177 Tankyrase binding protein C terminal domainrs73157984 G=12, T=16 G=0.4286, T=0.5714 0.00001 164.277 28 G=4/8, T=9/7

chr17:79862882 G/G C G SNV PCYT2 PCYT2:intronic:NM_001184917.2 1 100 intronic NM_001184917.2c.1112+60G>Cp.? -0.65 Cytidylyltransferase-likers146889521 YES biosynthetic process,catalytic activity,cellular_component,endoplasmic reticulum membrane,ethanolamine-phosphate cytidylyltransferase activity,phosphatidylethanolamine biosynthetic process,phospholipid biosynthetic processLamivudine C=0, G=31 C=0.0, G=1.0 0.00001 470.167 31 C=0/0, G=12/19

chr17:79893962 A/A G A SNV PYCR1 PYCR1:intronic:NM_006907.3 1 100 intronic NM_006907.3c.138+37C>Tp.? -0.35 NADP oxidoreductase coenzyme F420-dependent,Pyrroline-5-carboxylate reductase dimerisationrs34419046,rs7516110680.0234 YES 0.0 (pos.79893960),7.13E-1 (pos.79893962)Pyrroline-5-carboxylate reductase-1L-proline biosynthetic process,cellular amino acid biosynthetic process,cellular response to oxidative stress,identical protein binding,mitochondrial matrix,mitochondrion,negative regulation of hydrogen peroxide-induced cell death,oxidation-reduction process,proline biosynthetic process,protein binding,pyrroline-5-carboxylate reductase activity,regulation of mitochondrial membrane potentialBone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Cutis Laxa;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Progeria;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesL-Proline,NADH G=0, A=35 G=0.0, A=1.0 0.00001 543.903 35 G=0/0, A=8/27

chr22:25435047 G/A G A SNV KIAA1671 KIAA1671:exonic:NM_001145206.1 1 53.33 3 synonymous NM_001145206.1c.1950G>A p.(=) -0.89 Tankyrase binding protein C terminal domainrs80228367 G=14, A=16 G=0.4667, A=0.5333 0.00001 159.924 30 G=5/9, A=8/8

chr17:80050272 A/A G A SNV FASN FASN:intronic:NM_004104.4 1 100 intronic NM_004104.4c.1029+59C>Tp.? -0.25 Acyl transferase domain,Beta-ketoacyl synthase, C-terminal domain,Beta-ketoacyl synthase, N-terminal domain,KR domain,Ketoacyl-synthetase C-terminal extension,Methyltransferase domain,Phosphopantetheine attachment site,Polyketide synthase dehydratase,Thioesterase domain,Zinc-binding dehydrogenasers17848925 YES Fatty acid synthase3-hydroxyoctanoyl-acyl-carrier-protein dehydratase activity,3-hydroxypalmitoyl-acyl-carrier-protein dehydratase activity,3-oxo-glutaryl-acp methyl ester reductase activity,3-oxo-pimeloyl-acp methyl ester reductase activity,3-oxoacyl-acyl-carrier-protein reductase (NADPH) activity,3-oxoacyl-acyl-carrier-protein synthase activity,Golgi apparatus,NADPH binding,RNA binding,acetyl-CoA metabolic process,acyl-carrier-protein S-acetyltransferase activity,acyl-carrier-protein S-malonyltransferase activity,biosynthetic process,cadherin binding,catalytic activity,cellular response to interleukin-4,cytosol,drug binding,enoyl-acyl-carrier-protein reductase (NADPH, A-specific) activity,enoyl-acyl-carrier-protein reductase (NADPH, B-specific) activity,extracellular exosome,fatty acid biosynthetic process,fatty acid metabolic process,fatty acid synthase activity,fatty-acyl-CoA biosynthetic process,glycogen granule,mammary gland development,melanosome,membrane,metabolic process,mitochondrion,myristoyl-acyl-carrier-protein hydAdenocarcinoma;Adnexal Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Intellectual Disability;Kidney Diseases;Kidney Failure, Chronic;Liposarcoma;Liver Diseases;Liver Neoplasms;Male Urogenital Diseases;Melanoma;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Adipose Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Nevi and Melanomas;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Ovarian Diseases;Ovarian Neoplasms;Overnutrition;Renal ICerulenin,Orlistat G=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=15/11

chr19:18368810 T/T G T SNV KIAA1683 KIAA1683:exonic:NM_001145304.1 1 100 4 missense NM_001145304.1c.3284C>A p.Pro1095His -0.45 0.21 77 0 0(COSM1480790),0(COSM438967)IQ calmodulin-binding motifrs999813 0.4548 YES 5.684E-1 (pos.18368810) acute_myeloid_leukaemia,adenocarcinoma,neoplasmmitochondrion,nucleus,protein binding G=0, T=21 G=0.0, T=1.0 0.00001 281.235 21 G=0/0, T=9/12

chr17:80356019 G/G C G SNV OGFOD3 OGFOD3:intronic:NM_024648.2 1 100 intronic NM_024648.2c.823+53G>Cp.? -0.79 2OG-Fe(II) oxygenase superfamilyrs9905077 YES L-ascorbic acid binding,dioxygenase activity,extracellular exosome,integral component of membrane,iron ion binding,membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygenC=0, G=37 C=0.0, G=1.0 0.00001 583.526 37 C=0/0, G=34/3

chr17:80402296 A/A G A SNV C17orf62 C17orf62:intronic:NM_001100407.2 1 100 intronic NM_001100407.2c.443+27C>Tp.? -0.01 Domain of unknown function (DUF4564)rs7221125 0.282 YES 8.598E-1 (pos.80402296) integral component of membrane,protein bindingHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Follicular;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=14/11

chr19:18375659 T/T C T SNV KIAA1683 KIAA1683:exonic:NM_001145304.1 1 100 3 synonymous NM_001145304.1c.2691G>A p.(=) 0.24 0.04(COSM3766300)IQ calmodulin-binding motifrs12608843 0.2681 YES 3.88E-1;0.0;0.0 (pos.18375659)carcinoma,hepatocellular_carcinoma,malignant_melanomamitochondrion,nucleus,protein binding C=0, T=25 C=0.0, T=1.0 0.00001 352.552 25 C=0/0, T=14/11

chr17:80545156 G/G A G SNV FOXK2 FOXK2:intronic:NM_004514.3 1 100 intronic NM_004514.3c.1786+8A>Gp.? 0.31 FHA domain,Forkhead domainrs6502124 0.0135 YES 9.994E-1;0.0 (pos.80545156) Forkhead box K2 (interleukin enhancer-binding factor 1)DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,anatomical structure morphogenesis,cell differentiation,magnesium ion binding,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein deubiquitination,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingA=0, G=62 A=0.0, G=1.0 0.00001 940.32 62 A=0/0, G=44/18

chr17:80574082 G/G T G SNV WDR45B WDR45B:intronic:NM_019613.3 1 100 intronic NM_019613.3c.929-181A>Cp.? -2.44 rs753569 YES WD repeat domain 45Bautophagy of mitochondrion,autophagy of nucleus,cytosol,extrinsic component of membrane,phosphatidylinositol-3,5-bisphosphate binding,phosphatidylinositol-3-phosphate binding,pre-autophagosomal structure membrane,protein lipidation,protein localization to pre-autophagosomal structureIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsT=0, G=40 T=0.0, G=1.0 0.00001 644.216 40 T=0/0, G=10/30

chr17:80585033 A/A T A SNV WDR45B WDR45B:intronic:NM_019613.3 1 100 intronic NM_019613.3c.332+47A>Tp.? -0.97 rs2291392 0.2145 YES 7.809E-1 (pos.80585033) WD repeat domain 45Bautophagy of mitochondrion,autophagy of nucleus,cytosol,extrinsic component of membrane,phosphatidylinositol-3,5-bisphosphate binding,phosphatidylinositol-3-phosphate binding,pre-autophagosomal structure membrane,protein lipidation,protein localization to pre-autophagosomal structureIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsT=0, A=76 T=0.0, A=1.0 0.00001 1199.73 76 T=0/0, A=31/45

chr17:80616306 C/T C T SNV RAB40B RAB40B:intronic:NM_006822.2 1 45.83 intronic NM_006822.2c.565+61G>Ap.? -0.2 ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinase,SOCS boxrs2306756 YES GTP binding,GTPase activity,endosome,intracellular,intracellular signal transduction,multi-organism toxin transport,nuclear envelope,perinuclear region of cytoplasm,plasma membrane,protein localization to plasma membrane,protein secretion,protein ubiquitination,regulation of exocytosis,secretory granule membrane,synaptic vesicle,vesicle docking involved in exocytosisC=13, T=11 C=0.5417, T=0.4583 0.00001 93.4399 24 C=7/6, T=3/8

chr17:80693701 TG/TG T TG INDEL FN3K FN3K:intronic:NM_022158.3 1 100 intronic NM_022158.3c.141+48T>TGp.? -0.19 Fructosamine kinase,Phosphotransferase enzyme familyrs753669266,rs761503033 0.0 (pos.80693695),0.0 (pos.80693701) Fructosamine 3-kinasecellular_component,cytosol,epithelial cell differentiation,fructosamine metabolic process,fructosamine-3-kinase activity,fructoselysine metabolic process,kinase activity,phosphorylation,post-translational protein modificationT=0, TG=35 T=0.0, TG=1.0 0.00001 322.907 35 T=0/0, TG=19/16

chr17:80693705 G/G A G SNV FN3K FN3K:intronic:NM_022158.3 1 100 intronic NM_022158.3c.141+52A>Gp.? -1.41 Fructosamine kinase,Phosphotransferase enzyme familyrs2256322,rs753669266 0.0 (pos.80693695),1.0 (pos.80693705) Fructosamine 3-kinasecellular_component,cytosol,epithelial cell differentiation,fructosamine metabolic process,fructosamine-3-kinase activity,fructoselysine metabolic process,kinase activity,phosphorylation,post-translational protein modificationA=0, G=35 A=0.0, G=1.0 0.00001 535.811 35 A=0/0, G=19/16

chr19:18376407 A/A T A SNV KIAA1683 KIAA1683:exonic:NM_001145304.1 1 100 3 missense NM_001145304.1c.1943A>T p.Tyr648Phe -0.55 0 22 0.002 0.01(COSM3680814),0.01(COSM3680815),0.02(COSM4000575),0.02(COSM4000576)IQ calmodulin-binding motifrs8110972 0.4258 YES 5.604E-1 (pos.18376407) acute_myeloid_leukaemia mitochondrion,nucleus,protein binding T=0, A=47 T=0.0, A=1.0 0.00001 789.328 47 T=0/0, A=27/20

chr17:80827903 T/T C T SNV TBCD TBCD:intronic:NM_005993.4 1 100 intronic NM_005993.4c.1319-197C>Tp.? -1.69 Tubulin folding cofactor D C terminalrs9892064 YES Tubulin-specific chaperone DGTPase activator activity,adherens junction,adherens junction assembly,beta-tubulin binding,bicellular tight junction,bicellular tight junction assembly,cell morphogenesis involved in neuron differentiation,centrosome,chaperone binding,cytoplasm,lateral plasma membrane,microtubule,mitotic cell cycle,negative regulation of cell-substrate adhesion,negative regulation of microtubule polymerization,positive regulation of GTPase activity,post-chaperonin tubulin folding pathway,protein binding,protein folding,tubulin complex assemblyC=0, T=27 C=0.0, T=1.0 0.00001 389.859 27 C=0/0, T=19/8

chr17:80827955 G/G A G SNV TBCD TBCD:intronic:NM_005993.4 1 100 intronic NM_005993.4c.1319-145A>Gp.? -0.14 Tubulin folding cofactor D C terminalrs7222931 Tubulin-specific chaperone DGTPase activator activity,adherens junction,adherens junction assembly,beta-tubulin binding,bicellular tight junction,bicellular tight junction assembly,cell morphogenesis involved in neuron differentiation,centrosome,chaperone binding,cytoplasm,lateral plasma membrane,microtubule,mitotic cell cycle,negative regulation of cell-substrate adhesion,negative regulation of microtubule polymerization,positive regulation of GTPase activity,post-chaperonin tubulin folding pathway,protein binding,protein folding,tubulin complex assemblyA=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=19/10

chr17:80828057 A/A G A SNV TBCD TBCD:intronic:NM_005993.4 1 100 intronic NM_005993.4c.1319-43G>Ap.? -0.07 Tubulin folding cofactor D C terminalrs3744161 0.4229 YES 7.252E-1;0.0 (pos.80828057) Tubulin-specific chaperone DGTPase activator activity,adherens junction,adherens junction assembly,beta-tubulin binding,bicellular tight junction,bicellular tight junction assembly,cell morphogenesis involved in neuron differentiation,centrosome,chaperone binding,cytoplasm,lateral plasma membrane,microtubule,mitotic cell cycle,negative regulation of cell-substrate adhesion,negative regulation of microtubule polymerization,positive regulation of GTPase activity,post-chaperonin tubulin folding pathway,protein binding,protein folding,tubulin complex assemblyG=0, A=29 G=0.0, A=1.0 0.00001 427.564 29 G=0/0, A=16/13

chr17:80828303 A/A G A SNV TBCD TBCD:intronic:NM_005993.4 1 100 intronic NM_005993.4c.1475+47G>Ap.? -1.68 Tubulin folding cofactor D C terminalrs3744160 0.2521 YES 4.623E-1 (pos.80828303) Tubulin-specific chaperone DGTPase activator activity,adherens junction,adherens junction assembly,beta-tubulin binding,bicellular tight junction,bicellular tight junction assembly,cell morphogenesis involved in neuron differentiation,centrosome,chaperone binding,cytoplasm,lateral plasma membrane,microtubule,mitotic cell cycle,negative regulation of cell-substrate adhesion,negative regulation of microtubule polymerization,positive regulation of GTPase activity,post-chaperonin tubulin folding pathway,protein binding,protein folding,tubulin complex assemblyG=0, A=27 G=0.0, A=1.0 0.00001 389.983 27 G=0/0, A=9/18

chr17:80878389 G/G A G SNV TBCD TBCD:intronic:NM_005993.4 1 100 intronic NM_005993.4c.2039-43A>Gp.? 0.13 Tubulin folding cofactor D C terminalrs1471197 0 1.0 (pos.80878389) Tubulin-specific chaperone DGTPase activator activity,adherens junction,adherens junction assembly,beta-tubulin binding,bicellular tight junction,bicellular tight junction assembly,cell morphogenesis involved in neuron differentiation,centrosome,chaperone binding,cytoplasm,lateral plasma membrane,microtubule,mitotic cell cycle,negative regulation of cell-substrate adhesion,negative regulation of microtubule polymerization,positive regulation of GTPase activity,post-chaperonin tubulin folding pathway,protein binding,protein folding,tubulin complex assemblyA=0, G=45 A=0.0, G=1.0 0.00001 747.338 45 A=0/0, G=31/14

chr17:80890638 C/C T C SNV TBCD TBCD:intronic:NM_005993.4 1 100 intronic NM_005993.4c.3191+27T>Cp.? 0.3 Tubulin folding cofactor D C terminalrs898095 0.4844 YES 6.398E-1 (pos.80890638) Tubulin-specific chaperone DGTPase activator activity,adherens junction,adherens junction assembly,beta-tubulin binding,bicellular tight junction,bicellular tight junction assembly,cell morphogenesis involved in neuron differentiation,centrosome,chaperone binding,cytoplasm,lateral plasma membrane,microtubule,mitotic cell cycle,negative regulation of cell-substrate adhesion,negative regulation of microtubule polymerization,positive regulation of GTPase activity,post-chaperonin tubulin folding pathway,protein binding,protein folding,tubulin complex assemblyT=0, C=25 T=0.0, C=1.0 0.00001 350.246 25 T=0/0, C=4/21

chr17:80895253 A/A G A SNV TBCD TBCD:intronic:NM_005993.4 1 100 intronic NM_005993.4c.3281+17G>Ap.? -3.27 Tubulin folding cofactor D C terminalrs8079398 0.4239 YES 5.607E-1 (pos.80895253) Tubulin-specific chaperone DGTPase activator activity,adherens junction,adherens junction assembly,beta-tubulin binding,bicellular tight junction,bicellular tight junction assembly,cell morphogenesis involved in neuron differentiation,centrosome,chaperone binding,cytoplasm,lateral plasma membrane,microtubule,mitotic cell cycle,negative regulation of cell-substrate adhesion,negative regulation of microtubule polymerization,positive regulation of GTPase activity,post-chaperonin tubulin folding pathway,protein binding,protein folding,tubulin complex assemblyG=0, A=37 G=0.0, A=1.0 0.00001 583.706 37 G=0/0, A=20/17

chr19:18377274 G/G A G SNV KIAA1683 KIAA1683:exonic:NM_001145304.1 1 100 3 missense NM_001145304.1c.1076T>C p.Met359Thr -0.49 0.46 81 0 0.01(COSM4000579),0.01(COSM4000580)IQ calmodulin-binding motifrs3746186 0.4262 YES 5.612E-1 (pos.18377274) acute_myeloid_leukaemia mitochondrion,nucleus,protein binding A=0, G=30 A=0.0, G=1.0 0.00001 446.638 30 A=0/0, G=10/20

chr17:81006286 A/A G A SNV B3GNTL1 B3GNTL1:intronic:NM_001009905.2 1 100 intronic NM_001009905.2c.277+61C>Tp.? -0.16 Glycosyl transferase family 2,Glycosyltransferase like family 2rs10852789 YES Beat-1,3-N-acetylglucosaminyltransferase-like 1transferase activity, transferring glycosyl groups G=0, A=94 G=0.0, A=1.0 0.00001 1571.14 94 G=0/0, A=61/33

chr19:18377496 G/G C G SNV KIAA1683 KIAA1683:exonic:NM_001145304.1 1 100 3 missense NM_001145304.1c.854G>C p.Ser285Thr -0.13 1 58 0 0(COSM4000581),0(COSM4000582)IQ calmodulin-binding motifrs8104533 0.4256 YES 5.604E-1 (pos.18377496) acute_myeloid_leukaemia mitochondrion,nucleus,protein binding C=0, G=26 C=0.0, G=1.0 0.00001 371.419 26 C=0/0, G=9/17

chr19:18378219 G/G A G SNV KIAA1683 KIAA1683:exonic:NM_001145304.1 1 100 3 missense NM_001145304.1c.131T>C p.Leu44Pro -1.3 0.22 98 0 0.01(COSM4000583),0.01(COSM4000584)IQ calmodulin-binding motifrs1469023 0.4455 YES 5.609E-1 (pos.18378219) acute_myeloid_leukaemia mitochondrion,nucleus,protein binding A=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=7/16

chr20:36850940 G/C G C SNV KIAA1755 KIAA1755:exonic:NM_001029864.1 1 50 10 synonymous NM_001029864.1c.2328C>G p.(=) -3.84 rs41310010 0.0677 YES 1.161E-1;0.0 (pos.36850940) G=13, C=13 G=0.5, C=0.5 0.00001 119.613 26 G=9/4, C=1/12

chr2:8870814 G/G A G SNV KIDINS220 KIDINS220:utr_3:NM_020738.3 1 100 30 utr_3 NM_020738.3c.5352T>C p.? 0.57 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KAP family P-loop domainrs6431959 0.0114 YES 9.406E-1 (pos.8870814) Kinase D-interacting substrate, 220kDPDZ domain binding,activation of MAPKK activity,cellular response to nerve growth factor stimulus,cytosol,dendrite morphogenesis,in utero embryonic development,integral component of membrane,late endosome,membrane,nerve growth factor signaling pathway,positive regulation of neuron projection development,protein complex,protein kinase regulator activity,regulation of protein kinase activityA=0, G=24 A=0.0, G=1.0 0.00001 334.756 24 A=0/0, G=18/6

chr17:8158273 G/G A G SNV PFAS PFAS:intronic:NM_012393.2 1 100 intronic NM_012393.2c.279-72A>Gp.? 0.1 AIR synthase related protein, C-terminal domain,CobB/CobQ-like glutamine amidotransferase domainrs6503094 YES phosphoribosylformylglycinamidine synthase (FGAR amidotransferase)'de novo' IMP biosynthetic process,ATP binding,cytoplasm,cytosol,extracellular exosome,glutamine metabolic process,metal ion binding,phosphoribosylformylglycinamidine synthase activity,purine ribonucleoside monophosphate biosynthetic process,response to drugGlutamic Acid,L-GlutamineA=0, G=34 A=0.0, G=1.0 0.00001 523.622 34 A=0/0, G=22/12

chr6:17764279 C/C A C SNV KIF13A KIF13A:utr_3:NM_022113.5 1 100 39 utr_3 NM_022113.5c.5480T>G p.? 0.65 FHA domain,Kinesin motor domain,Kinesin protein,Kinesin protein 1B,Kinesin-associated,Microtubule bindingrs1044654 YES Kinesin family member 13AATP binding,ATPase activity,Golgi to plasma membrane protein transport,cargo loading into vesicle,centrosome,cytokinesis,cytoskeleton-dependent intracellular transport,endosome membrane,endosome to lysosome transport,intracellular,intracellular protein transport,kinesin complex,melanosome organization,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,midbody,plus-end-directed vesicle transport along microtubule,protein binding,trans-Golgi network membraneA=0, C=31 A=0.0, C=1.0 0.00001 465.819 31 A=0/0, C=15/16

chr17:8169006 C/C T C SNV PFAS PFAS:intronic:NM_012393.2 1 100 intronic NM_012393.2c.2545+49T>Cp.? -0.03 AIR synthase related protein, C-terminal domain,CobB/CobQ-like glutamine amidotransferase domainrs11655563,rs7491774020.1819 YES 3.838E-1;0.0 (pos.8169006) phosphoribosylformylglycinamidine synthase (FGAR amidotransferase)'de novo' IMP biosynthetic process,ATP binding,cytoplasm,cytosol,extracellular exosome,glutamine metabolic process,metal ion binding,phosphoribosylformylglycinamidine synthase activity,purine ribonucleoside monophosphate biosynthetic process,response to drugGlutamic Acid,L-GlutamineT=0, C=39 T=0.0, C=1.0 0.00001 623.98 39 T=0/0, C=34/5

chr17:8387439 ATGAA/ATGAA A ATGAA INDEL MYH10 MYH10:intronic:NM_001256012.1 4 100 intronic NM_001256012.1c.5175+17T>TTCATp.? 0.24 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailMyosin, heavy polypeptide-10, non-muscleADP binding,ATP binding,ATPase activity,actin binding,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,actomyosin,actomyosin structure organization,calmodulin binding,cell adhesion,cell cortex,cleavage furrow,cytoplasm,cytosol,extracellular exosome,lamellipodium,microfilament motor activity,midbody,mitotic cytokinesis,motor activity,myosin II complex,myosin II filament,myosin complex,nucleus,protein binding,regulation of cell shape,stress fiberFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, ATGAA=21A=0.0, ATGAA=1.0 0.00001 281.235 21 A=0/0, ATGAA=15/6

chr17:8449767 G/G A G SNV MYH10 MYH10:intronic:NM_001256012.1 1 100 intronic NM_001256012.1c.1278+95T>Cp.? -1.35 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs4791724 YES Myosin, heavy polypeptide-10, non-muscleADP binding,ATP binding,ATPase activity,actin binding,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,actomyosin,actomyosin structure organization,calmodulin binding,cell adhesion,cell cortex,cleavage furrow,cytoplasm,cytosol,extracellular exosome,lamellipodium,microfilament motor activity,midbody,mitotic cytokinesis,motor activity,myosin II complex,myosin II filament,myosin complex,nucleus,protein binding,regulation of cell shape,stress fiberFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, G=187 A=0.0, G=1.0 0.00001 3128.02 187 A=0/0, G=101/86

chr6:17781450 A/A G A SNV KIF13A KIF13A:exonic:NM_022113.5 1 100 30 synonymous NM_022113.5c.3627C>T p.(=) 1.53 0.91(COSM3761713),0.91(COSM3761714),0.91(COSM3761715)FHA domain,Kinesin motor domain,Kinesin protein,Kinesin protein 1B,Kinesin-associated,Microtubule bindingrs942376 0.1901 YES 2.01E-1 (pos.17781450) adenocarcinoma,carcinoma,neoplasmKinesin family member 13AATP binding,ATPase activity,Golgi to plasma membrane protein transport,cargo loading into vesicle,centrosome,cytokinesis,cytoskeleton-dependent intracellular transport,endosome membrane,endosome to lysosome transport,intracellular,intracellular protein transport,kinesin complex,melanosome organization,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,midbody,plus-end-directed vesicle transport along microtubule,protein binding,trans-Golgi network membraneG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=13/11

chr8:29005093 G/G A G SNV KIF13B KIF13B:exonic:NM_015254.3 1 100 17 synonymous NM_015254.3c.1840T>C p.(=) 2.31 0.19(COSM6299797),0.19(COSM6299798)CAP-Gly domain,FHA domain,Kinesin motor domain,Kinesin protein,Kinesin protein 1B,Kinesin-associated,Microtubule bindingrs6986672 0.134 YES 4.282E-1 (pos.29005093) neoplasm Kinesin family member 13B14-3-3 protein binding,ATP binding,ATPase activity,T cell activation,axon,cytoplasm,cytoskeleton-dependent intracellular transport,cytosol,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,microvillus,paranode region of axon,protein binding,protein kinase binding,protein targeting,regulation of axonogenesis,signal transductionA=0, G=30 A=0.0, G=1.0 0.00001 446.552 30 A=0/0, G=20/10

chr1:21011346 A/G A G SNV KIF17 KIF17:exonic:NM_020816.3 1 51.85 10 synonymous NM_020816.3c.2187T>C p.(=) -5.85 Kinesin motor domain,Microtubule bindingrs12028811 0.088 YES 3.818E-1 (pos.21011346) Kinesin family member 17ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,anterograde dendritic transport of neurotransmitter receptor complex,axoneme,cell projection organization,ciliary basal body,cilium,cytosol,dendrite cytoplasm,intraciliary transport involved in cilium assembly,intraciliary transport particle B,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,neurogenesis,periciliary membrane compartment,photoreceptor connecting cilium,vesicle-mediated transportDigestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte DisordersA=13, G=14 A=0.4815, G=0.5185 0.00001 132.664 27 A=5/8, G=6/8

chr11:28057957 C/C T C SNV KIF18A KIF18A:exonic:NM_031217.3 1 100 14 missense NM_031217.3c.2203A>G p.Ile735Val -0.36 1 29 0 0.04(COSM4418329)Kinesin motor domain,Microtubule bindingrs10458896 0.2916 YES 4.442E-1 (pos.28057957) acute_myeloid_leukaemiaKinesin family member 18AATP binding,ATP-dependent microtubule motor activity, plus-end-directed,actin binding,antigen processing and presentation of exogenous peptide antigen via MHC class II,caveola,cellular response to estradiol stimulus,cytoplasm,cytosol,kinesin complex,kinetochore,kinetochore microtubule,male meiotic nuclear division,microtubule binding,microtubule cytoskeleton,microtubule depolymerization,microtubule organizing center,microtubule plus-end binding,microtubule-based movement,mitotic metaphase plate congression,mitotic spindle midzone,nucleus,protein binding,protein transport,regulation of microtubule cytoskeleton organization,retrograde vesicle-mediated transport, Golgi to ER,ruffle,seminiferous tubule development,sister chromatid cohesion,tubulin-dependent ATPase activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=0, C=53 T=0.0, C=1.0 0.00001 782.027 53 T=0/0, C=37/16

chr17:9820695 C/T C T SNV GAS7 GAS7:intronic:NM_201433.1 1 56 intronic NM_201433.1c.1318-37G>Ap.? -0.62 Fes/CIP4, and EFC/F-BAR homology domain,SH3 domain,Unstructured linker region between on GAS7 protein,Variant SH3 domain,WW domainrs4791910 0.4305 YES 5.75E-1 (pos.9820695) Growth arrest-specific 7DNA binding transcription factor activity,cell cycle arrest,cell differentiation,cytoplasm,nervous system development,protein binding,regulation of transcription, DNA-templatedAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Urologic DiseasesC=11, T=14 C=0.44, T=0.56 0.00001 134.316 25 C=9/2, T=9/5

chr17:9820739 A/G A G SNV GAS7 GAS7:intronic:NM_201433.1 1 52.38 intronic NM_201433.1c.1318-81T>Cp.? -1.53 Fes/CIP4, and EFC/F-BAR homology domain,SH3 domain,Unstructured linker region between on GAS7 protein,Variant SH3 domain,WW domainrs11078821 YES Growth arrest-specific 7DNA binding transcription factor activity,cell cycle arrest,cell differentiation,cytoplasm,nervous system development,protein binding,regulation of transcription, DNA-templatedAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Urologic DiseasesA=10, G=11 A=0.4762, G=0.5238 0.00001 95.2548 21 A=8/2, G=6/5

chr18:10680017 C/C T C SNV PIEZO2 PIEZO2:intronic:NM_022068.3 1 100 intronic NM_022068.3c.7613+179A>Gp.? 0.28 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs386801177,rs688714 YES PIEZO-type mechanosensitive ion channel component 2cation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,detection of mechanical stimulus involved in sensory perception,integral component of membrane,ion transmembrane transport,mechanically-gated ion channel activity,plasma membrane,regulation of membrane potential,response to mechanical stimulusAbnormalities, Multiple;Arachnodactyly;Arthrogryposis;Blepharophimosis;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Cleft Palate;Clubfoot;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Cranial Nerve Diseases;Craniofacial Abnormalities;Embolism and Thrombosis;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Retinal Diseases;Skin and T=0, C=40 T=0.0, C=1.0 0.00001 644.279 40 T=0/0, C=17/23

chr18:10680024 A/A C A SNV PIEZO2 PIEZO2:intronic:NM_022068.3 1 100 intronic NM_022068.3c.7613+172G>Tp.? 0.2 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs386801177,rs486001 YES PIEZO-type mechanosensitive ion channel component 2cation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,detection of mechanical stimulus involved in sensory perception,integral component of membrane,ion transmembrane transport,mechanically-gated ion channel activity,plasma membrane,regulation of membrane potential,response to mechanical stimulusAbnormalities, Multiple;Arachnodactyly;Arthrogryposis;Blepharophimosis;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Cleft Palate;Clubfoot;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Cranial Nerve Diseases;Craniofacial Abnormalities;Embolism and Thrombosis;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Retinal Diseases;Skin and C=0, A=40 C=0.0, A=1.0 0.00001 644.286 40 C=0/0, A=17/23

chr18:10680104 T/T C T SNV PIEZO2 PIEZO2:intronic:NM_022068.3 1 100 intronic NM_022068.3c.7613+92G>Ap.? -1.78 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs1944383 YES PIEZO-type mechanosensitive ion channel component 2cation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,detection of mechanical stimulus involved in sensory perception,integral component of membrane,ion transmembrane transport,mechanically-gated ion channel activity,plasma membrane,regulation of membrane potential,response to mechanical stimulusAbnormalities, Multiple;Arachnodactyly;Arthrogryposis;Blepharophimosis;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Cleft Palate;Clubfoot;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Cranial Nerve Diseases;Craniofacial Abnormalities;Embolism and Thrombosis;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Retinal Diseases;Skin and C=0, T=39 C=0.0, T=1.0 0.00001 623.952 39 C=0/0, T=16/23

chr18:10680132 T/T C T SNV PIEZO2 PIEZO2:intronic:NM_022068.3 1 100 intronic NM_022068.3c.7613+64G>Ap.? -0.13 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs688237 YES PIEZO-type mechanosensitive ion channel component 2cation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,detection of mechanical stimulus involved in sensory perception,integral component of membrane,ion transmembrane transport,mechanically-gated ion channel activity,plasma membrane,regulation of membrane potential,response to mechanical stimulusAbnormalities, Multiple;Arachnodactyly;Arthrogryposis;Blepharophimosis;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Cleft Palate;Clubfoot;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Cranial Nerve Diseases;Craniofacial Abnormalities;Embolism and Thrombosis;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Retinal Diseases;Skin and C=0, T=46 C=0.0, T=1.0 0.00001 768.262 46 C=0/0, T=22/24

chr18:10680142 A/A T A SNV PIEZO2 PIEZO2:intronic:NM_022068.3 1 100 intronic NM_022068.3c.7613+54A>Tp.? 0.43 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs688222 YES PIEZO-type mechanosensitive ion channel component 2cation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,detection of mechanical stimulus involved in sensory perception,integral component of membrane,ion transmembrane transport,mechanically-gated ion channel activity,plasma membrane,regulation of membrane potential,response to mechanical stimulusAbnormalities, Multiple;Arachnodactyly;Arthrogryposis;Blepharophimosis;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Cleft Palate;Clubfoot;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Cranial Nerve Diseases;Craniofacial Abnormalities;Embolism and Thrombosis;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Retinal Diseases;Skin and T=0, A=48 T=0.0, A=1.0 0.00001 810.434 48 T=0/0, A=24/24

chr18:10680163 A/A G A SNV PIEZO2 PIEZO2:intronic:NM_022068.3 1 100 intronic NM_022068.3c.7613+33C>Tp.? -0.17 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs487037 0.1771 YES 6.714E-1 (pos.10680163) PIEZO-type mechanosensitive ion channel component 2cation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,detection of mechanical stimulus involved in sensory perception,integral component of membrane,ion transmembrane transport,mechanically-gated ion channel activity,plasma membrane,regulation of membrane potential,response to mechanical stimulusAbnormalities, Multiple;Arachnodactyly;Arthrogryposis;Blepharophimosis;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Cleft Palate;Clubfoot;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Cranial Nerve Diseases;Craniofacial Abnormalities;Embolism and Thrombosis;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Retinal Diseases;Skin and G=0, A=48 G=0.0, A=1.0 0.00001 798.197 48 G=0/0, A=24/24

chr18:10741011 A/A G A SNV PIEZO2 PIEZO2:intronic:NM_022068.3 1 100 intronic NM_022068.3c.4633+18C>Tp.? 4.12 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs5024299 0.2087 YES 9.277E-1 (pos.10741011) PIEZO-type mechanosensitive ion channel component 2cation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,detection of mechanical stimulus involved in sensory perception,integral component of membrane,ion transmembrane transport,mechanically-gated ion channel activity,plasma membrane,regulation of membrane potential,response to mechanical stimulusAbnormalities, Multiple;Arachnodactyly;Arthrogryposis;Blepharophimosis;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Cleft Palate;Clubfoot;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Cranial Nerve Diseases;Craniofacial Abnormalities;Embolism and Thrombosis;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Retinal Diseases;Skin and Benign G=0, A=40 G=0.0, A=1.0 0.00001 644.286 40 G=0/0, A=31/9

chr17:72346855 C/C T C SNV KIF19 KIF19:exonic:NM_153209.3 1 100 12 synonymous NM_153209.3c.1398T>C p.(=) -2.52 0.01(COSM3755820)Kinesin motor domain,Microtubule bindingrs11077744 0.2037 YES 7.426E-1 (pos.72346855) adenocarcinoma,squamous_cell_carcinomaATP binding,ATP-dependent microtubule motor activity, plus-end-directed,ATPase activity,axonemal microtubule depolymerization,axoneme,cilium,cytoplasm,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,plus-end specific microtubule depolymerizationT=0, C=20 T=0.0, C=1.0 0.00001 263.778 20 T=0/0, C=11/9

chr17:72349067 T/T C T SNV KIF19 KIF19:exonic:NM_153209.3 1 100 15 synonymous NM_153209.3c.2088C>T p.(=) -0.05 0.12(COSM3755821)Kinesin motor domain,Microtubule bindingrs2280108 0.4909 YES 3.982E-1 (pos.72349067) acute_myeloid_leukaemia,adenocarcinomaATP binding,ATP-dependent microtubule motor activity, plus-end-directed,ATPase activity,axonemal microtubule depolymerization,axoneme,cilium,cytoplasm,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,plus-end specific microtubule depolymerizationC=0, T=26 C=0.0, T=1.0 0.00001 371.418 26 C=0/0, T=17/9

chr17:72350412 A/A G A SNV KIF19 KIF19:exonic:NM_153209.3 1 100 18 missense NM_153209.3c.2420G>A p.Arg807His 1.29 0.02 29 0.008 0.07(COSM437309)Kinesin motor domain,Microtubule bindingrs2271535 0.4672 YES 4.035E-1 (pos.72350412) adenocarcinoma,neoplasm ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,ATPase activity,axonemal microtubule depolymerization,axoneme,cilium,cytoplasm,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,plus-end specific microtubule depolymerizationG=0, A=159 G=0.0, A=1.0 0.00001 2529.88 159 G=0/0, A=99/60

chr18:10763132 T/T C T SNV PIEZO2 PIEZO2:intronic:NM_022068.3 1 100 intronic NM_022068.3c.2872-36G>Ap.? -0.24 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs7507093 0.2508 YES 2.721E-1 (pos.10763132) PIEZO-type mechanosensitive ion channel component 2cation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,detection of mechanical stimulus involved in sensory perception,integral component of membrane,ion transmembrane transport,mechanically-gated ion channel activity,plasma membrane,regulation of membrane potential,response to mechanical stimulusAbnormalities, Multiple;Arachnodactyly;Arthrogryposis;Blepharophimosis;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Cleft Palate;Clubfoot;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Cranial Nerve Diseases;Craniofacial Abnormalities;Embolism and Thrombosis;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Retinal Diseases;Skin and C=0, T=65 C=0.0, T=1.0 0.00001 996.464 65 C=0/0, T=17/48

chr15:69728949 G/G A G SNV KIF23 KIF23:exonic:NM_138555.3 1 100 14 synonymous NM_138555.3c.1443A>G p.(=) -3.62 Arf6-interacting domain of mitotic kinesin-like protein 1,Kinesin motor domain,Microtubule bindingrs3825858 0.0312 YES 6.979E-1 (pos.69728949) Kinesin family member 23ATP binding,ATPase activity,Flemming body,actomyosin contractile ring assembly,antigen processing and presentation of exogenous peptide antigen via MHC class II,centralspindlin complex,centrosome,cytosol,focal adhesion,intercellular bridge,intracellular,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,midbody,mitotic cytokinesis,mitotic spindle,mitotic spindle elongation,mitotic spindle midzone assembly,nucleoplasm,nucleus,plus-end-directed vesicle transport along microtubule,positive regulation of cytokinesis,protein binding,retrograde vesicle-mediated transport, Golgi to ER,spindleAnemia;Anemia, Dyserythropoietic, Congenital;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Autoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=6/16

chr18:10789014 A/A G A SNV PIEZO2 PIEZO2:intronic:NM_022068.3 1 100 intronic NM_022068.3c.2169+63C>Tp.? 0.44 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs2870106 YES PIEZO-type mechanosensitive ion channel component 2cation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,detection of mechanical stimulus involved in sensory perception,integral component of membrane,ion transmembrane transport,mechanically-gated ion channel activity,plasma membrane,regulation of membrane potential,response to mechanical stimulusAbnormalities, Multiple;Arachnodactyly;Arthrogryposis;Blepharophimosis;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Cleft Palate;Clubfoot;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Cranial Nerve Diseases;Craniofacial Abnormalities;Embolism and Thrombosis;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Retinal Diseases;Skin and G=0, A=201 G=0.0, A=1.0 0.00001 3249.74 201 G=0/0, A=134/67

chr18:12014411 G/G T G SNV IMPA2 IMPA2:intronic:NM_014214.2 1 100 intronic NM_014214.2c.490+39T>Gp.? 0.08 Inositol monophosphatase familyrs643107 1.00E-04 1.0 (pos.12014411) Myo-inositol monophosphatase 2cytoplasm,cytosol,inositol biosynthetic process,inositol metabolic process,inositol monophosphate 1-phosphatase activity,inositol monophosphate 3-phosphatase activity,inositol monophosphate 4-phosphatase activity,inositol phosphate dephosphorylation,inositol phosphate metabolic process,metal ion binding,phosphate-containing compound metabolic process,phosphatidylinositol phosphorylation,protein binding,protein homodimerization activity,signal transductionBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Endometriosis;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Nervous System Diseases;Seizures, Febrile;Stroke;Vascular DiseasesLithium T=0, G=153 T=0.0, G=1.0 0.00001 2453.33 153 T=0/0, G=59/94

chr14:104641792 T/T C T SNV KIF26A KIF26A:exonic:NM_015656.1 1 100 12 synonymous NM_015656.1c.2667C>T p.(=) -2.9 0.04(COSM432716)Kinesin motor domain,Microtubule bindingrs2487305 0.338 YES 3.818E-1 (pos.104641792)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,hepatocellular_carcinoma,neoplasmKinesin family member 26AATP binding,ATPase activity,antigen processing and presentation of exogenous peptide antigen via MHC class II,cytosol,enteric nervous system development,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,negative regulation of signal transduction,regulation of cell growth by extracellular stimulus,retrograde vesicle-mediated transport, Golgi to ERC=0, T=24 C=0.0, T=1.0 0.00001 334.791 24 C=0/0, T=10/14

chr18:12353178 T/T A T SNV AFG3L2 AFG3L2:intronic:NM_006796.2 1 100 intronic NM_006796.2c.1165-21T>Ap.? 0.89 ATPase family associated with various cellular activities (AAA),FtsH Extracellular,Peptidase family M41rs775166242,rs9966470 0.116 YES 0.0;1.161E-4 (pos.12353173),1.615E-1 (pos.12353178)ATPase family gene 3-like 2ATP binding,axonogenesis,cristae formation,integral component of membrane,m-AAA complex,metalloendopeptidase activity,metallopeptidase activity,mitochondrial calcium ion homeostasis,mitochondrial calcium ion transmembrane transport,mitochondrial calcium uptake,mitochondrial fusion,mitochondrial inner membrane,mitochondrial protein processing,mitochondrion,muscle fiber development,myelination,nerve development,neuromuscular junction development,protein autoprocessing,protein binding,protein processing,proteolysis,regulation of multicellular organism growth,righting reflex,unfolded protein binding,zinc ion bindingAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Epilepsies, Myoclonic;Epilepsy;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Myoclonic Epilepsies, Progressive;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar DegenerationsATP A=0, T=41 A=0.0, T=1.0 0.00001 664.634 41 A=0/0, T=18/23

chr18:12512559 A/A C A SNV SPIRE1 SPIRE1:intronic:NM_001128626.1 1 100 intronic NM_001128626.1c.730-29G>Tp.? 0.92 Kinase non-catalytic C-lobe domainrs550613 0.1808 YES 7.521E-1;0.0 (pos.12512559) actin binding,actin cytoskeleton organization,actin nucleation,cell cortex,cleavage furrow,cleavage furrow formation,cytoplasmic vesicle membrane,cytoskeleton,cytosol,establishment of meiotic spindle localization,formin-nucleated actin cable assembly,intracellular transport,nucleoplasm,perinuclear region of cytoplasm,plasma membrane,polar body extrusion after meiotic divisions,protein transport,vesicle-mediated transportC=0, A=29 C=0.0, A=1.0 0.00001 426.041 29 C=0/0, A=12/17

chr18:12512574 C/C T C SNV SPIRE1 SPIRE1:intronic:NM_001128626.1 1 100 intronic NM_001128626.1c.730-44A>Gp.? -1.08 Kinase non-catalytic C-lobe domainrs567709 0.005 9.999E-1 (pos.12512574) actin binding,actin cytoskeleton organization,actin nucleation,cell cortex,cleavage furrow,cleavage furrow formation,cytoplasmic vesicle membrane,cytoskeleton,cytosol,establishment of meiotic spindle localization,formin-nucleated actin cable assembly,intracellular transport,nucleoplasm,perinuclear region of cytoplasm,plasma membrane,polar body extrusion after meiotic divisions,protein transport,vesicle-mediated transportT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=3/17

chr14:104642341 G/G A G SNV KIF26A KIF26A:exonic:NM_015656.1 1 100 12 synonymous NM_015656.1c.3216A>G p.(=) -4.82 0.02(COSM432717)Kinesin motor domain,Microtubule bindingrs2487304 0.2716 YES 7.811E-1 (pos.104642341)adenocarcinoma,carcinomaKinesin family member 26AATP binding,ATPase activity,antigen processing and presentation of exogenous peptide antigen via MHC class II,cytosol,enteric nervous system development,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,negative regulation of signal transduction,regulation of cell growth by extracellular stimulus,retrograde vesicle-mediated transport, Golgi to ERA=0, G=56 A=0.0, G=1.0 0.00001 832.1 56 A=0/0, G=19/37

chr18:13030383 A/A G A SNV CEP192 CEP192:intronic:NM_032142.3 1 100 intronic NM_032142.3c.1391-81G>Ap.? 0.52 rs9964466 YES Centrosomal protein, 192kDG2/M transition of mitotic cell cycle,centriole,centrosome,centrosome duplication,ciliary basal body-plasma membrane docking,cytosol,negative regulation of phosphatase activity,pericentriolar material,phosphatase binding,protein binding,regulation of G2/M transition of mitotic cell cycle,spindle assemblyG=0, A=24 G=0.0, A=1.0 0.00001 334.743 24 G=0/0, A=9/15

chr18:13049948 G/GA G GA INDEL CEP192 CEP192:intronic:NM_032142.3 1 100 intronic NM_032142.3c.3017+58G>GAp.? -0.32 rs11441028,rs397736454,rs869130441YES Centrosomal protein, 192kDG2/M transition of mitotic cell cycle,centriole,centrosome,centrosome duplication,ciliary basal body-plasma membrane docking,cytosol,negative regulation of phosphatase activity,pericentriolar material,phosphatase binding,protein binding,regulation of G2/M transition of mitotic cell cycle,spindle assemblyG=0, GA=37 G=0.0, GA=1.0 0.00001 265.418 37 G=0/0, GA=15/22

chr14:104643859 G/G A G SNV KIF26A KIF26A:exonic:NM_015656.1 1 100 12 synonymous NM_015656.1c.4734A>G p.(=) 0.71 0.05(COSM3749264)Kinesin motor domain,Microtubule bindingrs2487300 0.3526 YES 4.83E-1 (pos.104643859) adenocarcinomaKinesin family member 26AATP binding,ATPase activity,antigen processing and presentation of exogenous peptide antigen via MHC class II,cytosol,enteric nervous system development,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,negative regulation of signal transduction,regulation of cell growth by extracellular stimulus,retrograde vesicle-mediated transport, Golgi to ERA=0, G=21 A=0.0, G=1.0 0.00001 280.221 21 A=0/0, G=9/12

chr14:104644099 C/C T C SNV KIF26A KIF26A:exonic:NM_015656.1 1 100 12 synonymous NM_015656.1c.4974T>C p.(=) -1.64 0.02(COSM6351863)Kinesin motor domain,Microtubule bindingrs2497297 0.3071 YES 3.977E-1 (pos.104644099)carcinoma Kinesin family member 26AATP binding,ATPase activity,antigen processing and presentation of exogenous peptide antigen via MHC class II,cytosol,enteric nervous system development,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,negative regulation of signal transduction,regulation of cell growth by extracellular stimulus,retrograde vesicle-mediated transport, Golgi to ERT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=11/17

chr18:13732053 G/G A G SNV RNMT RNMT:intronic:NM_003799.2 1 100 intronic NM_003799.2c.417+120A>Gp.? -0.66 Methyltransferase domain,mRNA capping enzymers4797806 YES RNA guanine-7-methyltransferase7-methylguanosine mRNA capping,RNA 5'-cap (guanine-N7)-methylation,RNA binding,cellular response to leukemia inhibitory factor,fibrillar center,mRNA (guanine-N7-)-methyltransferase activity,mRNA cap binding complex,mRNA cap methyltransferase complex,nucleoplasm,nucleus,protein binding,receptor complex,transcription from RNA polymerase II promoterA=0, G=45 A=0.0, G=1.0 0.00001 751.889 45 A=0/0, G=24/21

chr18:13732059 T/T C T SNV RNMT RNMT:intronic:NM_003799.2 1 100 intronic NM_003799.2c.417+126C>Tp.? 0.08 Methyltransferase domain,mRNA capping enzymers4797807 YES RNA guanine-7-methyltransferase7-methylguanosine mRNA capping,RNA 5'-cap (guanine-N7)-methylation,RNA binding,cellular response to leukemia inhibitory factor,fibrillar center,mRNA (guanine-N7-)-methyltransferase activity,mRNA cap binding complex,mRNA cap methyltransferase complex,nucleoplasm,nucleus,protein binding,receptor complex,transcription from RNA polymerase II promoterC=0, T=43 C=0.0, T=1.0 0.00001 705.163 43 C=0/0, T=22/21

chr1:245850261 G/A G A SNV KIF26B KIF26B:exonic:NM_018012.4 1 51.92 12 missense NM_018012.4c.3976G>A p.Ala1326Thr 0.31 0.15 58 0.002 0.08(COSM2051829),0.08(COSM2051830)Kinesin motor domain,Microtubule bindingrs375160223 1.00E-04 0.0 (pos.245850261) adenocarcinomaKinesin family member 26BATP binding,ATPase activity,cytoplasm,establishment of cell polarity,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,positive regulation of cell-cell adhesion,ureteric bud invasionG=75, A=81 G=0.4808, A=0.5192 0.00001 860.099 156 G=44/31, A=37/44

chr18:14538010 C/C T C SNV POTEC POTEC:intronic:NM_001137671.1 1 100 intronic NM_001137671.1c.637-37A>Gp.? -1.03 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs6505912 0.3498 YES 1.34E-1 (pos.14538010) T=0, C=35 T=0.0, C=1.0 0.00001 533.33 35 T=0/0, C=28/7

chr9:86468715 T/T A T SNV KIF27 KIF27:exonic:NM_017576.3 1 100 15 synonymous NM_017576.3c.3186T>A p.(=) 0.8 0.62(COSM3764031)Kinesin motor domain,Microtubule bindingrs295274 0.3585 YES 5.14E-1;0.0 (pos.86468715)adenocarcinoma,carcinoma,ductal_carcinomaKinesin family member 27ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,cilium,cilium assembly,cytoplasm,extracellular exosome,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movementBenign A=0, T=22 A=0.0, T=1.0 0.00001 301.859 22 A=0/0, T=12/10

chr17:51901084 G/G A G SNV KIF2B KIF2B:exonic:NM_032559.4 1 100 1 synonymous NM_032559.4c.690A>G p.(=) 2.8 0.11(COSM4130416)Kinesin motor domain,Microtubule bindingrs3803825 0.1467 YES 8.066E-1 (pos.51901084) neoplasm Kinesin family member 2BATP binding,ATPase activity,antigen processing and presentation of exogenous peptide antigen via MHC class II,cell division,condensed chromosome kinetochore,cytosol,kinesin complex,metaphase plate congression,microtubule,microtubule binding,microtubule cytoskeleton,microtubule depolymerization,microtubule motor activity,microtubule organizing center,microtubule-based movement,nucleolus,nucleus,regulation of chromosome segregation,retrograde vesicle-mediated transport, Golgi to ER,sister chromatid cohesion,spindleA=0, G=37 A=0.0, G=1.0 0.00001 583.706 37 A=0/0, G=22/15

chr15:90176432 G/G T G SNV KIF7 KIF7:exonic:NM_198525.2 1 100 13 synonymous NM_198525.2c.2658A>C p.(=) -1.09 0.04(COSM147979)Kinesin motor domain,Microtubule bindingrs3803531 0.0876 YES 7.193E-1;0.0 (pos.90176432)adenocarcinomaKinesin family member 7ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,ciliary basal body,ciliary tip,cilium,cytoplasm,kinesin complex,microtubule binding,microtubule motor activity,microtubule-based movement,negative regulation of smoothened signaling pathway,positive regulation of smoothened signaling pathway,protein bindingAbnormalities, Multiple;Acrocallosal Syndrome;Agenesis of Corpus Callosum;Bardet-Biedl Syndrome;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Neoplasms;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Central Nervous System Neoplasms;Chromosome Disorders;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Genetic Diseases, Inborn;Hamartoma;Hand Deformities;Hand Deformities, Congenital;Heart Defects, Congenital;Heart Diseases;Hydrocephalus;Hypothalamic Diseases;Hypothalamic Neoplasms;Intellectual Disability;Jaw Abnormalities;Jaw Diseases;Limb Deformities, Congenital;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Maxillofacial Abnormalities;Megalencephaly;Mental Disorders;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System MalformaBenign/Likely benignT=0, G=22 T=0.0, G=1.0 0.00001 298.663 22 T=0/0, G=19/3

chr18:19115896 T/T A T SNV ESCO1 ESCO1:intronic:NM_052911.2 1 100 intronic NM_052911.2c.2187+107T>Ap.? 0.98 ESCO1/2 acetyl-transferase,zinc-finger of acetyl-transferase ESCOrs4800780 YES Establishment of cohesion 1, S. cerevisiae, homolog of, 1N-acetyltransferase activity,chromatin,identical protein binding,nucleoplasm,peptide-lysine-N-acetyltransferase activity,peptidyl-lysine acetylation,post-translational protein acetylation,regulation of DNA replication,sister chromatid cohesion,zinc ion bindingA=0, T=24 A=0.0, T=1.0 0.00001 334.792 24 A=0/0, T=17/7

chr15:90191827 C/C T C SNV KIF7 KIF7:exonic:NM_198525.2 1 100 5 missense NM_198525.2c.1102A>G p.Thr368Ala -0.48 0.56 58 0 0.01(COSM4128555)Kinesin motor domain,Microtubule bindingrs8037349 0.0955 YES 8.137E-1 (pos.90191827) neoplasm Kinesin family member 7ATP binding,ATP-dependent microtubule motor activity, plus-end-directed,ciliary basal body,ciliary tip,cilium,cytoplasm,kinesin complex,microtubule binding,microtubule motor activity,microtubule-based movement,negative regulation of smoothened signaling pathway,positive regulation of smoothened signaling pathway,protein bindingAbnormalities, Multiple;Acrocallosal Syndrome;Agenesis of Corpus Callosum;Bardet-Biedl Syndrome;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Neoplasms;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Central Nervous System Neoplasms;Chromosome Disorders;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Genetic Diseases, Inborn;Hamartoma;Hand Deformities;Hand Deformities, Congenital;Heart Defects, Congenital;Heart Diseases;Hydrocephalus;Hypothalamic Diseases;Hypothalamic Neoplasms;Intellectual Disability;Jaw Abnormalities;Jaw Diseases;Limb Deformities, Congenital;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Maxillofacial Abnormalities;Megalencephaly;Mental Disorders;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System MalformaBenign/Likely benignT=0, C=164 T=0.0, C=1.0 0.00001 2659.26 164 T=0/0, C=78/86

chr18:203081 C/C A C SNV USP14 USP14:intronic:NM_005151.3 1 100 intronic NM_005151.3c.943-17A>Cp.? -0.16 Ubiquitin carboxyl-terminal hydrolasers471274 0.3887 YES 5.653E-1 (pos.203081) Ubiquitin-specific protease 14cell surface,chemical synaptic transmission,cysteine-type endopeptidase activity,cytoplasmic vesicle,cytosol,endopeptidase inhibitor activity,extracellular exosome,negative regulation of ER-associated ubiquitin-dependent protein catabolic process,negative regulation of endopeptidase activity,nucleus,plasma membrane,proteasome binding,proteasome complex,protein binding,protein deubiquitination,regulation of chemotaxis,regulation of proteasomal protein catabolic process,synapse,tRNA guanylyltransferase activity,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processA=0, C=28 A=0.0, C=1.0 0.00001 408.686 28 A=0/0, C=16/12

chr18:21088081 C/C T C SNV C18orf8 C18orf8:intronic:NM_013326.4 1 100 intronic NM_013326.4c.321+76T>Cp.? -1.04 Colon cancer-associated protein Mic1-likers1652381 YES lysosomal membrane T=0, C=28 T=0.0, C=1.0 0.00001 408.709 28 T=0/0, C=18/10

chr8:145692385 T/T C T SNV KIFC2 KIFC2:exonic:NM_145754.3 1 100 3 synonymous NM_145754.3c.222C>T p.(=) -0.18 0.52(COSM3750122)Kinesin motor domain,Microtubule bindingrs2250891,rs762058316 0.0036 YES 0.0 (pos.145692381),7.935E-1 (pos.145692385)adenocarcinomaKinesin family member C2ATP binding,ATPase activity,cytoplasm,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movementC=0, T=26 C=0.0, T=1.0 0.00001 371.418 26 C=0/0, T=19/7

chr18:21103971 G/G T G SNV C18orf8 C18orf8:intronic:NM_013326.4 1 100 intronic NM_013326.4c.962-123T>Gp.? 1.14 Colon cancer-associated protein Mic1-likers891386 YES lysosomal membrane T=0, G=28 T=0.0, G=1.0 0.00001 408.699 28 T=0/0, G=23/5

chr18:21119291 G/G A G SNV NPC1 NPC1:intronic:NM_000271.4 1 100 intronic NM_000271.4c.2911+28T>Cp.? -1.35 MMPL family,Niemann-Pick C1 N terminus,Patched family,Sterol-sensing domain of SREBP cleavage-activationrs6507720,rs981021408 0.4719 YES 6.376E-1 (pos.21119291) NPC1 gene,Nasopharyngeal carcinoma 1Golgi apparatus,adult walking behavior,autophagy,bile acid metabolic process,cellular response to low-density lipoprotein particle stimulus,cellular response to steroid hormone stimulus,cholesterol binding,cholesterol efflux,cholesterol homeostasis,cholesterol metabolic process,cholesterol transport,endocytosis,endoplasmic reticulum,establishment of protein localization to membrane,extracellular exosome,extracellular region,integral component of membrane,integral component of plasma membrane,late endosome membrane,lipid transport,lipid transporter activity,low-density lipoprotein particle clearance,lysosomal membrane,lysosomal transport,lysosome,membrane,membrane raft,membrane raft organization,negative regulation of cell death,negative regulation of macroautophagy,nuclear envelope,perinuclear region of cytoplasm,positive regulation of cholesterol homeostasis,protein binding,protein glycosylation,receptor activity,response to cadmium ion,response to drug,signal transduction,sterol transporter activity,transmeArterial Occlusive Diseases;Arteriosclerosis;Articulation Disorders;Ataxia;Atherosclerosis;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Cardiovascular Diseases;Central Nervous System Diseases;Communication Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Digestive System Diseases;Dysarthria;Dyskinesias;Eye Diseases;Genetic Diseases, Inborn;Hemic and Lymphatic Diseases;Histiocytosis;Histiocytosis, Non-Langerhans-Cell;Language Disorders;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Liver Cirrhosis;Liver Diseases;Lymphatic Diseases;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Niemann-Pick Disease, Type C;Niemann-Pick Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Ocular Motility Disorders;Ophthalmoplegia;Overnutrition;Paralysis;Speech DisorBenign A=0, G=31 A=0.0, G=1.0 0.00001 465.819 31 A=0/0, G=16/15

chr8:145693720 G/G A G SNV KIFC2 KIFC2:exonic:NM_145754.3 1 100 8 synonymous NM_145754.3c.819A>G p.(=) -0.08 0.13(COSM4162860)Kinesin motor domain,Microtubule bindingrs2250657 0.001 YES 7.895E-1 (pos.145693720)neoplasm Kinesin family member C2ATP binding,ATPase activity,cytoplasm,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movementA=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=14/9

chr19:55328993 G/C G C SNV KIR3DL1 KIR3DL1:exonic:NM_001322168.1 1 57.14 2 missense NM_001322168.1c.39G>C p.Leu13Phe -0.24 1 22 0 0(COSM4132545),0(COSM4132546)rs1142881 0.2869 YES 5.878E-1 (pos.55328993) carcinoma,neoplasmKiller cell immunoglobulin-like receptor, three domains, long cytoplasmic tail, 1HLA-B specific inhibitory MHC class I receptor activity,amyloid-beta binding,immune response,integral component of membrane,integral component of plasma membrane,natural killer cell mediated cytotoxicity,plasma membrane,protein binding,regulation of immune response,signal transductionHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesG=15, C=20 G=0.4286, C=0.5714 0.00001 218.067 35 G=3/12, C=3/17

chr19:55241107 G/A G A SNV KIR3DL3 KIR3DL3:exonic:NM_153443.4 1 50 5 synonymous NM_153443.4c.804G>A p.(=) -1.93 0(COSM4132515)Immunoglobulin domainrs62132678  (pos.55241107) neoplasm G=41, A=41 G=0.5, A=0.5 0.00001 436.025 82 G=26/15, A=20/21

chr18:21511172 C/C G C SNV LAMA3 LAMA3:intronic:NM_198129.2 1 100 intronic NM_198129.2c.8576+7G>Cp.? -0.56 Concanavalin A-like lectin/glucanases superfamily,Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs1258107 0.007 YES 9.999E-1;0.0 (pos.21511172) Laminin, alpha-3 (nicein, 150kD; kalinin, 165kD; BM600, 150kD; epiligrin),Laminin, alpha-4basement membrane,cell adhesion,endodermal cell differentiation,epidermis development,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,hemidesmosome assembly,laminin-5 complex,receptor binding,regulation of cell adhesion,regulation of cell migration,regulation of embryonic development,structural molecule activityAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Conjunctival Diseases;Epidermolysis Bullosa;Epidermolysis Bullosa, Junctional;Eye Diseases;Genetic Diseases, Inborn;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Laryngeal Diseases;Metabolic Diseases;Motor Neuron Disease;Nail Diseases;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nose Diseases;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Proteostasis Deficiencies;Respiratory Hypersensitivity;Respiratory Tract Diseases;Rhinitis;Rhinitis, Allergic;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin Ulcer;Skin and Connective Tissue Diseases;Spinal Cord Diseases;TDP-43 ProteinopathiesBenign G=0, C=32 G=0.0, C=1.0 0.00001 485.139 32 G=0/0, C=7/25

chr18:21694618 A/A G A SNV TTC39C TTC39C:intronic:NM_001135993.1 1 100 intronic NM_001135993.1c.1078+7G>Ap.? -0.05 Cohesin loading factor,Protein of unknown function (DUF3808)rs4800176 0 1.0 (pos.21694618) G=0, A=28 G=0.0, A=1.0 0.00001 408.718 28 G=0/0, A=13/15

chr19:55247614 T/C T C SNV KIR3DL3 KIR3DL3:utr_3:NM_153443.4 1 45.45 8 utr_3 NM_153443.4c.1284T>C p.? -0.28 Immunoglobulin domainrs676354 0.0 (pos.55247614) T=15, C=15 T=0.5, C=0.5 0.00001 188.284 33 T=11/4, C=8/7

chr1:158045965 G/A G A SNV KIRREL1 KIRREL1:exonic:NM_018240.6 1 52.27 2 missense NM_018240.6c.115G>A p.Val39Met 1.11 0.01 21 0.993 CD80-like C2-set immunoglobulin domain,Immunoglobulin I-set domain,Immunoglobulin domainrs191487619 0.0066 0.0 (pos.158045965) T cell costimulation,axon guidance,cell projection membrane,cell-cell adhesion,cell-cell junction,dendritic shaft,excretion,extracellular exosome,integral component of membrane,membrane raft,myosin binding,negative regulation of protein phosphorylation,perinuclear region of cytoplasm,plasma membrane,positive regulation of actin filament polymerization,protein bindingG=21, A=23 G=0.4773, A=0.5227 0.00001 259.857 44 G=13/8, A=17/6

chr18:21894438 T/T C T SNV OSBPL1A OSBPL1A:intronic:NM_080597.3 1 100 intronic NM_080597.3c.871-127G>Ap.? -2.2 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Oxysterol-binding proteinrs7240306 YES Oxysterol-binding protein-like protein 1Aantigen processing and presentation of exogenous peptide antigen via MHC class II,bile acid biosynthetic process,cholesterol binding,cholesterol metabolic process,cytosol,extracellular exosome,intracellular,late endosome,phospholipid binding,protein binding,sterol transport,sterol transporter activity,vesicle-mediated transportAlzheimer Disease;Bone Diseases;Bone Diseases, Metabolic;Brain Diseases;Central Nervous System Diseases;Dementia;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Mental Disorders;Metabolic Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;Osteoporosis;TauopathiesC=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=11/17

chr18:22008913 T/T C T SNV IMPACT IMPACT:intronic:NM_018439.3 1 100 intronic NM_018439.3c.218+28C>Tp.? -0.1 RWD domain,Uncharacterized protein family UPF0029rs582358 0.0781 YES 6.627E-1 (pos.22008913) Impact RWD domain proteinactin binding,biological_process,cellular response to UV-C,cellular response to acidic pH,cellular response to amino acid starvation,cellular response to benomyl,cellular response to glucose starvation,cellular response to hydrogen peroxide,cellular response to leucine starvation,cellular_component,cytoplasm,molecular_function,negative regulation of cell death,negative regulation of protein autophosphorylation,negative regulation of protein complex assembly,negative regulation of protein phosphorylation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription from RNA polymerase II promoter in response to stress,neuron projection extension,polysome,positive regulation of neuron differentiation,positive regulation of translational initiation in response to starvation,regulation of eIF2 alpha phosphorylation by amino acid starvation,ribosome bindingC=0, T=45 C=0.0, T=1.0 0.00001 747.393 45 C=0/0, T=19/26

chr18:22010421 T/T C T SNV IMPACT IMPACT:intronic:NM_018439.3 1 100 intronic NM_018439.3c.281+73C>Tp.? 0.03 RWD domain,Uncharacterized protein family UPF0029rs9783924 YES Impact RWD domain proteinactin binding,biological_process,cellular response to UV-C,cellular response to acidic pH,cellular response to amino acid starvation,cellular response to benomyl,cellular response to glucose starvation,cellular response to hydrogen peroxide,cellular response to leucine starvation,cellular_component,cytoplasm,molecular_function,negative regulation of cell death,negative regulation of protein autophosphorylation,negative regulation of protein complex assembly,negative regulation of protein phosphorylation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription from RNA polymerase II promoter in response to stress,neuron projection extension,polysome,positive regulation of neuron differentiation,positive regulation of translational initiation in response to starvation,regulation of eIF2 alpha phosphorylation by amino acid starvation,ribosome bindingC=0, T=39 C=0.0, T=1.0 0.00001 623.98 39 C=0/0, T=19/20

chr18:22017752 A/A C A SNV IMPACT IMPACT:intronic:NM_018439.3 1 100 intronic NM_018439.3c.282-167C>Ap.? -0.11 RWD domain,Uncharacterized protein family UPF0029rs1941814 YES Impact RWD domain proteinactin binding,biological_process,cellular response to UV-C,cellular response to acidic pH,cellular response to amino acid starvation,cellular response to benomyl,cellular response to glucose starvation,cellular response to hydrogen peroxide,cellular response to leucine starvation,cellular_component,cytoplasm,molecular_function,negative regulation of cell death,negative regulation of protein autophosphorylation,negative regulation of protein complex assembly,negative regulation of protein phosphorylation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription from RNA polymerase II promoter in response to stress,neuron projection extension,polysome,positive regulation of neuron differentiation,positive regulation of translational initiation in response to starvation,regulation of eIF2 alpha phosphorylation by amino acid starvation,ribosome bindingC=0, A=21 C=0.0, A=1.0 0.00001 281.206 21 C=0/0, A=16/5

chr11:126294817 A/A G A SNV KIRREL3 KIRREL3:exonic:NM_032531.3 1 100 17 synonymous NM_032531.3c.1995C>T p.(=) 5.06 0.94(COSM5619012),0.94(COSM5619013)CD80-like C2-set immunoglobulin domain,Immunoglobulin I-set domain,Immunoglobulin domainrs948052 0.3665 YES 9.021E-1 (pos.126294817)ductal_carcinomaKin of IRRE-like 3axon,dendrite,dendritic shaft,extracellular region,glomerulus morphogenesis,hemopoiesis,hippocampus development,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,inter-male aggressive behavior,neuron migration,neuron projection morphogenesis,plasma membrane,principal sensory nucleus of trigeminal nerve development,protein binding,synapse assemblyIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsLikely benign G=0, A=74 G=0.0, A=1.0 0.00001 1170.13 74 G=0/0, A=24/50

chr20:21142813 T/C T C SNV KIZ KIZ:exonic:NM_018474.5 1 57.14 5 missense NM_018474.5c.707T>C p.Met236Thr -0.8 81 rs2236178 0.3125 YES 5.699E-1 (pos.21142813) Kizuna centrosomal proteincell projection,centrosome,cytoplasm,integral component of membrane,protein binding,protein kinase binding,spindle organizationCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaT=9, C=12 T=0.4286, C=0.5714 0.00001 109.102 21 T=5/4, C=10/2

chr13:33590851 C/C T C SNV KL KL:exonic:NM_004795.3 1 100 1 synonymous NM_004795.3c.273T>C p.(=) 2.28 0.04(COSM3753651)Glycosyl hydrolase family 1rs2772364 5.00E-04 YES 1.0 (pos.33590851) adenocarcinoma,neoplasmKlotho 1-phosphatidylinositol-3-kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,aging,apical plasma membrane,beta-glucosidase activity,beta-glucuronidase activity,calcium ion homeostasis,carbohydrate metabolic process,energy reserve metabolic process,extracellular exosome,extracellular region,extracellular space,fibroblast growth factor binding,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,glycosyl compound metabolic process,hormone activity,insulin receptor signaling pathway,integral component of membrane,integral component of plasma membrane,intracellular,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,plasma membrane,positive regulation of MAPKKK cascade by fibroblast growth factor receptor signaling pathway,positive regulation of bone mineralization,positive regulation of protein kinase B signaling,regulation of receptor activity,signal traArterial Occlusive Diseases;Arteriosclerosis;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Calcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Diabetes Mellitus;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Glucose Metabolism Disorders;Heart Diseases;Hypercalcemia;Hyperostosis;Hyperostosis, Cortical, Congenital;Hyperphosphatemia;Infant, Newborn, Diseases;Infertility;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Nutritional and Metabolic Diseases;Osteochondrodysplasias;Osteoporosis;Phosphorus Metabolism Disorders;Renal Insufficiency;Renal Insufficiency, Chronic;Skin Diseases;Skin and Connective Tissue Diseases;Urologic Diseases;Vascular Diseases;Water-Electrolyte ImbalanceBenign T=0, C=82 T=0.0, C=1.0 0.00001 1329.63 82 T=0/0, C=64/18

chr13:33635835 C/C T C SNV KL KL:exonic:NM_004795.3 1 100 4 synonymous NM_004795.3c.2619T>C p.(=) -0.17 Glycosyl hydrolase family 1rs649964 2.00E-04 9.998E-1 (pos.33635835) Klotho 1-phosphatidylinositol-3-kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,aging,apical plasma membrane,beta-glucosidase activity,beta-glucuronidase activity,calcium ion homeostasis,carbohydrate metabolic process,energy reserve metabolic process,extracellular exosome,extracellular region,extracellular space,fibroblast growth factor binding,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,glycosyl compound metabolic process,hormone activity,insulin receptor signaling pathway,integral component of membrane,integral component of plasma membrane,intracellular,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,plasma membrane,positive regulation of MAPKKK cascade by fibroblast growth factor receptor signaling pathway,positive regulation of bone mineralization,positive regulation of protein kinase B signaling,regulation of receptor activity,signal traArterial Occlusive Diseases;Arteriosclerosis;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Calcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Diabetes Mellitus;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Glucose Metabolism Disorders;Heart Diseases;Hypercalcemia;Hyperostosis;Hyperostosis, Cortical, Congenital;Hyperphosphatemia;Infant, Newborn, Diseases;Infertility;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Nutritional and Metabolic Diseases;Osteochondrodysplasias;Osteoporosis;Phosphorus Metabolism Disorders;Renal Insufficiency;Renal Insufficiency, Chronic;Skin Diseases;Skin and Connective Tissue Diseases;Urologic Diseases;Vascular Diseases;Water-Electrolyte ImbalanceBenign T=0, C=155 T=0.0, C=1.0 0.00001 2484.81 155 T=0/0, C=79/76

chr18:2606596 C/C CTT C INDEL NDC80 NDC80:intronic:NM_006101.2 2 100 intronic NM_006101.2c.1557+90CTT>Cp.? -0.77, 0.21, 1.97 HEC/Ndc80p familyrs200139374,rs201494035,rs4035305,rs796307957YES Ndc80 complex,attachment of mitotic spindle microtubules to kinetochore,attachment of spindle microtubules to kinetochore,cell division,centrosome,chromosome segregation,chromosome, centromeric region,condensed chromosome kinetochore,condensed nuclear chromosome outer kinetochore,cytosol,establishment of mitotic spindle orientation,identical protein binding,kinetochore,kinetochore organization,membrane,metaphase plate congression,mitotic cell cycle,mitotic sister chromatid segregation,mitotic spindle organization,nucleoplasm,nucleus,positive regulation of mitotic cell cycle spindle assembly checkpoint,positive regulation of protein localization to kinetochore,protein binding,sister chromatid cohesion,structural constituent of cytoskeletonAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesCTT=0, C=29CTT=0.0, C=1.0 0.00001 427.534 29 CTT=0/0, C=19/10

chr4:39448542 G/G C G SNV KLB KLB:exonic:NM_175737.3 1 100 4 synonymous NM_175737.3c.2196C>G p.(=) -3.27 0.01(COSM3760621)Glycosyl hydrolase family 1rs7685429 0.2325 YES 7.289E-1;0.0 (pos.39448542)adenocarcinoma,neoplasmKlotho, beta 1-phosphatidylinositol-3-kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,beta-glucosidase activity,carbohydrate metabolic process,fibroblast growth factor binding,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,glycosyl compound metabolic process,integral component of plasma membrane,intracellular,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,plasma membrane,positive regulation of MAPKKK cascade by fibroblast growth factor receptor signaling pathway,positive regulation of cell proliferation,positive regulation of protein kinase B signaling,protein binding,regulation of molecular functionC=0, G=25 C=0.0, G=1.0 0.00001 353.019 25 C=0/0, G=6/19

chr18:2740625 G/A G A SNV SMCHD1 SMCHD1:intronic:NM_015295.2 1 50 intronic NM_015295.2c.3515-76G>Ap.? -0.11 Histidine kinase-, DNA gyrase B-, and HSP90-like ATPase,SMC proteins Flexible Hinge Domainrs521992 YES Structural maintenance of chromosomes flexible hinge domain-containing protein 1ATP binding,ATPase activity,Barr body,chromosome,chromosome organization,inactivation of X chromosome by DNA methylation,nose development,nuclear chromosome, telomeric regionAutoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Facioscapulohumeral;Musculoskeletal Diseases;Nephritis;Nervous System Diseases;Neuromuscular Diseases;Urologic DiseasesG=17, A=17 G=0.5, A=0.5 0.00001 169.734 34 G=15/2, A=8/9

chr18:2751475 G/G A G SNV SMCHD1 SMCHD1:intronic:NM_015295.2 1 100 intronic NM_015295.2c.4281+84A>Gp.? 0.09 Histidine kinase-, DNA gyrase B-, and HSP90-like ATPase,SMC proteins Flexible Hinge Domainrs300293 YES Structural maintenance of chromosomes flexible hinge domain-containing protein 1ATP binding,ATPase activity,Barr body,chromosome,chromosome organization,inactivation of X chromosome by DNA methylation,nose development,nuclear chromosome, telomeric regionAutoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Facioscapulohumeral;Musculoskeletal Diseases;Nephritis;Nervous System Diseases;Neuromuscular Diseases;Urologic DiseasesA=0, G=55 A=0.0, G=1.0 0.00001 813.042 55 A=0/0, G=19/36

chr4:39448586 C/T C T SNV KLB KLB:exonic:NM_175737.3 1 45.83 4 missense NM_175737.3c.2240C>T p.Ala747Val 1.81 0.46 64 0.959 Glycosyl hydrolase family 1rs35372803 0.052 YES 6.018E-4 (pos.39448586) Klotho, beta 1-phosphatidylinositol-3-kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,beta-glucosidase activity,carbohydrate metabolic process,fibroblast growth factor binding,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,glycosyl compound metabolic process,integral component of plasma membrane,intracellular,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,plasma membrane,positive regulation of MAPKKK cascade by fibroblast growth factor receptor signaling pathway,positive regulation of cell proliferation,positive regulation of protein kinase B signaling,protein binding,regulation of molecular functionC=13, T=11 C=0.5417, T=0.4583 0.00001 93.4333 24 C=1/12, T=2/9

chr18:28721882 C/C T C SNV DSC1,DSCAS DSCAS:intronic_nc:NR_110785.1, DSC1:intronic:NM_024421.2 1
100

intronic NR_110785.1, NM_024421.2c.1260+80A>Gp.? 0.39 Cadherin cytoplasmic region,Cadherin domain,Cadherin prodomain likers12455973 YES Desmocollin-1calcium ion binding,cornification,cornified envelope,desmosome,extracellular exosome,ficolin-1-rich granule membrane,gap junction,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,membrane,neutrophil degranulation,plasma membraneMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasT=0, C=21 T=0.0, C=1.0 0.00001 281.234 21 T=0/0, C=8/13

chr18:28721913 T/T C T SNV DSC1,DSCAS DSCAS:intronic_nc:NR_110785.1, DSC1:intronic:NM_024421.2 1
100

intronic NR_110785.1, NM_024421.2c.1260+49G>Ap.? -0.31 Cadherin cytoplasmic region,Cadherin domain,Cadherin prodomain likers12458870 0.1872 YES 5.563E-1 (pos.28721913) Desmocollin-1calcium ion binding,cornification,cornified envelope,desmosome,extracellular exosome,ficolin-1-rich granule membrane,gap junction,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,membrane,neutrophil degranulation,plasma membraneMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=8/13

chr18:28721922 A/A G A SNV DSC1,DSCAS DSCAS:intronic_nc:NR_110785.1, DSC1:intronic:NM_024421.2 1
100

intronic NR_110785.1, NM_024421.2c.1260+40C>Tp.? 0.82 Cadherin cytoplasmic region,Cadherin domain,Cadherin prodomain likers12458919 0.1843 YES 5.571E-1 (pos.28721922) Desmocollin-1calcium ion binding,cornification,cornified envelope,desmosome,extracellular exosome,ficolin-1-rich granule membrane,gap junction,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,membrane,neutrophil degranulation,plasma membraneMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasG=0, A=21 G=0.0, A=1.0 0.00001 281.086 21 G=0/0, A=8/13

chr18:28737198 T/T C T SNV DSC1,DSCAS DSCAS:intronic_nc:NR_110785.1, DSC1:intronic:NM_024421.2 1
100

intronic NR_110785.1, NM_024421.2c.351+136G>Ap.? -0.01 Cadherin cytoplasmic region,Cadherin domain,Cadherin prodomain likers2246736,rs71383017 YES Desmocollin-1calcium ion binding,cornification,cornified envelope,desmosome,extracellular exosome,ficolin-1-rich granule membrane,gap junction,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,membrane,neutrophil degranulation,plasma membraneMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasC=0, T=33 C=0.0, T=1.0 0.00001 504.593 33 C=0/0, T=29/4

chr18:28737299 G/G T G SNV DSC1,DSCAS DSCAS:intronic_nc:NR_110785.1, DSC1:intronic:NM_024421.2 1
100

intronic NR_110785.1, NM_024421.2c.351+35A>Cp.? 0.07 Cadherin cytoplasmic region,Cadherin domain,Cadherin prodomain likers2118342 0.3548 YES 8.041E-1 (pos.28737299) Desmocollin-1calcium ion binding,cornification,cornified envelope,desmosome,extracellular exosome,ficolin-1-rich granule membrane,gap junction,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,keratinization,membrane,neutrophil degranulation,plasma membraneMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasT=0, G=43 T=0.0, G=1.0 0.00001 705.844 43 T=0/0, G=29/14

chr14:104167564 G/G A G SNV KLC1,XRCC3 XRCC3:intronic:NM_001100118.1, KLC1:utr_3:NM_001130107.1 1
100

16 utr_3 NM_001130107.1, NM_001100118.1c.1881A>G, c.562-1651T>Cp.?, p.? -1.24 AAA domain,PPR repeat,Rad51,Tetratricopeptide repeatrs861536 0.3803 YES 5.705E-2 (pos.104167564) Kinesin, light chain 1,X-ray-repair, complementing defective, repair in Chinese hamster cells-3ATP binding,DNA binding,DNA recombination,DNA repair,DNA synthesis involved in DNA repair,DNA-dependent ATPase activity,Rad51B-Rad51C-Rad51D-XRCC2 complex,Rad51C-XRCC3 complex,antigen processing and presentation of exogenous peptide antigen via MHC class II,cellular response to DNA damage stimulus,crossover junction endodeoxyribonuclease activity,cytoplasm,cytoplasmic vesicle,cytosol,double-strand break repair via homologous recombination,double-stranded DNA binding,four-way junction DNA binding,growth cone,interstrand cross-link repair,kinesin complex,meiotic DNA recombinase assembly,membrane,microtubule,microtubule motor activity,microtubule-based movement,mitochondrion,motor activity,nuclear chromosome, telomeric region,nucleoplasm,nucleus,perinuclear region of cytoplasm,positive regulation of mitotic cell cycle spindle assembly checkpoint,protein binding,reciprocal meiotic recombination,recombinase activity,regulation of centrosome duplication,replication fork,resolution of mitotic recombination intermediAdenoma;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Basal Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Melanoma;Mesothelioma;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Basal Cell;Neoplasms, Experimental;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Mesothelial;Neoplasms, Nerve Tissue;Neoplastic Processes;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach NeoplasmsA=0, G=23 A=0.0, G=1.0 0.00001 316.353 23 A=0/0, G=20/3

chr2:10188649 T/T A T SNV KLF11 KLF11:exonic:NM_003597.4 1 100 3 synonymous NM_003597.4c.1185A>T p.(=) -1.33 0.16(COSM6289480)C2H2-type zinc finger,Zinc finger, C2H2 typers11687357 0.1937 YES 8.467E-1 (pos.10188649) neoplasm Kruppel-like factor 11DNA binding transcription factor activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,apoptotic process,cellular response to peptide,cytosol,focal adhesion,metal ion binding,negative regulation of cell proliferation,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nucleoplasm,nucleus,positive regulation of apoptotic process,protein binding,regulation of transcription involved in G1/S transition of mitotic cell cycle,transcription from RNA polymerase II promoter,transcription regulatory region DNA bindingDiabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesA=0, T=46 A=0.0, T=1.0 0.00001 768.313 46 A=0/0, T=20/26

chr1:44595113 C/C G C SNV KLF17 KLF17:exonic:NM_173484.3 1 100 2 missense NM_173484.3c.170G>C p.Ser57Thr -0.37 0.08 58 0.183 0.01(COSM3751237),0.01(COSM3751238)C2H2-type zinc finger,Zinc finger, C2H2 typers2429051 0.336 YES 6.68E-1;0.0 (pos.44595113)adenocarcinoma,ductal_carcinomaDNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,gamete generation,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,nucleus,protein binding,regulation of transcription from RNA polymerase II promoter,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific bindingG=0, C=62 G=0.0, C=1.0 0.00001 940.21 62 G=0/0, C=25/37

chr2:207988613 T/T C T SNV KLF7 KLF7:exonic:NM_001270944.1 1 100 2 synonymous NM_001270944.1c.534G>A p.(=) -1.3 Zinc finger, C2H2 typers2700166 1.00E-04 YES 9.999E-1 (pos.207988613) Kruppel-like factor 7DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,axon guidance,dendrite morphogenesis,nucleus,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,transcription coactivator activity,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific binding,zinc ion bindingC=0, T=44 C=0.0, T=1.0 0.00001 726.505 44 C=0/0, T=17/27

chr18:2920725 T/T A T SNV LPIN2 LPIN2:intronic:NM_014646.2 1 100 intronic NM_014646.2c.2546+51T>Ap.? -1.22 LNS2 (Lipin/Ned1/Smp2),Lipin/Ned1/Smp2 multi-domain protein middle domain,lipin, N-terminal conserved regionrs3737514 0.1127 YES 5.971E-1;0.0 (pos.2920725) Lipin 2 cytosol,dephosphorylation,endoplasmic reticulum membrane,fatty acid catabolic process,lipid metabolic process,nucleus,phosphatidate phosphatase activity,phosphatidylcholine biosynthetic process,phosphatidylethanolamine biosynthetic process,positive regulation of transcription from RNA polymerase II promoter,transcription coactivator activity,transcription, DNA-templated,triglyceride biosynthetic processAnemia;Anemia, Dyserythropoietic, Congenital;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Bone Diseases;Bone Diseases, Infectious;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Musculoskeletal Diseases;OsteomyelitisA=0, T=23 A=0.0, T=1.0 0.00001 316.746 23 A=0/0, T=17/6

chr14:50195679 G/G A G SNV KLHDC1 KLHDC1:exonic:NM_172193.2 1 100 7 synonymous NM_172193.2c.603A>G p.(=) -5.16 Galactose oxidase, central domain,Kelch motifrs4301946 0.0017 YES 9.995E-1;0.0 (pos.50195679) KELCH domain-containing protein 1cytosol A=0, G=56 A=0.0, G=1.0 0.00001 832.093 56 A=0/0, G=27/29

chr1:18808292 A/A C A SNV KLHDC7A KLHDC7A:exonic:NM_152375.2 1 100 1 missense NM_152375.2c.817C>A p.His273Asn 2.56 68 Kelch motif rs2992753,rs372156529 0.3713 YES 8.996E-1 (pos.18808292) Cul3-RING ubiquitin ligase complex,integral component of membrane,protein ubiquitination,ubiquitin-protein transferase activityC=0, A=97 C=0.0, A=1.0 0.00001 1638.96 97 C=0/0, A=48/49

chr1:18808465 A/A T A SNV KLHDC7A KLHDC7A:exonic:NM_152375.2 1 100 1 synonymous NM_152375.2c.990T>A p.(=) -0.93 0.01(COSM3722302)Kelch motif rs3007718 0.3714 YES 8.988E-1 (pos.18808465) squamous_cell_carcinoma Cul3-RING ubiquitin ligase complex,integral component of membrane,protein ubiquitination,ubiquitin-protein transferase activityT=0, A=26 T=0.0, A=1.0 0.00001 371.42 26 T=0/0, A=15/11

chr18:29797958 C/C T C SNV MEP1B MEP1B:intronic:NM_005925.2 1 100 intronic NM_005925.2c.2091+30T>Cp.? 0.3 Astacin (Peptidase family M12A),MAM domain, meprin/A5/murs680321 0.4644 YES 2.466E-1 (pos.29797958) Meprin A, betadigestion,extracellular space,identical protein binding,inflammatory response,integral component of membrane,integral component of plasma membrane,membrane,metalloendopeptidase activity,plasma membrane,protein binding,proteolysis,toxin transport,zinc ion bindingT=0, C=45 T=0.0, C=1.0 0.00001 747.374 45 T=0/0, C=34/11

chr18:30672631 A/A G A SNV CCDC178 CCDC178:intronic:NM_001105528.1 1 100 intronic NM_001105528.1c.2388+94C>Tp.? -1.11 rs1029706001,rs1995096 YES G=0, A=32 G=0.0, A=1.0 0.00001 485.141 32 G=0/0, A=6/26

chr18:3075503 CAAA/CAAA C CAAA INDEL MYOM1 MYOM1:intronic:NM_003803.3 3 100 intronic NM_003803.3c.4686-29G>TTTGp.? 0.25 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs10667835,rs2000551840.0067 YES 1.0;0.0 (pos.3075503) Myomesin 1 M band,Z disc,actin filament binding,actin filament organization,extraocular skeletal muscle development,identical protein binding,kinase binding,muscle alpha-actinin binding,positive regulation of gene expression,positive regulation of protein secretion,protein binding,protein homodimerization activity,protein kinase A signaling,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaC=0, CAAA=25C=0.0, CAAA=1.0 0.00001 353.019 25 C=0/0, CAAA=11/14

chr1:18808526 C/C A C SNV KLHDC7A KLHDC7A:exonic:NM_152375.2 1 100 1 missense NM_152375.2c.1051A>C p.Thr351Pro -0.79 38 0.02(COSM424852)Kelch motif rs2992752,rs776045707 0.3704 YES 0.0;0.0 (pos.18808514),8.983E-1;0.0 (pos.18808526)adenocarcinoma Cul3-RING ubiquitin ligase complex,integral component of membrane,protein ubiquitination,ubiquitin-protein transferase activityA=0, C=45 A=0.0, C=1.0 0.00001 747.392 45 A=0/0, C=22/23

chr1:18807851 C/T C T SNV KLHDC7A KLHDC7A:exonic:NM_152375.2 1 46.88 1 missense NM_152375.2c.376C>T p.Arg126Trp -0.2 101 Kelch motif rs72944731 0 0.0 (pos.18807851) Cul3-RING ubiquitin ligase complex,integral component of membrane,protein ubiquitination,ubiquitin-protein transferase activityC=17, T=15 C=0.5313, T=0.4688 0.00001 144.343 32 C=13/4, T=11/4

chr18:31226058 C/C T C SNV ASXL3 ASXL3:intronic:NM_030632.2 1 100 intronic NM_030632.2c.247-151T>Cp.? -1.46 Asx homology domain,HB1, ASXL, restriction endonuclease HTH domain,PHD domain of transcriptional enhancer, Asxrs9964810 YES Additional sex combs-like 3DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeT=0, C=25 T=0.0, C=1.0 0.00001 353.016 25 T=0/0, C=13/12

chr22:50988193 G/G A G SNV KLHDC7B KLHDC7B:exonic:NM_138433.3 1 100 1 missense NM_138433.3c.1598A>G p.His533Arg 3.91 29 0.09(COSM4156469),0.09(COSM445185)Kelch motif rs131779 0.3537 YES 6.603E-1 (pos.50988193) neoplasm Cul3-RING ubiquitin ligase complex,protein ubiquitination,ubiquitin-protein transferase activityA=0, G=20 A=0.0, G=1.0 0.00001 263.749 20 A=0/0, G=3/17

chr18:3272798 TA/TA AG TA MNV MYL12B MYL12B:intronic:NM_033546.3 2 100 intronic NM_033546.3c.-14-84AG>TAp.? -0.14, -0.12 EF hand,EF-hand domain,EF-hand domain pairrs368704794,rs535975900,rs6506097,rs6506098,rs70964106,rs748940156,rs879863483YES Myosin, light chain 12B, regulatoryZ disc,apical part of cell,brush border,calcium ion binding,cell cortex region,cytosol,extracellular exosome,muscle contraction,myosin II complex,myosin heavy chain binding,protein binding,regulation of cell shape,stress fiberAG=0, TA=22AG=0.0, TA=1.0 0.00001 298.892 22 AG=0/0, TA=13/9



chr18:3272855 T/T C T SNV MYL12B MYL12B:intronic:NM_033546.3 1 100 intronic NM_033546.3c.-14-27C>Tp.? -0.24 EF hand,EF-hand domain,EF-hand domain pairrs6506099 0.0195 YES 8.638E-1 (pos.3272855) Myosin, light chain 12B, regulatoryZ disc,apical part of cell,brush border,calcium ion binding,cell cortex region,cytosol,extracellular exosome,muscle contraction,myosin II complex,myosin heavy chain binding,protein binding,regulation of cell shape,stress fiberC=0, T=23 C=0.0, T=1.0 0.00001 316.746 23 C=0/0, T=12/11

chr18:3273153 T/T C T SNV MYL12B MYL12B:intronic:NM_033546.3 1 100 intronic NM_033546.3c.184+73C>Tp.? 0.62 EF hand,EF-hand domain,EF-hand domain pairrs7407045 YES Myosin, light chain 12B, regulatoryZ disc,apical part of cell,brush border,calcium ion binding,cell cortex region,cytosol,extracellular exosome,muscle contraction,myosin II complex,myosin heavy chain binding,protein binding,regulation of cell shape,stress fiberC=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=16/11

chr18:32948445 T/TTTTTA T TTTTTA INDEL ZNF396 ZNF396:intronic:NM_145756.2 5 57.89 intronic NM_145756.2c.908-36A>TAAAAAp.? 0.09 C2H2-type zinc finger,SCAN domain,Zinc finger, C2H2 typers368068594,rs757057331,rs796097221 0.0 (pos.32948433),0.0 (pos.32948445) Zinc finger protein-396DNA binding,DNA binding transcription factor activity,cytoplasm,metal ion binding,negative regulation of transcription, DNA-templated,nucleus,protein heterodimerization activity,protein homodimerization activity,regulation of transcription, DNA-templated,transcription, DNA-templatedT=16, TTTTTA=22T=0.4211, TTTTTA=0.5789 0.00001 181.019 38 T=12/4, TTTTTA=6/16

chr1:161068836 C/C A C SNV KLHDC9 KLHDC9:exonic:NM_152366.4 1 100 1 missense NM_152366.4c.511A>C p.Ser171Arg -1.09 0.45 110 0 0.1(COSM424364),0.1(COSM424365)Galactose oxidase, central domainrs11576830 0.2823 YES 3.87E-1 (pos.161068836) carcinoma Kelch domain-containing protein 9biological_process,cellular_component,cyclin binding A=0, C=25 A=0.0, C=1.0 0.00001 352.87 25 A=0/0, C=13/12

chr18:335316 C/C A C SNV COLEC12 COLEC12:intronic:NM_130386.2 1 100 intronic NM_130386.2c.1328-86T>Gp.? -0.02 Collagen triple helix repeat (20 copies),Lectin C-type domainrs2012143 YES Collectin 12 carbohydrate mediated signaling,cellular response to exogenous dsRNA,collagen trimer,defense response,endocytic vesicle membrane,extracellular exosome,galactose binding,innate immune response,integral component of membrane,low-density lipoprotein particle binding,metal ion binding,phagocytosis, recognition,plasma membrane,positive regulation of cell adhesion molecule production,protein homooligomerization,receptor-mediated endocytosis,regulation of immune response,scavenger receptor activity,signaling pattern recognition receptor activity,toll-like receptor 3 signaling pathwayMental Disorders;Substance-Related DisordersA=0, C=42 A=0.0, C=1.0 0.00001 688.51 42 A=0/0, C=18/24

chr17:39998141 T/T C T SNV KLHL10 KLHL10:exonic:NM_152467.4 1 100 2 synonymous NM_152467.4c.261C>T p.(=) -3.27 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs1529933 0.2288 YES 8.242E-1 (pos.39998141) Kelch-like 10Cul3-RING ubiquitin ligase complex,cell morphogenesis,cytoplasm,fertilization,homeostasis of number of cells within a tissue,male genitalia morphogenesis,male gonad development,protein ubiquitination,spermatid development,ubiquitin-protein transferase activityC=0, T=57 C=0.0, T=1.0 0.00001 849.615 57 C=0/0, T=28/29

chr17:40010979 A/A G A SNV KLHL11 KLHL11:exonic:NM_018143.2 1 100 2 synonymous NM_018143.2c.1140C>T p.(=) 1.25 BTB And C-terminal Kelch,BTB/POZ domain,Kelch motifrs3744782 0.2302 YES 8.24E-1 (pos.40010979) SCF ubiquitin ligase complex,cytoplasm,cytosol,nucleus,post-translational protein modification,proteasome-mediated ubiquitin-dependent protein catabolic process,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of proteolysis,ubiquitin protein ligase bindingG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=21/5

chr18:33713287 A/A T A SNV ELP2 ELP2:intronic:NM_018255.3 1 100 intronic NM_018255.3c.217+8T>Ap.? 1.08 WD domain, G-beta repeatrs1785905 0.371 YES 1.889E-1 (pos.33713287) Elongator acetyltransferase complex, subunit 2Elongator holoenzyme complex,RNA polymerase II core binding,cytoplasm,cytosol,histone acetyltransferase complex,protein kinase binding,regulation of JAK-STAT cascade,regulation of transcription from RNA polymerase II promoter,tRNA wobble uridine modification,transcription elongation factor complex,transcription elongation from RNA polymerase II promoterIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsT=0, A=50 T=0.0, A=1.0 0.00001 852.623 50 T=0/0, A=38/12

chrX:117119241 G/G C G SNV KLHL13 KLHL13:exonic:NM_001168299.1 1 100 1 missense NM_001168299.1c.3G>C p.Met1Ile 1.85 0 10 0.53(COSM5711464)BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifadult_T_cell_lymphoma-leukaemiaKelch-like 13Cul3-RING ubiquitin ligase complex,cytokinesis,cytosol,midbody,post-translational protein modification,protein ubiquitination,ubiquitin-protein transferase activityC=0, G=25 C=0.0, G=1.0 0.00001 353.019 25 C=0/0, G=21/4

chr2:170605981 T/T C T SNV

KLHL23,PH

OSPHO2-

KLHL23 PHOSPHO2-KLHL23:exonic:NM_001199290.2, KLHL23:exonic:NM_144711.51

100

4 synonymous NM_001199290.2, NM_144711.5c.1416C>T, c.1416C>Tp.(=), p.(=) -0.35 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs4667607 0 1.0 (pos.170605981) Cul3-RING ubiquitin ligase complex,protein binding,protein ubiquitination,ubiquitin-protein transferase activityC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=10/12

chr15:86313048 T/C T C SNV

KLHL25,MIR

1276 KLHL25:utr_5:NM_022480.3, MIR1276:downstream:NR_031682.1 1
50

2 utr_5 NM_022480.3, NR_031682.1c.-7A>G p.? -0.55 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs2614657 0.1695 YES 7.927E-1 (pos.86313048) Cul3-RING ubiquitin ligase complex,cytoplasm,cytosol,post-translational protein modification,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of translational initiationT=13, C=13 T=0.5, C=0.5 0.00001 119.162 26 T=8/5, C=6/7

chr2:23926659 C/C T C SNV KLHL29 KLHL29:exonic:NM_052920.1 1 100 13 synonymous NM_052920.1c.2370T>C p.(=) 0.99 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs3795948 0.4969 YES 7.262E-1 (pos.23926659) Cul3-RING ubiquitin ligase complex,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activityCardiovascular Diseases;Hypertension;Vascular DiseasesT=0, C=50 T=0.0, C=1.0 0.00001 852.748 50 T=0/0, C=9/41

chr6:53519062 G/G A G SNV KLHL31 KLHL31:exonic:NM_001003760.4 1 100 2 synonymous NM_001003760.4c.1009T>C p.(=) 5.09 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motif,Protein of unknown function (DUF1668)rs10948758 0.2487 YES 7.085E-1 (pos.53519062) Kelch-like 31Cul3-RING ubiquitin ligase complex,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of transcription, DNA-templated,transcription, DNA-templated,ubiquitin-protein transferase activityA=0, G=58 A=0.0, G=1.0 0.00001 867.239 58 A=0/0, G=31/27

chr18:33795425 A/A G A SNV MOCOS MOCOS:intronic:NM_017947.3 1 100 intronic NM_017947.3c.1336-54G>Ap.? -1.73 Aminotransferase class-V,MOSC N-terminal beta barrel domain,MOSC domainrs631108 YES Molybdenum cofactor sulfuraseMo-molybdopterin cofactor biosynthetic process,Mo-molybdopterin cofactor sulfurase activity,cellular_component,cytosol,molybdenum cofactor sulfurtransferase activity,molybdenum ion binding,molybdopterin cofactor biosynthetic process,molybdopterin cofactor metabolic process,protein binding,pyridoxal phosphate bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Purine-Pyrimidine Metabolism, Inborn ErrorsPyridoxal Phosphate G=0, A=165 G=0.0, A=1.0 0.00001 2677.92 165 G=0/0, A=107/58

chr6:53519605 T/T C T SNV KLHL31 KLHL31:exonic:NM_001003760.4 1 100 2 missense NM_001003760.4c.466G>A p.Val156Ile 4.9 0.15 29 0.309 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motif,Protein of unknown function (DUF1668)rs3799260 0.1835 YES 9.082E-1 (pos.53519605) Kelch-like 31Cul3-RING ubiquitin ligase complex,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of transcription, DNA-templated,transcription, DNA-templated,ubiquitin-protein transferase activityC=0, T=49 C=0.0, T=1.0 0.00001 831.631 49 C=0/0, T=18/31

chr14:20897064 T/T C T SNV KLHL33 KLHL33:exonic:NM_001109997.2 1 100 4 missense NM_001109997.2c.1546G>A p.Ala516Thr -1.45 1 58 0.001 0.02(COSM4417005),0.02(COSM4417006)BTB And C-terminal Kelch,Galactose oxidase, central domain,Kelch motifrs7145318 0.4233 YES 6.286E-1 (pos.20897064) acute_myeloid_leukaemia Cul3-RING ubiquitin ligase complex,protein ubiquitination,ubiquitin-protein transferase activityC=0, T=33 C=0.0, T=1.0 0.00001 504.584 33 C=0/0, T=12/21

chr14:20898442 T/T C T SNV KLHL33 KLHL33:exonic:NM_001109997.2 1 100 2 synonymous NM_001109997.2c.393G>A p.(=) -0.1 0.16(COSM4147963),0.16(COSM4147964)BTB And C-terminal Kelch,Galactose oxidase, central domain,Kelch motifrs11160645 0.121 YES 8.987E-2 (pos.20898442) neoplasm Cul3-RING ubiquitin ligase complex,protein ubiquitination,ubiquitin-protein transferase activityC=0, T=26 C=0.0, T=1.0 0.00001 371.4 26 C=0/0, T=17/9

chr8:124664130 T/T C T SNV KLHL38 KLHL38:exonic:NM_001081675.2 1 100 1 missense NM_001081675.2c.1037G>A p.Arg346Lys 1.27 0.97 26 0 0.05(COSM4162651)BTB And C-terminal Kelch,BTB/POZ domain,Kelch motifrs11780509 0.2113 YES 7.012E-1 (pos.124664130)neoplasm Cul3-RING ubiquitin ligase complex,protein binding,protein ubiquitination,ubiquitin-protein transferase activityC=0, T=73 C=0.0, T=1.0 0.00001 1150.02 73 C=0/0, T=48/25

chr18:43243679 G/G A G SNV SLC14A2 SLC14A2:intronic:NM_001242692.1 1 100 intronic NM_001242692.1c.1352-71A>Gp.? -1.75 Urea transporterrs8092227 YES Solute carrier family 14 (urea transporter), member 2apical plasma membrane,cell adhesion molecule binding,integral component of membrane,membrane,plasma membrane,protein binding,transmembrane transport,urea transmembrane transport,urea transmembrane transporter activity,urea transportAlopecia;Hair Diseases;Hemic and Lymphatic Diseases;Hypotrichosis;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Follicular;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Skin Diseases;Skin and Connective Tissue DiseasesUrea A=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=14/7

chr8:124664167 C/C T C SNV KLHL38 KLHL38:exonic:NM_001081675.2 1 100 1 missense NM_001081675.2c.1000A>G p.Ile334Val -1.02 0.23 29 0 BTB And C-terminal Kelch,BTB/POZ domain,Kelch motifrs11784192 0.1529 YES 7.007E-1 (pos.124664167) Cul3-RING ubiquitin ligase complex,protein binding,protein ubiquitination,ubiquitin-protein transferase activityT=0, C=72 T=0.0, C=1.0 0.00001 1130.95 72 T=0/0, C=46/26

chr18:43446734 C/C T C SNV EPG5 EPG5:intronic:NM_020964.2 1 100 intronic NM_020964.2c.6621+29A>Gp.? -0.24 rs3826633 0.2726 YES 9.017E-1 (pos.43446734) Ectopic P-granules autophagy protein 5, C. elegans, homolog ofautophagosome maturation,autophagy,cytoplasm,endocytic recyclingAgenesis of Corpus Callosum;Cardiomyopathies;Cardiovascular Diseases;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Heart Diseases;Hypopigmentation;Immune System Diseases;Immunologic Deficiency Syndromes;Lens Diseases;Nervous System Diseases;Nervous System Malformations;Pigmentation Disorders;Skin Diseases;Skin and Connective Tissue DiseasesT=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=8/18

chr18:43678035 T/C T C SNV ATP5A1 ATP5A1:intronic:NM_004046.5 1 57.58 intronic NM_004046.5c.60+103A>Gp.? 0.94 ATP synthase alpha/beta chain, C terminal domain,ATP synthase alpha/beta family, beta-barrel domain,ATP synthase alpha/beta family, nucleotide-binding domainrs3753069 YES 6.15E-1 (pos.43678035) ATP synthase, H+ transporting (ATPase, mitochondrial)ATP binding,ATP biosynthetic process,ATP hydrolysis coupled cation transmembrane transport,ATP metabolic process,ATPase activity,COP9 signalosome,MHC class I protein binding,RNA binding,angiostatin binding,cristae formation,embryo development,extracellular exosome,extracellular matrix,lipid metabolic process,membrane,mitochondrial ATP synthesis coupled proton transport,mitochondrial inner membrane,mitochondrial matrix,mitochondrial proton-transporting ATP synthase complex,mitochondrion,myelin sheath,negative regulation of endothelial cell proliferation,plasma membrane,positive regulation of blood vessel endothelial cell migration,protein binding,proton transport,proton-transporting ATP synthase activity, rotational mechanism,proton-transporting ATP synthase complex,proton-transporting ATP synthase complex, catalytic core F(1),transmembrane transporter activityAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Tauopathies1-ACETYL-2-CARBOXYPIPERIDINE,AUROVERTIN B,N1-(2-AMINO-4-METHYLPENTYL)OCTAHYDRO-PYRROLO1,2-A PYRIMIDINE,PICEATANNOL,QuercetinT=14, C=19 T=0.4242, C=0.5758 0.00001 204.348 33 T=10/4, C=13/6

chr18:44109033 C/C T C SNV LOXHD1 LOXHD1:intronic:NM_144612.6 1 100 intronic NM_144612.6c.4530+107A>Gp.? -1.89 PLAT/LH2 domainrs1450425 YES Lipoxygenase homology domains-containing 1calcium channel activity,calcium ion transmembrane transport,detection of mechanical stimulus,membrane,sensory perception of sound,stereociliumEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersLikely benign T=0, C=25 T=0.0, C=1.0 0.00001 353.015 25 T=0/0, C=13/12

chr8:124664792 T/T C T SNV KLHL38 KLHL38:exonic:NM_001081675.2 1 100 1 synonymous NM_001081675.2c.375G>A p.(=) -1.49 BTB And C-terminal Kelch,BTB/POZ domain,Kelch motifrs7387544 0.2115 YES 7E-1 (pos.124664792) Cul3-RING ubiquitin ligase complex,protein binding,protein ubiquitination,ubiquitin-protein transferase activityC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=7/14

chr19:51323501 G/G A G SNV KLK1 KLK1:exonic:NM_002257.3 1 100 3 synonymous NM_002257.3c.405T>C p.(=) -4.49 0.01(COSM4132330)Trypsin,Trypsin-like peptidase domainrs1054713 0.3321 YES 7.97E-1 (pos.51323501) neoplasm Kallikrein 1 extracellular exosome,nucleus,proteolysis,serine-type endopeptidase activityAcute Kidney Injury;Cardiomyopathies;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Cardiomyopathies;Diabetic Nephropathies;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Myocardial Infarction;Myocardial Ischemia;Nutritional and Metabolic Diseases;Renal Insufficiency;Urologic Diseases;Vascular DiseasesAprotinin,Nafamostat A=0, G=59 A=0.0, G=1.0 0.00001 885.282 59 A=0/0, G=24/35

chr19:51379893 T/T C T SNV KLK2 KLK2:exonic:NM_005551.4 1 100 3 synonymous NM_005551.4c.372C>T p.(=) -2.91 0.01(COSM3757080),0.01(COSM3757081)Trypsin,Trypsin-like peptidase domainrs198972 0.3123 YES 3.02E-1 (pos.51379893) acute_myeloid_leukaemia,adenocarcinomaKallikrein-related peptidase 2extracellular exosome,extracellular matrix disassembly,extracellular region,proteolysis,serine-type endopeptidase activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, T=67 C=0.0, T=1.0 0.00001 1034.25 67 C=0/0, T=44/23

chr18:47088826 C/T C T SNV LIPG LIPG:intronic:NM_006033.3 1 50 intronic NM_006033.3c.97+51C>Tp.? 0.68 Lipase,PLAT/LH2 domainrs35978968 0.3224 YES 3.227E-1 (pos.47088826) Lipase G, endothelialGolgi apparatus,cell proliferation,cell surface,cholesterol homeostasis,early endosome,extracellular region,extracellular space,heparin binding,high-density lipoprotein particle remodeling,lipid metabolic process,lipoprotein lipase activity,phosphatidylcholine 1-acylhydrolase activity,phospholipase activity,phospholipid catabolic process,phospholipid homeostasis,positive regulation of cholesterol transport,positive regulation of high-density lipoprotein particle clearance,regulation of lipoprotein metabolic process,response to nutrient,reverse cholesterol transportC=14, T=14 C=0.5, T=0.5 0.00001 136.153 28 C=3/11, T=6/8

chr18:47088830 C/G C G SNV LIPG LIPG:intronic:NM_006033.3 1 50 intronic NM_006033.3c.97+55C>Gp.? -0.01 Lipase,PLAT/LH2 domainrs35816125 YES Lipase G, endothelialGolgi apparatus,cell proliferation,cell surface,cholesterol homeostasis,early endosome,extracellular region,extracellular space,heparin binding,high-density lipoprotein particle remodeling,lipid metabolic process,lipoprotein lipase activity,phosphatidylcholine 1-acylhydrolase activity,phospholipase activity,phospholipid catabolic process,phospholipid homeostasis,positive regulation of cholesterol transport,positive regulation of high-density lipoprotein particle clearance,regulation of lipoprotein metabolic process,response to nutrient,reverse cholesterol transportC=14, G=14 C=0.5, G=0.5 0.00001 131.043 28 C=3/11, G=6/8

chr18:47093790 T/T C T SNV LIPG LIPG:intronic:NM_006033.3 1 100 intronic NM_006033.3c.280-22C>Tp.? -0.28 Lipase,PLAT/LH2 domainrs2000812 0.1892 YES 5.493E-1 (pos.47093790) Lipase G, endothelialGolgi apparatus,cell proliferation,cell surface,cholesterol homeostasis,early endosome,extracellular region,extracellular space,heparin binding,high-density lipoprotein particle remodeling,lipid metabolic process,lipoprotein lipase activity,phosphatidylcholine 1-acylhydrolase activity,phospholipase activity,phospholipid catabolic process,phospholipid homeostasis,positive regulation of cholesterol transport,positive regulation of high-density lipoprotein particle clearance,regulation of lipoprotein metabolic process,response to nutrient,reverse cholesterol transportC=0, T=63 C=0.0, T=1.0 0.00001 948.73 63 C=0/0, T=25/38

chr18:47463587 G/G A G SNV MYO5B MYO5B:intronic:NM_001080467.2 1 100 intronic NM_001080467.2c.1905+28T>Cp.? -0.18 DIL domain,IQ calmodulin-binding motif,Myosin head (motor domain)rs1790797 0.2784 YES 3.994E-1 (pos.47463587) Myosin VB ATP binding,Rab GTPase binding,actin binding,apical cortex,calmodulin binding,cytoplasmic vesicle membrane,endosome localization,extracellular exosome,microfilament motor activity,myosin complex,protein binding,protein complex,protein transport,recycling endosome,renal water homeostasis,vesicle-mediated transportAmphetamine-Related Disorders;Bone Diseases;Bone Diseases, Metabolic;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Genetic Diseases, Inborn;Intestinal Diseases;Liver Diseases;Liver Neoplasms;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Malabsorption Syndromes;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mucolipidoses;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nutritional and Metabolic Diseases;Substance-Related DisordersA=0, G=35 A=0.0, G=1.0 0.00001 543.904 35 A=0/0, G=26/9

chr19:51452250 C/C T C SNV KLK5 KLK5:exonic:NM_001077492.1 1 100 4 missense NM_001077492.1c.457A>G p.Asn153Asp 5.04 1 23 0 0.02(COSM4132335)Trypsin rs183854 3.00E-04 1.0 (pos.51452250) neoplasm Kallikrein-related peptidase 5cornification,cytosol,endopeptidase activity,epidermal lamellar body,epidermis development,extracellular region,extracellular space,peptidase activity,positive regulation of G-protein coupled receptor protein signaling pathway,positive regulation of antibacterial peptide production,protein binding,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=0, C=22 T=0.0, C=1.0 0.00001 298.85 22 T=0/0, C=10/12

chr4:187173012 T/G T G SNV KLKB1 KLKB1:exonic:NM_000892.4 1 58.33 10 missense NM_000892.4c.1141T>G p.Ser381Ala 0.69 0.23 99 0.004 0.23(COSM4419502),0.23(COSM4419503)PAN domain,Trypsinrs4253301 0.1167 YES 6.234E-2 (pos.187173012)acute_myeloid_leukaemiaKallikrein B plasma 1 (Fletcher factor)Factor XII activation,blood coagulation, intrinsic pathway,extracellular exosome,extracellular matrix disassembly,extracellular region,extracellular space,fibrinolysis,heme binding,iron ion binding,monooxygenase activity,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,plasma membrane,plasminogen activation,positive regulation of fibrinolysis,protein binding,proteolysis,serine-type endopeptidase activity,zymogen activationBlood Coagulation Disorders;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionConestat alfa,Ecallantide,Gabexate,Human C1-esterase inhibitorT=15, G=21 T=0.4167, G=0.5833 0.00001 234.324 36 T=8/7, G=13/8

chr12:10603669 GC/GC G GC INDEL KLRC1 KLRC1:exonic:NM_002259.4 1 100 2 frameshiftInsertion NM_002259.4c.86_87insGp.Asn29fs -0.28 Lectin C-type domain,UL45 protein, carbohydrate-binding C-type lectin-like Killer cell lectin-like receptor, subfamily C, member 1MHC class I protein complex binding,carbohydrate binding,cell surface receptor signaling pathway,integral component of membrane,integral component of plasma membrane,plasma membrane,protein antigen binding,protein binding,receptor complex,regulation of immune response,transmembrane signaling receptor activityG=0, GC=49 G=0.0, GC=1.0 0.00001 725.355 49 G=0/0, GC=32/17

chr12:10570965 G/G C G SNV KLRC3 KLRC3:exonic:NM_007333.2 1 100 4 missense NM_007333.2c.464G>C p.Cys155Ser -0.47 1 112 0 Lectin C-type domainrs2682495,rs771023854 0 0.0 (pos.10570964),1.0 (pos.10570965) Killer cell lectin-like receptor, subfamily C, member 3carbohydrate binding,cellular defense response,integral component of membrane,signal transduction,transmembrane signaling receptor activityC=0, G=25 C=0.0, G=1.0 0.00001 353.006 25 C=0/0, G=12/13

chr18:51900472 A/A G A SNV C18orf54 C18orf54:intronic:NM_173529.5 1 100 intronic NM_173529.5c.976-112G>Ap.? -1.62 Lung adenoma susceptibility protein 2rs4940327 YES Chromosome 18 open reading frame 54extracellular region,negative regulation of cell proliferation,protein bindingG=0, A=96 G=0.0, A=1.0 0.00001 1618.01 96 G=0/0, A=43/53

chr18:52575002 A/A G A SNV CCDC68 CCDC68:intronic:NM_025214.2 1 100 intronic NM_025214.2c.950+15C>Tp.? -1.13 rs1944382 2.00E-04 1.0 (pos.52575002) Coiled-coil domain-containing protein 68centriolar subdistal appendage,centriole,microtubule anchoring at centrosome,protein binding,protein localizationG=0, A=47 G=0.0, A=1.0 0.00001 789.296 47 G=0/0, A=28/19

chr18:53070914 G/A G A SNV TCF4 TCF4:intronic:NM_001243226.2 1 53.33 intronic NM_001243226.2c.611-165C>Tp.? 2.98 0.8(COSM4593267)Helix-loop-helix DNA-binding domainrs17522826 YES 5.26E-1 (pos.53070914) astrocytoma_Grade_I,astrocytoma_Grade_III,squamous_cell_carcinomaTranscription factor 7-like 2,Transcription factor-4 (immunoglobulin transcription factor-2)DNA binding,DNA binding transcription factor activity,DNA-templated transcription, initiation,E-box binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,TFIIB-class transcription factor binding,bHLH transcription factor binding,beta-catenin-TCF complex,chromatin binding,endothelial cell activation,identical protein binding,negative regulation of angiogenesis,negative regulation of transcription from RNA polymerase II promoter,nuclear chromatin,nucleus,positive regulation of neuron differentiation,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein C-terminus binding,protein binding,protein dimerization activity,protein heterodimerization activity,protein homodimerization activity,protein self-association,protein-DNA complex,protein-DNA complex assembly,regulation of vascular endothelial growth factor signaling pathway,transcription corepressor activity,transcription factor activity, TFIIB-class bindinBile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cholangitis;Cholangitis, Sclerosing;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Epilepsy;Eye Diseases;Eye Diseases, Hereditary;Fuchs' Endothelial Dystrophy;Genetic Diseases, Inborn;Heart Diseases;Hyperventilation;Intellectual Disability;Liver Diseases;Liver Neoplasms;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Respiration Disorders;Respiratory Tract Diseases;Schizophrenia;SchizophrenLikely benign G=21, A=24 G=0.4667, A=0.5333 0.00001 276.154 45 G=9/12, A=14/10

chr18:5407839 T/T C T SNV EPB41L3 EPB41L3:intronic:NM_012307.3 1 100 intronic NM_012307.3c.2122-104G>Ap.? -0.72 4.1 protein C-terminal domain (CTD),FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domain,SAB domainrs2874686 YES Erythrocyte membrane protein band 4.1-like 3actin binding,actomyosin structure organization,apoptotic process,axolemma,biological_process,cell-cell junction,cortical actin cytoskeleton organization,cortical cytoskeleton organization,cytoskeletal anchoring at plasma membrane,cytoskeletal protein binding,cytoskeleton,cytosol,integral component of membrane,juxtaparanode region of axon,myelin maintenance,neuron projection morphogenesis,paranodal junction assembly,paranode region of axon,plasma membrane,postsynaptic density,protein binding,protein localization to juxtaparanode region of axon,protein localization to paranode region of axon,protein localization to plasma membrane,regulation of cell growth,regulation of cell shape,structural constituent of cytoskeleton,structural molecule activityBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=9/14

chr12:10571042 G/G A G SNV KLRC3 KLRC3:exonic:NM_007333.2 1 100 4 synonymous NM_007333.2c.387T>C p.(=) 0.44 0.26(COSM4595244),0.26(COSM4595245)Lectin C-type domainrs2741882 1.0 (pos.10571042) squamous_cell_carcinomaKiller cell lectin-like receptor, subfamily C, member 3carbohydrate binding,cellular defense response,integral component of membrane,signal transduction,transmembrane signaling receptor activityA=0, G=38 A=0.0, G=1.0 0.00001 603.778 38 A=0/0, G=19/19

chr12:10571091 G/G T G SNV KLRC3 KLRC3:exonic:NM_007333.2 1 100 4 missense NM_007333.2c.338A>C p.His113Pro -0.82 0.24 77 0.02 0.01(COSM4590302),0.01(COSM4590303)Lectin C-type domainrs2682494 9.997E-1 (pos.10571091) squamous_cell_carcinomaKiller cell lectin-like receptor, subfamily C, member 3carbohydrate binding,cellular defense response,integral component of membrane,signal transduction,transmembrane signaling receptor activityT=0, G=36 T=0.0, G=1.0 0.00001 563.744 36 T=0/0, G=17/19

chr18:54339977 G/G A G SNV WDR7 WDR7:intronic:NM_015285.2 1 100 intronic NM_015285.2c.159+72A>Gp.? 0.17 WD domain, G-beta repeatrs566956 YES WD repeat-containing protein 7cytoplasm,hematopoietic progenitor cell differentiation,protein binding,synaptic vesicleA=0, G=25 A=0.0, G=1.0 0.00001 344.097 25 A=0/0, G=9/16

chr18:54346482 G/G T G SNV WDR7 WDR7:intronic:NM_015285.2 1 100 intronic NM_015285.2c.160-81T>Gp.? -0.69 WD domain, G-beta repeatrs683248 YES WD repeat-containing protein 7cytoplasm,hematopoietic progenitor cell differentiation,protein binding,synaptic vesicleT=0, G=54 T=0.0, G=1.0 0.00001 798.148 54 T=0/0, G=28/26

chr18:54346510 A/A G A SNV WDR7 WDR7:intronic:NM_015285.2 1 100 intronic NM_015285.2c.160-53G>Ap.? -0.29 WD domain, G-beta repeatrs597585 YES WD repeat-containing protein 7cytoplasm,hematopoietic progenitor cell differentiation,protein binding,synaptic vesicleG=0, A=54 G=0.0, A=1.0 0.00001 800.578 54 G=0/0, A=27/27

chr18:54348514 T/T C T SNV WDR7 WDR7:intronic:NM_015285.2 1 100 intronic NM_015285.2c.267-30C>Tp.? 0.78 WD domain, G-beta repeatrs605067 0.0035 YES 1.0 (pos.54348514) WD repeat-containing protein 7cytoplasm,hematopoietic progenitor cell differentiation,protein binding,synaptic vesicleC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=15/7

chr18:54348650 C/C T C SNV WDR7 WDR7:intronic:NM_015285.2 1 100 intronic NM_015285.2c.345+28T>Cp.? -0.1 WD domain, G-beta repeatrs474607 0.0034 YES 1.0;0.0 (pos.54348650) WD repeat-containing protein 7cytoplasm,hematopoietic progenitor cell differentiation,protein binding,synaptic vesicleT=0, C=26 T=0.0, C=1.0 0.00001 376.36 26 T=0/0, C=15/11

chr18:54359062 A/A G A SNV WDR7 WDR7:intronic:NM_015285.2 1 100 intronic NM_015285.2c.966+14G>Ap.? 0.16 WD domain, G-beta repeatrs2110414 0.1452 YES 9.634E-1 (pos.54359062) WD repeat-containing protein 7cytoplasm,hematopoietic progenitor cell differentiation,protein binding,synaptic vesicleG=0, A=24 G=0.0, A=1.0 0.00001 334.79 24 G=0/0, A=10/14

chr18:55269777 A/A G A SNV NARS NARS:intronic:NM_004539.3 1 100 intronic NM_004539.3c.1384-59C>Tp.? -0.26 OB-fold nucleic acid binding domain,tRNA synthetases class II (D, K and N)rs2276193 YES Asparaginyl-tRNA synthetaseATP binding,asparagine-tRNA ligase activity,asparaginyl-tRNA aminoacylation,cytoplasm,cytosol,extracellular exosome,ligase activity,mitochondrion,nucleic acid binding,tRNA aminoacylation for protein translationL-Asparagine G=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=15/14

chr18:55287739 C/C A C SNV NARS NARS:intronic:NM_004539.3 1 100 intronic NM_004539.3c.93+62T>Gp.? -2.68 OB-fold nucleic acid binding domain,tRNA synthetases class II (D, K and N)rs388644 YES Asparaginyl-tRNA synthetaseATP binding,asparagine-tRNA ligase activity,asparaginyl-tRNA aminoacylation,cytoplasm,cytosol,extracellular exosome,ligase activity,mitochondrion,nucleic acid binding,tRNA aminoacylation for protein translationL-Asparagine A=0, C=64 A=0.0, C=1.0 0.00001 977.493 64 A=0/0, C=41/23

chr18:55322367 A/T A T SNV

ATP8B1,LOC

100505549 LOC100505549:intronic:NM_001242804.1, ATP8B1:intronic:NM_005603.51
47.37

intronic NM_001242804.1, NM_005603.5c.140-12871A>T, c.2931+59T>Ap.?, p.? -0.9 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs17753176 YES ATPase, class I, type 8B, member 1ATP binding,Golgi apparatus,Golgi organization,aminophospholipid transport,aminophospholipid transporter activity,apical plasma membrane,bile acid and bile salt transport,bile acid metabolic process,brush border membrane,cardiolipin binding,drug transmembrane transport,endoplasmic reticulum,inner ear receptor cell development,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,magnesium ion binding,negative regulation of transcription, DNA-templated,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein binding,regulation of microvillus assembly,sensory perception of sound,stereocilium,vestibulocochlear nerve formationBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Digestive System Diseases;Female Urogenital Diseases and Pregnancy Complications;Liver Diseases;Pregnancy ComplicationsA=19, T=18 A=0.5135, T=0.4865 0.00001 177.132 38 A=10/9, T=10/8

chr12:10572982 G/G A G SNV KLRC3 KLRC3:exonic:NM_007333.2 1 100 1 synonymous NM_007333.2c.168T>C p.(=) -2.34 Lectin C-type domainrs2741881 2.00E-04 1.0 (pos.10572982) Killer cell lectin-like receptor, subfamily C, member 3carbohydrate binding,cellular defense response,integral component of membrane,signal transduction,transmembrane signaling receptor activityA=0, G=44 A=0.0, G=1.0 0.00001 726.555 44 A=0/0, G=28/16

chr18:55352436 A/A G A SNV ATP8B1 ATP8B1:intronic:NM_005603.5 1 100 intronic NM_005603.5c.1430-89C>Tp.? -0.92 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs319459 YES ATPase, class I, type 8B, member 1ATP binding,Golgi apparatus,Golgi organization,aminophospholipid transport,aminophospholipid transporter activity,apical plasma membrane,bile acid and bile salt transport,bile acid metabolic process,brush border membrane,cardiolipin binding,drug transmembrane transport,endoplasmic reticulum,inner ear receptor cell development,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,magnesium ion binding,negative regulation of transcription, DNA-templated,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein binding,regulation of microvillus assembly,sensory perception of sound,stereocilium,vestibulocochlear nerve formationBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Digestive System Diseases;Female Urogenital Diseases and Pregnancy Complications;Liver Diseases;Pregnancy ComplicationsG=0, A=58 G=0.0, A=1.0 0.00001 867.336 58 G=0/0, A=19/39

chr18:55362816 A/A G A SNV ATP8B1 ATP8B1:intronic:NM_005603.5 1 100 intronic NM_005603.5c.699-52C>Tp.? -0.27 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs319442 2.00E-04 9.999E-1 (pos.55362816) ATPase, class I, type 8B, member 1ATP binding,Golgi apparatus,Golgi organization,aminophospholipid transport,aminophospholipid transporter activity,apical plasma membrane,bile acid and bile salt transport,bile acid metabolic process,brush border membrane,cardiolipin binding,drug transmembrane transport,endoplasmic reticulum,inner ear receptor cell development,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,magnesium ion binding,negative regulation of transcription, DNA-templated,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein binding,regulation of microvillus assembly,sensory perception of sound,stereocilium,vestibulocochlear nerve formationBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Digestive System Diseases;Female Urogenital Diseases and Pregnancy Complications;Liver Diseases;Pregnancy ComplicationsG=0, A=38 G=0.0, A=1.0 0.00001 598.198 38 G=0/0, A=18/20

chr12:10462052 G/G T G SNV KLRD1 KLRD1:exonic:NM_002262.4 1 100 2 missense NM_002262.4c.73T>G p.Ser25Ala -0.12 1 99 0 Lectin C-type domainrs10772256 5.00E-04 YES 1.0 (pos.10462052) Killer cell lectin-like receptor, subfamily D, member 1MHC class I protein complex binding,MHC class Ib protein binding, via antigen binding groove,carbohydrate binding,cell surface receptor signaling pathway,external side of plasma membrane,innate immune response,integral component of membrane,natural killer cell mediated immunity,plasma membrane,protein antigen binding,protein binding,receptor complex,regulation of immune response,transmembrane signaling receptor activityT=0, G=27 T=0.0, G=1.0 0.00001 389.988 27 T=0/0, G=9/18

chr7:151873853 C/T C T SNV KMT2C KMT2C:exonic:NM_170606.2 1 50 38 synonymous NM_170606.2c.8685G>A p.(=) 0.17 0.02(COSM3762511),0.02(COSM3762512)AT hook motif,F/Y rich C-terminus,F/Y-rich N-terminus,PHD-finger,PHD-like zinc-binding domain,PHD-zinc-finger like domain,SET domainrs6464211 0.1637 YES 3.157E-1 (pos.151873853)adenocarcinomaLysine (K)-specific methyltransferase 2CDNA binding,MLL3/4 complex,RNA binding,histone H3-K4 methylation,histone methyltransferase activity (H3-K4 specific),histone methyltransferase complex,histone-lysine N-methyltransferase activity,metal ion binding,methylation,methyltransferase activity,nucleoplasm,nucleus,protein binding,regulation of megakaryocyte differentiation,regulation of transcription, DNA-templated,transcription, DNA-templated,transferase activity, transferring acyl groupsAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Hepatocellular;Carcinoma, Squamous Cell;Carcinoma, Transitional Cell;Cholangiocarcinoma;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Diseases;Liver Diseases, Parasitic;Liver Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoproliferative Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Sezary Syndrome;Stomach Diseases;Stomach Neoplasms;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=20, T=20 C=0.5, T=0.5 0.00001 214.326 40 C=10/10, T=8/12

chr11:67957518 T/T A T SNV KMT5B KMT5B:exonic:NM_017635.4 1 100 2 missense NM_017635.4c.26T>A p.Ile9Asn 5.81 1 149 0 0.16(COSM4591766)SET domain rs2512606 YES 1.0 (pos.67957518) squamous_cell_carcinomaLysine methyltransferase 5Bcondensed nuclear chromosome, centromeric region,histone H4-K20 trimethylation,histone methyltransferase activity (H4-K20 specific),histone-lysine N-methyltransferase activity,muscle organ development,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, T=33 A=0.0, T=1.0 0.00001 504.589 33 A=0/0, T=17/16

chr10:134999602 C/C G C SNV KNDC1 KNDC1:exonic:NM_152643.7 1 100 6 synonymous NM_152643.7c.750G>C p.(=) -0.34 0(COSM1745700),0(COSM3751649)Kinase non-catalytic C-lobe domain,RasGEF N-terminal motif,RasGEF domainrs3008393 0.1129 YES 7.041E-1 (pos.134999602)adenocarcinoma,neoplasm,transitional_cell_carcinomaKinase noncatalytic C-lobe domain-containing protein 1Ras guanyl-nucleotide exchange factor activity,biological_process,cellular_component,cerebellar granule cell differentiation,dendrite,guanyl-nucleotide exchange factor complex,molecular_function,neuronal cell body,perikaryon,positive regulation of protein phosphorylation,regulation of dendrite development,regulation of dendrite morphogenesis,regulation of molecular function,small GTPase mediated signal transductionG=0, C=43 G=0.0, C=1.0 0.00001 705.785 43 G=0/0, C=13/30

chr10:135012652 T/C T C SNV KNDC1 KNDC1:exonic:NM_152643.7 1 46.43 14 synonymous NM_152643.7c.2640T>C p.(=) -3.67 0(COSM3751656),0(COSM427279)Kinase non-catalytic C-lobe domain,RasGEF N-terminal motif,RasGEF domainrs3008388 YES 5.345E-1 (pos.135012652)adenocarcinoma,astrocytoma_Grade_IV,squamous_cell_carcinomaKinase noncatalytic C-lobe domain-containing protein 1Ras guanyl-nucleotide exchange factor activity,biological_process,cellular_component,cerebellar granule cell differentiation,dendrite,guanyl-nucleotide exchange factor complex,molecular_function,neuronal cell body,perikaryon,positive regulation of protein phosphorylation,regulation of dendrite development,regulation of dendrite morphogenesis,regulation of molecular function,small GTPase mediated signal transductionT=15, C=13 T=0.5357, C=0.4643 0.00001 117.927 28 T=8/7, C=9/4

chr15:40898643 C/C G C SNV KNL1 KNL1:exonic:NM_144508.4 1 100 4 missense NM_144508.4c.128G>C p.Arg43Thr -0.48 1 71 0 0(COSM147880),0(COSM4382881)rs7177192 0.1559 YES 3.222E-1 (pos.40898643) adenocarcinoma,carcinoma,haemangioblastomaKinetochore scaffold 1CENP-A containing nucleosome assembly,acrosomal vesicle,acrosome assembly,attachment of spindle microtubules to kinetochore,cell division,condensed chromosome kinetochore,cytosol,extracellular exosome,negative regulation of phosphatase activity,nuclear body,nucleoplasm,nucleus,protein binding,protein localization to kinetochore,sister chromatid cohesionBenign G=0, C=27 G=0.0, C=1.0 0.00001 389.988 27 G=0/0, C=11/16

chr18:57134152 G/G A G SNV CCBE1 CCBE1:intronic:NM_133459.3 1 100 intronic NM_133459.3c.401-29T>Cp.? -1.01 Calcium-binding EGF domain,Collagen triple helix repeat (20 copies),EGF-like domain,Human growth factor-like EGFrs4940876 0.0015 YES 1.0 (pos.57134152) Collagen and calcium-binding EGF domain-containing protein 1calcium ion binding,collagen binding,collagen trimer,extracellular space,lung development,lymphangiogenesis,positive regulation of angiogenesis,positive regulation of endothelial cell migration,positive regulation of lymphangiogenesis,positive regulation of protein processing,positive regulation of vascular endothelial growth factor production,positive regulation of vascular endothelial growth factor signaling pathway,protease binding,protein binding,proteinaceous extracellular matrix,respiratory system process,sprouting angiogenesis,venous blood vessel morphogenesisCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Ear Diseases;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Hearing Disorders;Hearing Loss;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Intellectual Disability;Lymphangiectasis;Lymphangiectasis, Intestinal;Lymphatic Abnormalities;Lymphatic Diseases;Lymphedema;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Otorhinolaryngologic Diseases;Pregnancy Complications;Sensation Disorders;Thalassemia;alpha-ThalassemiaBenign A=0, G=39 A=0.0, G=1.0 0.00001 623.975 39 A=0/0, G=20/19

chr18:57147351 G/A G A SNV CCBE1 CCBE1:intronic:NM_133459.3 1 56 intronic NM_133459.3c.265+67C>Tp.? -0.16 Calcium-binding EGF domain,Collagen triple helix repeat (20 copies),EGF-like domain,Human growth factor-like EGFrs1663548 YES Collagen and calcium-binding EGF domain-containing protein 1calcium ion binding,collagen binding,collagen trimer,extracellular space,lung development,lymphangiogenesis,positive regulation of angiogenesis,positive regulation of endothelial cell migration,positive regulation of lymphangiogenesis,positive regulation of protein processing,positive regulation of vascular endothelial growth factor production,positive regulation of vascular endothelial growth factor signaling pathway,protease binding,protein binding,proteinaceous extracellular matrix,respiratory system process,sprouting angiogenesis,venous blood vessel morphogenesisCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Ear Diseases;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Hearing Disorders;Hearing Loss;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Intellectual Disability;Lymphangiectasis;Lymphangiectasis, Intestinal;Lymphatic Abnormalities;Lymphatic Diseases;Lymphedema;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Otorhinolaryngologic Diseases;Pregnancy Complications;Sensation Disorders;Thalassemia;alpha-ThalassemiaG=11, A=14 G=0.44, A=0.56 0.00001 134.333 25 G=6/5, A=7/7

chr15:40913840 T/T G T SNV KNL1 KNL1:exonic:NM_144508.4 1 100 10 missense NM_144508.4c.1378G>T p.Ala460Ser -0.05 1 99 0 rs2412541 0.1563 YES 3.223E-1 (pos.40913840) Kinetochore scaffold 1CENP-A containing nucleosome assembly,acrosomal vesicle,acrosome assembly,attachment of spindle microtubules to kinetochore,cell division,condensed chromosome kinetochore,cytosol,extracellular exosome,negative regulation of phosphatase activity,nuclear body,nucleoplasm,nucleus,protein binding,protein localization to kinetochore,sister chromatid cohesionBenign G=0, T=162 G=0.0, T=1.0 0.00001 2615.72 162 G=0/0, T=67/95

chr18:59777011 T/C T C SNV PIGN PIGN:intronic:NM_176787.4 1 50 intronic NM_176787.4c.1574+56A>Gp.? 0.11 Phosphatidylinositolglycan class N (PIG-N),Type I phosphodiesterase / nucleotide pyrophosphatasers2163518 YES Phosphatidylinositol glycan, class NGPI anchor biosynthetic process,cytosol,endoplasmic reticulum membrane,integral component of membrane,mannose-ethanolamine phosphotransferase activity,membrane,plasma membrane,preassembly of GPI anchor in ER membrane,sulfuric ester hydrolase activity,transferase activityT=17, C=17 T=0.5, C=0.5 0.00001 171.999 34 T=5/12, C=8/9

chr15:40915190 G/G A G SNV KNL1 KNL1:exonic:NM_144508.4 1 100 10 missense NM_144508.4c.2728A>G p.Arg910Gly 0.61 1 125 0 0(COSM147882),0(COSM4381491)rs8040502 0.1558 YES 3.228E-1 (pos.40915190) adenocarcinoma,carcinoma,haemangioblastomaKinetochore scaffold 1CENP-A containing nucleosome assembly,acrosomal vesicle,acrosome assembly,attachment of spindle microtubules to kinetochore,cell division,condensed chromosome kinetochore,cytosol,extracellular exosome,negative regulation of phosphatase activity,nuclear body,nucleoplasm,nucleus,protein binding,protein localization to kinetochore,sister chromatid cohesionBenign A=0, G=40 A=0.0, G=1.0 0.00001 630.227 40 A=0/0, G=25/15

chr13:50296115 T/T C T SNV KPNA3 KPNA3:exonic:NM_002267.3 1 100 9 synonymous NM_002267.3c.702G>A p.(=) 0.47 0.45(COSM4147730)Armadillo/beta-catenin-like repeat,Atypical Arm repeat,HEAT repeats,HEAT-like repeat,Importin beta binding domainrs1127021 0.1313 YES 9.98E-1 (pos.50296115) neoplasm Karyopherin (importin) alpha-3NLS-bearing protein import into nucleus,cytosol,host cell,intracellular transport of virus,modulation by virus of host process,nuclear localization sequence binding,nuclear pore,nucleoplasm,protein C-terminus binding,protein binding,protein complex assembly,protein transporter activity,viral entry into host cell,viral penetration into host nucleusC=0, T=84 C=0.0, T=1.0 0.00001 1375.98 84 C=0/0, T=40/44

chr12:25368462 T/T C T SNV KRAS KRAS:exonic:NM_033360.3 1 100 5 synonymous NM_033360.3c.483G>A p.(=) 4.7 0.43(COSM6474349)50S ribosome-binding GTPase,ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinasers4362222 0 1.0 (pos.25368462) adenocarcinomaKirsten rat sarcoma-2 viral (v-Ki-ras2) oncogene homologERBB2 signaling pathway,Fc-epsilon receptor signaling pathway,GDP binding,GMP binding,GTP binding,GTPase activity,LRR domain binding,MAPK cascade,Ras protein signal transduction,actin cytoskeleton organization,axon guidance,cytokine-mediated signaling pathway,cytoplasm,cytosol,endocrine signaling,epidermal growth factor receptor signaling pathway,epithelial tube branching involved in lung morphogenesis,extrinsic component of cytoplasmic side of plasma membrane,female pregnancy,focal adhesion,forebrain astrocyte development,homeostasis of number of cells within a tissue,identical protein binding,leukocyte migration,liver development,membrane,membrane raft,mitochondrion,negative regulation of cell differentiation,negative regulation of neuron apoptotic process,plasma membrane,positive regulation of MAP kinase activity,positive regulation of NF-kappaB transcription factor activity,positive regulation of Rac protein signal transduction,positive regulation of cell proliferation,positive regulation of cellular seneAbnormalities, Multiple;Adenocarcinoma;Adenoma;Adnexal Diseases;Arthritis;Arthritis, Juvenile;Astrocytoma;Autoimmune Diseases;Biliary Tract Diseases;Biliary Tract Neoplasms;Bone Marrow Diseases;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Ductal;Carcinoma, Hepatocellular;Carcinoma, Neuroendocrine;Carcinoma, Non-Small-Cell Lung;Carcinoma, Pancreatic Ductal;Carcinoma, Squamous Cell;Cardiovascular Abnormalities;Cardiovascular Diseases;Cecal Diseases;Cecal Neoplasms;Cholangiocarcinoma;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Colorectal Neoplasms, Hereditary Nonpolyposis;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Costello Syndrome;Craniofacial Abnormalities;Cysts;DNA Repair-Deficiency Disorders;Dermoid Cyst;Digestive System Diseases;Digestive System Neoplasms;Ectodermal Dysplasia;Endocrine Gland Neoplasms;Endocrine System Diseases;Endometrial Neoplasms;Endometr(3,7,11-TRIMETHYL-DODECA-2,6,10-TRIENYLOXYCARBAMOYL)-METHYL-PHOSPHONIC ACID,FARNESYL DIPHOSPHATEBenign C=0, T=50 C=0.0, T=1.0 0.00001 851.813 50 C=0/0, T=30/20

chr18:59821949 A/A G A SNV PIGN PIGN:intronic:NM_176787.4 1 100 intronic NM_176787.4c.443-65C>Tp.? -0.2 Phosphatidylinositolglycan class N (PIG-N),Type I phosphodiesterase / nucleotide pyrophosphatasers11659731 YES Phosphatidylinositol glycan, class NGPI anchor biosynthetic process,cytosol,endoplasmic reticulum membrane,integral component of membrane,mannose-ethanolamine phosphotransferase activity,membrane,plasma membrane,preassembly of GPI anchor in ER membrane,sulfuric ester hydrolase activity,transferase activityG=0, A=66 G=0.0, A=1.0 0.00001 1015.27 66 G=0/0, A=42/24

chr18:61067122 T/T C T SNV VPS4B VPS4B:intronic:NM_004869.3 1 100 intronic NM_004869.3c.790+159G>Ap.? 0.15 AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA),Holliday junction DNA helicase ruvB N-terminus,MIT (microtubule interacting and transport) domain,TIP49 C-terminus,Vps4 C terminal oligomerisation domainrs9965766 YES Vacuolar protein sorting 4, yeast, homolog of, BATP binding,ATPase activity,ATPase activity, coupled,ESCRT III complex disassembly,Flemming body,cell separation after cytokinesis,centrosome,cholesterol transport,cytoplasm,cytosol,endosomal transport,endosome,endosome membrane,endosome to lysosome transport via multivesicular body sorting pathway,extracellular exosome,identical protein binding,late endosomal microautophagy,late endosome membrane,macroautophagy,mitotic metaphase plate congression,multivesicular body assembly,negative regulation of cell death,negative regulation of exosomal secretion,nucleus,nucleus organization,positive regulation of G2/M transition of mitotic cell cycle,positive regulation of centriole elongation,positive regulation of exosomal secretion,positive regulation of viral life cycle,positive regulation of viral process,positive regulation of viral release from host cell,potassium ion transport,protein C-terminus binding,protein binding,protein depolymerization,protein homodimerization activity,protein transport,regulation of centC=0, T=25 C=0.0, T=1.0 0.00001 353.016 25 C=0/0, T=14/11

chr17:39661366 G/C G C SNV KRT13 KRT13:exonic:NM_153490.2 1 52.38 1 missense NM_153490.2c.437C>G p.Ala146Gly 0.38 1 60 0.367 Intermediate filament proteinrs760134 0.0536 YES 3.179E-2 (pos.39661366) Keratin 13 cellular response to retinoic acid,cornification,cytoskeleton organization,cytosol,extracellular exosome,intermediate filament,intermediate filament cytoskeleton,keratin filament,keratinization,nucleus,protein binding,response to radiation,structural molecule activity,tongue morphogenesisCarcinoma;Carcinoma, Squamous Cell;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Head and Neck Neoplasms;Leukokeratosis, Hereditary Mucosal;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign G=10, C=11 G=0.4762, C=0.5238 0.00001 95.0412 21 G=5/5, C=6/5

chr18:61325905 T/G T G SNV SERPINB3 SERPINB3:intronic:NM_006919.2 1 47.62 intronic NM_006919.2c.352-41A>Cp.? -0.16 Serpin (serine protease inhibitor)rs7228687 0.4792 YES 2.782E-1 (pos.61325905) Serpin peptidase inhibitor, clade B (ovalbumin), member 3 (squamous cell carcinoma antigen 1)autocrine signaling,azurophil granule lumen,cysteine-type endopeptidase inhibitor activity,cytoplasm,cytoplasmic vesicle,extracellular exosome,extracellular region,extracellular space,negative regulation of JUN kinase activity,negative regulation of catalytic activity,negative regulation of endopeptidase activity,negative regulation of peptidase activity,negative regulation of proteolysis,neutrophil degranulation,nucleus,paracrine signaling,positive regulation of cell migration,positive regulation of cell proliferation,positive regulation of endopeptidase activity,positive regulation of epithelial to mesenchymal transition,protease binding,serine-type endopeptidase inhibitor activity,vesicle,viral entry into host cell,virus receptor activityAbortion, Spontaneous;Carcinoma;Carcinoma, Squamous Cell;Dermatitis;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Precancerous Conditions;Pregnancy Complications;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Stomatognathic DiseasesD-Serine,Dexfosfoserine T=22, G=20 T=0.5238, G=0.4762 0.00001 212.953 42 T=5/17, G=3/17

chr17:38855772 T/C T C SNV KRT24 KRT24:exonic:NM_019016.2 1 50 6 missense NM_019016.2c.1285A>G p.Lys429Glu 0.04 1 56 0 0.18(COSM3755469)Intermediate filament proteinrs2462961 0.4443 YES 5.982E-1 (pos.38855772) acute_myeloid_leukaemia,adenocarcinomaKeratin 24 biological_process,cornification,cytosol,extracellular exosome,intermediate filament,keratinization,molecular_function,structural molecule activityT=44, C=44 T=0.5, C=0.5 0.00001 478.658 88 T=23/21, C=22/22

chr12:53185492 C/T C T SNV KRT3 KRT3:exonic:NM_057088.2 1 52.38 6 missense NM_057088.2c.1297G>A p.Glu433Lys 4.74 0 56 0.999 0.99(COSM3998850)Intermediate filament protein,Keratin type II headrs61929765 0.1278 YES 7.732E-2 (pos.53185492) acute_myeloid_leukaemia,neoplasmKeratin 3 cornification,cytosol,epithelial cell differentiation,extracellular exosome,intermediate filament,intermediate filament cytoskeleton organization,keratin filament,keratinization,structural molecule activityAdnexal Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Corneal Dystrophy, Juvenile Epithelial of Meesmann;Cysts;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeC=30, T=33 C=0.4762, T=0.5238 0.00001 333.931 63 C=18/12, T=20/13

chr17:39535859 A/G A G SNV KRT34 KRT34:exonic:NM_021013.3 1 45.83 4 missense NM_021013.3c.839T>C p.Ile280Thr 2.52 1 89 0 Intermediate filament proteinrs2239710 0.349 YES 6.055E-1 (pos.39535859) Keratin 34 cornification,cytosol,epidermis development,extracellular exosome,extracellular space,intermediate filament,keratinization,structural molecule activityA=52, G=44 A=0.5417, G=0.4583 0.00001 471.53 96 A=16/36, G=24/20

chr12:52911401 T/G T G SNV KRT5 KRT5:exonic:NM_000424.3 1 46.51 5 synonymous NM_000424.3c.1065A>C p.(=) -5.57 0.04(COSM3998843)Intermediate filament protein,Keratin type II headrs4761924 0.1401 YES 2.785E-2 (pos.52911401) acute_myeloid_leukaemiaKeratin 5 cornification,cytoplasm,cytoskeleton organization,cytosol,epidermis development,extracellular exosome,hemidesmosome assembly,intermediate filament,keratin filament,keratinization,membrane,mitochondrion,nucleus,plasma membrane,protein binding,scaffold protein binding,structural constituent of cytoskeleton,structural molecule activityAdenocarcinoma;Carcinogenesis;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Basal Cell;Cell Transformation, Neoplastic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epidermolysis Bullosa;Epidermolysis Bullosa Simplex;Erythema;Genetic Diseases, Inborn;Head and Neck Neoplasms;Hyperpigmentation;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Basal Cell;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Pigmentation Disorders;Salivary Gland Diseases;Salivary Gland Neoplasms;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stomatognathic DiseasesBenign T=46, G=40 T=0.5349, G=0.4651 0.00001 416.494 86 T=37/9, G=35/5

chr18:66513471 G/G C G SNV CCDC102B CCDC102B:intronic:NM_001093729.1 1 100 intronic NM_001093729.1c.828-79C>Gp.? -0.01 rs1954878 YES protein binding C=0, G=20 C=0.0, G=1.0 0.00001 263.785 20 C=0/0, G=12/8

chr18:66513662 C/C T C SNV CCDC102B CCDC102B:intronic:NM_001093729.1 1 100 intronic NM_001093729.1c.936+4T>Cp.? -0.21 rs1977942,rs767992664,rs7735252590.3881 YES 1.21E-4 (pos.66513661),3.528E-1;0.0 (pos.66513662) protein binding T=0, C=129 T=0.0, C=1.0 0.00001 2115.18 129 T=0/0, C=50/79

chr18:66513749 C/C T C SNV CCDC102B CCDC102B:intronic:NM_001093729.1 1 100 intronic NM_001093729.1c.936+91T>Cp.? -2.59 rs1970675 YES protein binding T=0, C=127 T=0.0, C=1.0 0.00001 2074.54 127 T=0/0, C=47/80

chr18:66678131 G/G A G SNV CCDC102B CCDC102B:intronic:NM_001093729.1 1 100 intronic NM_001093729.1c.1264-40A>Gp.? -0.43 rs7234663 0 1.0 (pos.66678131) protein binding A=0, G=313 A=0.0, G=1.0 0.00001 5180.86 313 A=0/0, G=138/175

chr12:52912768 C/T C T SNV KRT5 KRT5:exonic:NM_000424.3 1 45.45 2 synonymous NM_000424.3c.732G>A p.(=) 0.48 0.73(COSM3998844)Intermediate filament protein,Keratin type II headrs1132948 0.1406 YES 2.775E-2;0.0 (pos.52912768)acute_myeloid_leukaemiaKeratin 5 cornification,cytoplasm,cytoskeleton organization,cytosol,epidermis development,extracellular exosome,hemidesmosome assembly,intermediate filament,keratin filament,keratinization,membrane,mitochondrion,nucleus,plasma membrane,protein binding,scaffold protein binding,structural constituent of cytoskeleton,structural molecule activityAdenocarcinoma;Carcinogenesis;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Basal Cell;Cell Transformation, Neoplastic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epidermolysis Bullosa;Epidermolysis Bullosa Simplex;Erythema;Genetic Diseases, Inborn;Head and Neck Neoplasms;Hyperpigmentation;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Basal Cell;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Pigmentation Disorders;Salivary Gland Diseases;Salivary Gland Neoplasms;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stomatognathic DiseasesBenign C=12, T=10 C=0.5455, T=0.4545 0.00001 81.7628 22 C=8/4, T=4/6

chr18:674440 A/C A C SNV

ENOSF1,TYM

S ENOSF1:intronic:NM_017512.5, TYMS:downstream:NM_001071.2 1
50

intronic NM_001071.2, NM_017512.5c.*1443A>C, c.1231-34T>Gp.?, p.? -0.06 Enolase C-terminal domain-like,Mandelate racemase / muconate lactonizing enzyme, N-terminal domainrs11081251 0.309 YES 6.947E-1;0.0 (pos.674440) Enolase superfamily member 1,Thymidylate synthaseDNA biosynthetic process,L-fuconate dehydratase activity,aging,carbohydrate catabolic process,cartilage development,cellular amino acid catabolic process,cellular carbohydrate catabolic process,cellular_component,circadian rhythm,cofactor binding,cytoplasm,cytosol,dTMP biosynthetic process,dTTP biosynthetic process,dUMP metabolic process,developmental growth,drug binding,folic acid binding,immortalization of host cell by virus,intestinal epithelial cell maturation,isomerase activity,liver regeneration,magnesium ion binding,methylation,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,negative regulation of translation,nucleobase-containing small molecule interconversion,nucleolus,nucleotide binding,nucleus,protein homodimerization activity,regulation of transcription involved in G1/S transition of mitotic cell cycle,response to cytokine,response to drug,response to ethanol,response to folic acid,response to glucocorticoid,response to organophosphorus,response to progesterone,response to toxic suAdenocarcinoma;Adnexal Diseases;Anemia;Autoimmune Diseases;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Hepatocellular;Carcinoma, Squamous Cell;Central Nervous System Diseases;Cleft Lip;Cleft Palate;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Head and Neck Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Intestinal Diseases;Intestinal Neoplasms;Jaw Abnormalities;Jaw Diseases;Kidney Diseases;Lip Diseases;Li10-Propargyl-5,8-Dideazafolic Acid,2'-deoxyuridylic acid,6,6-DIMETHYL-1-3-(2,4,5-TRICHLOROPHENOXY)PROPOXY-1,6-DIHYDRO-1,3,5-TRIAZINE-2,4-DIAMINE,6-ETHYL-5-PHENYLPYRIMIDINE-2,4-DIAMINE,ANX-510,Capecitabine,Floxuridine,Fluorouracil,Gemcitabine,Methotrexate,N-(3,5-dimethoxyphenyl)imidodicarbonimidic diamide,N-2-chloro-5-(trifluoromethyl)phenylimidodicarbonimidic diamide,OSI-7904L,Pemetrexed,Pralatrexate,Raltitrexed,S,S-(2-Hydroxyethyl)Thiocysteine,Thymectacin,Thymidine-5'-Phosphate,Trifluridine,TrimethoprimA=10, C=10 A=0.5, C=0.5 0.00001 82.8791 20 A=4/6, C=8/2

chr12:52886490 G/G A G SNV KRT6A KRT6A:exonic:NM_005554.3 1 100 1 synonymous NM_005554.3c.483T>C p.(=) -2.92 0.02(COSM1128560)Intermediate filament protein,Keratin type II headrs711317 0.4164 YES 6.52E-1 (pos.52886490) adenocarcinoma,neoplasm,osteosarcomaKeratin 6A antimicrobial humoral immune response mediated by antimicrobial peptide,cell differentiation,cornification,cytolysis in other organism involved in symbiotic interaction,cytoskeleton organization,cytosol,defense response to Gram-positive bacterium,extracellular exosome,keratin filament,keratinization,membrane,morphogenesis of an epithelium,negative regulation of cytolysis by symbiont of host cells,negative regulation of entry of bacterium into host cell,nucleus,positive regulation of cell proliferation,protein binding,structural constituent of cytoskeleton,wound healingCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Genetic Diseases, Inborn;Nail Diseases;Pachyonychia Congenita;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesA=0, G=32 A=0.0, G=1.0 0.00001 485.141 32 A=0/0, G=17/15

chr12:52862770 C/C T C SNV KRT6C KRT6C:utr_3:NM_173086.4 1 100 9 utr_3 NM_173086.4c.1771A>G p.? -1.84 Intermediate filament protein,Keratin type II headrs1053796 YES Keratin 6C cornification,cytosol,extracellular exosome,intermediate filament,intermediate filament cytoskeleton organization,keratin filament,keratinization,protein binding,structural molecule activityT=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=24/7

chr18:6870524 C/C T C SNV ARHGAP28 ARHGAP28:intronic:NM_001010000.2 1 100 intronic NM_001010000.2c.335-65T>Cp.? -1.99 RhoGAP domainrs62082833 YES RHO GTPase-activating protein 28Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleT=0, C=79 T=0.0, C=1.0 0.00001 1267.25 79 T=0/0, C=25/54

chr12:52863621 G/G T G SNV KRT6C KRT6C:exonic:NM_173086.4 1 100 7 synonymous NM_173086.4c.1257A>C p.(=) -0.01 0.19(COSM3753348)Intermediate filament protein,Keratin type II headrs382367 0.425 YES 6.57E-1 (pos.52863621) adenocarcinoma,ductal_carcinoma,neoplasmKeratin 6C cornification,cytosol,extracellular exosome,intermediate filament,intermediate filament cytoskeleton organization,keratin filament,keratinization,protein binding,structural molecule activityT=0, G=25 T=0.0, G=1.0 0.00001 352.939 25 T=0/0, G=14/11

chr18:6912004 A/A G A SNV ARHGAP28 ARHGAP28:intronic:NM_001010000.2 1 100 intronic NM_001010000.2c.1619-55G>Ap.? -0.66 RhoGAP domainrs1346931 YES RHO GTPase-activating protein 28Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleG=0, A=41 G=0.0, A=1.0 0.00001 664.655 41 G=0/0, A=17/24

chr12:52863213 C/T C T SNV KRT6C KRT6C:exonic:NM_173086.4 1 50 8 missense NM_173086.4c.1441G>A p.Val481Ile 0.86 0 29 0.824 0.28(COSM3753347)Intermediate filament protein,Keratin type II headrs412533 0.3678 YES 5.051E-1 (pos.52863213) adenocarcinomaKeratin 6C cornification,cytosol,extracellular exosome,intermediate filament,intermediate filament cytoskeleton organization,keratin filament,keratinization,protein binding,structural molecule activityC=10, T=10 C=0.5, T=0.5 0.00001 82.8751 20 C=5/5, T=4/6

chr18:6950999 A/G A G SNV LAMA1 LAMA1:intronic:NM_005559.3 1 57.14 intronic NM_005559.3c.8208-29T>Cp.? 0.88 Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs62081480 0.393 YES 2.468E-1 (pos.6950999) Laminin, alpha-1basement membrane,cell adhesion,cell surface receptor signaling pathway,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,laminin-1 complex,laminin-3 complex,membrane,protein C-terminus binding,protein binding,proteinaceous extracellular matrix,receptor binding,regulation of cell adhesion,regulation of cell migration,regulation of embryonic developmentColonic Diseases;Colorectal Neoplasms;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Fatty Liver;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glucose Metabolism Disorders;Intellectual Disability;Intestinal Diseases;Intestinal Neoplasms;Liver Diseases;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Non-alcoholic Fatty Liver Disease;Nutritional and Metabolic Diseases;Rectal Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=15, G=20 A=0.4286, G=0.5714 0.00001 218.708 35 A=5/10, G=9/11

chr12:52627215 G/G A G SNV KRT7 KRT7:exonic:NM_005556.3 1 100 1 synonymous NM_005556.3c.135A>G p.(=) -2.32 0.01(COSM3749212),0.01(COSM3749213)Intermediate filament protein,Keratin type II headrs7308888 0.1784 YES 8.967E-1 (pos.52627215) adenocarcinoma,neoplasmKeratin 7 cornification,cytoplasm,cytosol,extracellular exosome,intermediate filament,keratin filament,keratinization,nucleus,protein binding,structural molecule activity,viral processAdenocarcinoma;Adenoma;Adenoma, Oxyphilic;Basal Ganglia Diseases;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Cholestasis;Cholestasis, Intrahepatic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hepatitis;Hepatitis, Chronic;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Kidney Diseases;Kidney Neoplasms;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Movement Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;UrogeniHspE7,Primaquine A=0, G=31 A=0.0, G=1.0 0.00001 465.816 31 A=0/0, G=4/27

chr18:7035915 A/C A C SNV LAMA1 LAMA1:intronic:NM_005559.3 1 57.58 intronic NM_005559.3c.1839+71T>Gp.? 0.02 Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs677136 YES Laminin, alpha-1basement membrane,cell adhesion,cell surface receptor signaling pathway,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,laminin-1 complex,laminin-3 complex,membrane,protein C-terminus binding,protein binding,proteinaceous extracellular matrix,receptor binding,regulation of cell adhesion,regulation of cell migration,regulation of embryonic developmentColonic Diseases;Colorectal Neoplasms;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Fatty Liver;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glucose Metabolism Disorders;Intellectual Disability;Intestinal Diseases;Intestinal Neoplasms;Liver Diseases;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Non-alcoholic Fatty Liver Disease;Nutritional and Metabolic Diseases;Rectal Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=14, C=19 A=0.4242, C=0.5758 0.00001 204.389 33 A=7/7, C=13/6

chr12:52946498 T/T C T SNV KRT71 KRT71:exonic:NM_033448.2 1 100 1 missense NM_033448.2c.364G>A p.Glu122Lys -0.13 0.04 56 0.703 0.14(COSM3753353)Intermediate filament protein,Keratin type II headrs665470 0.237 YES 2.346E-2 (pos.52946498) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinoma,neoplasmKeratin 71 cornification,cytosol,extracellular exosome,hair follicle morphogenesis,intermediate filament organization,keratin filament,keratinization,protein binding,structural molecule activityHair Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Skin Diseases;Skin and Connective Tissue DiseasesC=0, T=42 C=0.0, T=1.0 0.00001 682.938 42 C=0/0, T=10/32

chr18:71920966 C/C T C SNV CYB5A CYB5A:intronic:NM_148923.3 1 100 intronic NM_148923.3c.324-66A>Gp.? -0.13 Cytochrome b5-like Heme/Steroid binding domainrs1790871 YES Cytochrome b5L-ascorbic acid metabolic process,aldo-keto reductase (NADP) activity,cytochrome-c oxidase activity,cytosol,electron transport chain,endoplasmic reticulum membrane,enzyme binding,extracellular exosome,heme binding,hydrogen ion transmembrane transport,integral component of membrane,intracellular membrane-bounded organelle,membrane,metal ion binding,mitochondrial outer membrane,response to cadmium ionAdrenal Gland Diseases;Adrenal Hyperplasia, Congenital;Adrenogenital Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Methemoglobinemia;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Steroid Metabolism, Inborn Errors;Urogenital AbnormalitiesDimethyl Propionate Ester HemeT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=9/11

chr18:71930734 C/C T C SNV CYB5A CYB5A:intronic:NM_148923.3 1 100 intronic NM_148923.3c.130-22A>Gp.? -0.75 Cytochrome b5-like Heme/Steroid binding domainrs2032262,rs753203629 0.0064 YES 9.968E-1;0.0 (pos.71930734) Cytochrome b5L-ascorbic acid metabolic process,aldo-keto reductase (NADP) activity,cytochrome-c oxidase activity,cytosol,electron transport chain,endoplasmic reticulum membrane,enzyme binding,extracellular exosome,heme binding,hydrogen ion transmembrane transport,integral component of membrane,intracellular membrane-bounded organelle,membrane,metal ion binding,mitochondrial outer membrane,response to cadmium ionAdrenal Gland Diseases;Adrenal Hyperplasia, Congenital;Adrenogenital Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Methemoglobinemia;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Steroid Metabolism, Inborn Errors;Urogenital AbnormalitiesDimethyl Propionate Ester HemeT=0, C=115 T=0.0, C=1.0 0.00001 1720.34 115 T=0/0, C=52/63

chr18:72011050 C/C A C SNV C18orf63 C18orf63:intronic:NM_001174123.1 1 100 intronic NM_001174123.1c.978+113A>Cp.? -0.17 Domain of unknown function (DUF4708)rs11151947 YES A=0, C=63 A=0.0, C=1.0 0.00001 958.915 63 A=0/0, C=22/41

chr12:52946543 T/T C T SNV KRT71 KRT71:exonic:NM_033448.2 1 100 1 missense NM_033448.2c.319G>A p.Val107Ile -0.11 0.3 29 0.143 0.11(COSM3753354)Intermediate filament protein,Keratin type II headrs665522 0.2369 YES 2.358E-2 (pos.52946543) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmKeratin 71 cornification,cytosol,extracellular exosome,hair follicle morphogenesis,intermediate filament organization,keratin filament,keratinization,protein binding,structural molecule activityHair Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Skin Diseases;Skin and Connective Tissue DiseasesC=0, T=40 C=0.0, T=1.0 0.00001 644.273 40 C=0/0, T=8/32

chr12:52940168 C/T C T SNV KRT71 KRT71:exonic:NM_033448.2 1 50 7 synonymous NM_033448.2c.1227G>A p.(=) -0.3 Intermediate filament protein,Keratin type II headrs603193 0.0237 YES 0.0 (pos.52940168) Keratin 71 cornification,cytosol,extracellular exosome,hair follicle morphogenesis,intermediate filament organization,keratin filament,keratinization,protein binding,structural molecule activityHair Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Skin Diseases;Skin and Connective Tissue DiseasesC=13, T=13 C=0.5, T=0.5 0.00001 119.162 26 C=11/2, T=9/4

chr18:72113730 G/G A G SNV FAM69C FAM69C:intronic:NM_001044369.2 1 100 intronic NM_001044369.2c.876+111T>Cp.? -0.25 N-term cysteine-rich ER, FAM69,Protein-kinase domain of FAM69rs3861310 YES Family with sequence similarity 69, member Cendoplasmic reticulum membrane,integral component of membraneA=0, G=33 A=0.0, G=1.0 0.00001 504.458 33 A=0/0, G=24/9

chr12:52818504 G/G T G SNV KRT75 KRT75:exonic:NM_004693.2 1 100 9 missense NM_004693.2c.1453A>C p.Ser485Arg -0.32 0.04 110 0.799 0.05(COSM3753340),0.07(COSM4434813)Intermediate filament protein,Keratin type II headrs298104 0.3487 YES 6.927E-1;0.0 (pos.52818504)adenocarcinoma,squamous_cell_carcinomaKeratin 75 cornification,cytosol,extracellular exosome,hematopoietic progenitor cell differentiation,intermediate filament,keratin filament,keratinization,structural molecule activityAlopecia;Hair Diseases;Hypotrichosis;Loose Anagen Hair Syndrome;Skin Diseases;Skin and Connective Tissue DiseasesT=0, G=46 T=0.0, G=1.0 0.00001 768.277 46 T=0/0, G=22/24

chr12:52822258 G/G A G SNV KRT75 KRT75:exonic:NM_004693.2 1 100 7 synonymous NM_004693.2c.1164T>C p.(=) -2.25 Intermediate filament protein,Keratin type II headrs401926 0.402 YES 6.979E-1 (pos.52822258) Keratin 75 cornification,cytosol,extracellular exosome,hematopoietic progenitor cell differentiation,intermediate filament,keratin filament,keratinization,structural molecule activityAlopecia;Hair Diseases;Hypotrichosis;Loose Anagen Hair Syndrome;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=83 A=0.0, G=1.0 0.00001 1349.88 83 A=0/0, G=45/38

chr12:52827818 C/C T C SNV KRT75 KRT75:exonic:NM_004693.2 1 100 1 missense NM_004693.2c.271A>G p.Arg91Gly 0.97 1 125 0 0.01(COSM4999339)Intermediate filament protein,Keratin type II headrs298109 0.4022 YES 6.957E-1;0.0 (pos.52827818)ductal_carcinoma,neoplasmKeratin 75 cornification,cytosol,extracellular exosome,hematopoietic progenitor cell differentiation,intermediate filament,keratin filament,keratinization,structural molecule activityAlopecia;Hair Diseases;Hypotrichosis;Loose Anagen Hair Syndrome;Skin Diseases;Skin and Connective Tissue DiseasesT=0, C=63 T=0.0, C=1.0 0.00001 962.612 63 T=0/0, C=30/33

chr12:53162773 G/G A G SNV KRT76 KRT76:exonic:NM_015848.4 1 100 9 synonymous NM_015848.4c.1641T>C p.(=) -1.3 0.01(COSM3773646)Intermediate filament protein,Keratin type II headrs1464423,rs201384439,rs370657661,rs576463918,rs752726751,rs756611726,rs7675794430.125 YES 7.495E-3;0.0;0.0;0.0;0.0;0.0 (pos.53162772),9.099E-1;0.0;0.0 (pos.53162773)clear_cell_renal_cell_carcinoma,neoplasmKeratin 76, type IIcornification,cytoskeleton organization,cytosol,extracellular exosome,intermediate filament,keratin filament,keratinization,nucleus,pigmentation,sebaceous gland development,structural molecule activityA=0, G=21 A=0.0, G=1.0 0.00001 273.724 21 A=0/0, G=8/13

chr12:53165940 T/T C T SNV KRT76 KRT76:exonic:NM_015848.4 1 100 5 missense NM_015848.4c.1075G>A p.Ala359Thr 0.65 0.02 58 0.986 0.31(COSM1179681),0.35(COSM4419011)Intermediate filament protein,Keratin type II headrs6580904,rs770706214 0.1709 YES 0.0 (pos.53165937),5.317E-1 (pos.53165940)acute_myeloid_leukaemia,adenoma,carcinoma,neoplasmKeratin 76, type IIcornification,cytoskeleton organization,cytosol,extracellular exosome,intermediate filament,keratin filament,keratinization,nucleus,pigmentation,sebaceous gland development,structural molecule activityC=0, T=38 C=0.0, T=1.0 0.00001 603.786 38 C=0/0, T=16/22

chr12:53085089 C/C T C SNV KRT77 KRT77:exonic:NM_175078.2 1 100 9 missense NM_175078.2c.1597A>G p.Arg533Gly -0.45 0.31 125 0 0(COSM3753363)Intermediate filament protein,Keratin type II headrs636127,rs765155474 0.0372 YES 9.998E-1;0.0;0.0 (pos.53085089)adenocarcinoma,neoplasmKeratin 77 biological_process,cornification,cytoskeleton,cytosol,extracellular exosome,intermediate filament,keratin filament,keratinization,molecular_function,structural molecule activityT=0, C=22 T=0.0, C=1.0 0.00001 298.888 22 T=0/0, C=10/12

chr12:53096913 A/A G A SNV KRT77 KRT77:exonic:NM_175078.2 1 100 1 synonymous NM_175078.2c.306C>T p.(=) 1.31 Intermediate filament protein,Keratin type II headrs1625862 5.00E-04 1.0 (pos.53096913) Keratin 77 biological_process,cornification,cytoskeleton,cytosol,extracellular exosome,intermediate filament,keratin filament,keratinization,molecular_function,structural molecule activityG=0, A=35 G=0.0, A=1.0 0.00001 508.786 35 G=0/0, A=16/19

chr21:46057393 A/A T A SNV

KRTAP10-

10,TSPEAR KRTAP10-10:exonic:NM_181688.2, TSPEAR:intronic:NM_144991.2 1
100

1 missense NM_144991.2, NM_181688.2c.83-69504A>T, c.59T>Ap.?, p.Val20Asp 0.97 152 0(COSM4135027)EPTP domain,Keratin, high sulfur B2 proteinrs2838602,rs797028131 0.2929 YES 6.336E-1 (pos.46057393) neoplasm,osteosarcomaThrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,keratin filament,keratinization,molecular_function,sensory perception of sound,stereociliumT=0, A=35 T=0.0, A=1.0 0.00001 543.881 35 T=0/0, A=19/16

chr21:46066764 T/T C T SNV

KRTAP10-

11,TSPEAR KRTAP10-11:exonic:NM_198692.2, TSPEAR:intronic:NM_144991.2 1
100

1 missense NM_144991.2, NM_198692.2c.82+64584G>A, c.389C>Tp.?, p.Ser130Phe 0.27 155 0.17(COSM5022103)EPTP domain,Keratin, high sulfur B2 proteinrs4818952,rs782508250 0.2772 YES 0.0;0.0 (pos.46066763),6.478E-1 (pos.46066764)osteosarcoma Thrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,keratin filament,keratinization,molecular_function,protein binding,sensory perception of sound,stereociliumC=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=9/16

chr18:77132755 T/G T G SNV ATP9B ATP9B:intronic:NM_198531.4 1 50 intronic NM_198531.4c.3013-70T>Gp.? -2.27 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminal,haloacid dehalogenase-like hydrolasers2271392 0.2775 YES ATPase, class II, type 9BATP binding,endocytosis,endosome,integral component of membrane,magnesium ion binding,perinuclear region of cytoplasm,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,retrograde vesicle-mediated transport, Golgi to ER,trans-Golgi networkCocaine-Related Disorders;Mental Disorders;Substance-Related DisordersT=13, G=13 T=0.5, G=0.5 0.00001 115.793 26 T=11/2, G=9/4

chr18:77132793 G/A G A SNV ATP9B ATP9B:intronic:NM_198531.4 1 50 intronic NM_198531.4c.3013-32G>Ap.? -0.02 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminal,haloacid dehalogenase-like hydrolasers3817178 0.2721 YES 5.203E-1 (pos.77132793) ATPase, class II, type 9BATP binding,endocytosis,endosome,integral component of membrane,magnesium ion binding,perinuclear region of cytoplasm,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,retrograde vesicle-mediated transport, Golgi to ER,trans-Golgi networkCocaine-Related Disorders;Mental Disorders;Substance-Related DisordersG=13, A=13 G=0.5, A=0.5 0.00001 119.159 26 G=11/2, A=9/4

chr21:45971018 C/G C G SNV

KRTAP10-

2,TSPEAR KRTAP10-2:exonic:NM_198693.3, TSPEAR:intronic:NM_144991.2 1
53.33

1 synonymous NM_144991.2, NM_198693.3c.303+16651G>C, c.324G>Cp.?, p.(=) -1.65 0(COSM3766664)EPTP domain,Keratin, high sulfur B2 proteinrs478947 0.1953 YES 3.428E-1 (pos.45971018) acute_myeloid_leukaemia,diffuse_large_B_cell_lymphoma,hepatocellular_carcinomaThrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,keratin filament,keratinization,molecular_function,sensory perception of sound,stereociliumC=21, G=24 C=0.4667, G=0.5333 0.00001 276.152 45 C=10/11, G=18/6

chr21:45970759 ACTTGCAGCAGACAGG/AACTTGCAGCAGACAGGA INDEL

KRTAP10-

2,TSPEAR KRTAP10-2:exonic:NM_198693.3, TSPEAR:intronic:NM_144991.2 15
50

1 nonframeshiftDeletion NM_144991.2, NM_198693.3c.303+16910CCTGTCTGCTGCAAGT>T, c.568_582delCCTGTCTGCTGCAAGp.?, p.Pro190_Lys194del 0.17, -2.0, -8.41, -0.46, -0.78, 1.53, 1.02, 2.31, 0.09, 2.48, -0.01, 0.76, -1.4, -5.58, 1.7, 1.28EPTP domain,Keratin, high sulfur B2 proteinrs113146284,rs200215960,rs371219783,rs67692969,rs71199610,rs76021731,rs76536096,rs781838959,rs782072870,rs782129000,rs782485520,rs782580014,rs7827555480.1769 YES 0.0 (pos.45970760),0.0 (pos.45970763),0.0 (pos.45970764),0.0 (pos.45970765),0.0 (pos.45970770),0.0 (pos.45970772),0.0 (pos.45970774),1.542E-4 (pos.45970766),3.596E-1;0.0 (pos.45970759)astrocytoma_Grade_IVThrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,keratin filament,keratinization,molecular_function,sensory perception of sound,stereociliumACTTGCAGCAGACAGG=10, A=10ACTTGCAGCAGACAGG=0.5, A=0.50.00001 82.8861 20 ACTTGCAGCAGACAGG=7/3, A=4/6

chr21:46021205 T/T C T SNV

KRTAP10-

7,TSPEAR KRTAP10-7:exonic:NM_198689.2, TSPEAR:intronic:NM_144991.2 1
100

2 synonymous NM_144991.2, NM_198689.2c.83-33316G>A, c.669C>Tp.?, p.(=) 2.45 0.88(COSM4135014),0.88(COSM4135015)EPTP domain,Keratin, high sulfur B2 proteinrs389167 0.0633 YES 8.069E-1;0.0 (pos.46021205)neoplasm Thrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,identical protein binding,keratin filament,keratinization,molecular_function,protein binding,sensory perception of sound,stereociliumC=0, T=20 C=0.0, T=1.0 0.00001 254.474 20 C=0/0, T=14/6

chr18:7774104 C/C T C SNV PTPRM PTPRM:intronic:NM_001105244.1 1 100 intronic NM_001105244.1c.74-43T>C p.? 0.04 Fibronectin type III domain,Immunoglobulin domain,MAM domain, meprin/A5/mu,Protein-tyrosine phosphatasers875530 0.4867 YES 8.487E-1 (pos.7774104) Protein tyrosine phosphatase, receptor type, mu polypeptidecadherin binding,cell-cell adherens junction,cell-cell junction,cytoplasm,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,integral component of plasma membrane,lamellipodium,negative regulation of angiogenesis,negative regulation of endothelial cell migration,negative regulation of endothelial cell proliferation,neuron projection development,peptidyl-tyrosine dephosphorylation,perinuclear region of cytoplasm,plasma membrane,protein binding,protein dephosphorylation,protein tyrosine phosphatase activity,response to drug,retina layer formation,retinal ganglion cell axon guidance,signal transduction,transmembrane receptor protein tyrosine phosphatase activityT=0, C=35 T=0.0, C=1.0 0.00001 543.9 35 T=0/0, C=19/16

chr18:77797523 A/C A C SNV RBFA RBFA:intronic:NM_024805.2 1 52.38 intronic NM_024805.2c.378+17A>Cp.? -1.02 Ribosome-binding factor A biological_process,cellular_component,mitochondrion,molecular_function,protein binding,rRNA processingA=10, C=11 A=0.4762, C=0.5238 0.00001 95.3003 21 A=6/4, C=6/5

chr21:46021607 G/G A G SNV

KRTAP10-

7,TSPEAR KRTAP10-7:exonic:NM_198689.2, TSPEAR:intronic:NM_144991.2 1
100

2 synonymous NM_144991.2, NM_198689.2c.83-33718T>C, c.1071A>Gp.?, p.(=) -10.06 0(COSM4135020),0(COSM4135021)EPTP domain,Keratin, high sulfur B2 proteinrs370092 0.0619 YES 8.066E-1 (pos.46021607) neoplasm Thrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,identical protein binding,keratin filament,keratinization,molecular_function,protein binding,sensory perception of sound,stereociliumA=0, G=23 A=0.0, G=1.0 0.00001 314.227 23 A=0/0, G=3/20

chr21:46032094 G/G A G SNV

KRTAP10-

8,TSPEAR KRTAP10-8:exonic:NM_198695.2, TSPEAR:intronic:NM_144991.2 1
100

1 missense NM_144991.2, NM_198695.2c.83-44205T>C, c.77A>Gp.?, p.His26Arg -0.59 29 0(COSM4135022)EPTP domain,Keratin, high sulfur B2 protein,PMG proteinrs411254 0.0553 YES 8.096E-1 (pos.46032094) neoplasm Thrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,identical protein binding,keratin filament,keratinization,molecular_function,protein binding,sensory perception of sound,stereociliumA=0, G=36 A=0.0, G=1.0 0.00001 565.662 36 A=0/0, G=20/16

chr21:46047418 T/T C T SNV

KRTAP10-

9,TSPEAR KRTAP10-9:exonic:NM_198690.2, TSPEAR:intronic:NM_144991.2 1
100

1 synonymous NM_144991.2, NM_198690.2c.83-59529G>A, c.330C>Tp.?, p.(=) -0.28 0(COSM4135024)EPTP domain,Keratin, high sulfur B2 proteinrs782237778,rs8126553 0.2767 YES 1.156E-4 (pos.46047411),6.654E-1 (pos.46047418)neoplasm Thrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,keratin filament,keratinization,molecular_function,protein binding,sensory perception of sound,stereociliumC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=15/7

chr21:46086377 G/G A G SNV

KRTAP12-

2,TSPEAR KRTAP12-2:exonic:NM_181684.2, TSPEAR:intronic:NM_144991.2 1
100

1 missense NM_144991.2, NM_181684.2c.82+44971T>C, c.427T>Cp.?, p.Ser143Pro -0.3 74 0(COSM5022104)EPTP domain,Keratin, high sulfur B2 protein,PMG proteinrs2838622 0.4562 YES 5.596E-1;0.0;0.0 (pos.46086377)osteosarcoma Thrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,keratin filament,keratinization,molecular_function,protein binding,sensory perception of sound,stereociliumA=0, G=67 A=0.0, G=1.0 0.00001 1034.43 67 A=0/0, G=32/35

chr21:46086718 CG/CG GA CG MNV

KRTAP12-

2,TSPEAR KRTAP12-2:exonic:NM_181684.2, TSPEAR:intronic:NM_144991.2 2
100

1 missense NM_144991.2, NM_181684.2c.82+44630TC>CG, c.85_86delTCinsCGp.?, p.Ser29Arg -0.39, -4.33 110 0.03(COSM4135034)EPTP domain,Keratin, high sulfur B2 protein,PMG proteinrs368303093,rs7275281,rs7276859,rs7826375150.1796 YES 5.542E-1;2.353E-4 (pos.46086718),5.543E-1;0.0 (pos.46086719)neoplasm Thrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,keratin filament,keratinization,molecular_function,protein binding,sensory perception of sound,stereociliumGA=0, CG=41GA=0.0, CG=1.0 0.00001 664.7 41 GA=0/0, CG=16/25

chr21:46086757 AT/AT GC AT MNV

KRTAP12-

2,TSPEAR KRTAP12-2:exonic:NM_181684.2, TSPEAR:intronic:NM_144991.2 2
100

1 missense NM_144991.2, NM_181684.2c.82+44591GC>AT, c.46_47delGCinsATp.?, p.Ala16Met -0.53, -4.56 84 0.01(COSM4135036)EPTP domain,Keratin, high sulfur B2 protein,PMG proteinrs13046903,rs35163632,rs72752980.2944 YES 6.478E-1 (pos.46086758),6.487E-1 (pos.46086757)carcinoma,neoplasmThrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,keratin filament,keratinization,molecular_function,protein binding,sensory perception of sound,stereociliumGC=0, AT=36GC=0.0, AT=1.0 0.00001 563.744 36 GC=0/0, AT=15/21

chr21:46077946 G/G A G SNV

KRTAP12-

3,TSPEAR KRTAP12-3:exonic:NM_198697.2, TSPEAR:intronic:NM_144991.2 1
100

1 missense NM_144991.2, NM_198697.2c.82+53402T>C, c.50A>Gp.?, p.His17Arg -0.36 29 0.02(COSM3722325)EPTP domain,Keratin, high sulfur B2 proteinrs9306111 0.2875 YES 6.582E-1 (pos.46077946) acute_myeloid_leukaemia,osteosarcoma,squamous_cell_carcinomaThrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,keratin filament,keratinization,molecular_function,sensory perception of sound,stereociliumA=0, G=63 A=0.0, G=1.0 0.00001 958.869 63 A=0/0, G=47/16



chr21:31802768 A/A G A SNV KRTAP13-4 KRTAP13-4:exonic:NM_181600.2 1 100 1 missense NM_181600.2c.175G>A p.Ala59Thr -0.66 58 0(COSM3758833)Keratin, high sulfur B2 protein,PMG proteinrs2226548 0.4131 YES 3.186E-1 (pos.31802768) acute_myeloid_leukaemia,adenocarcinomacytosol,intermediate filament,keratinization G=0, A=65 G=0.0, A=1.0 0.00001 995.663 65 G=0/0, A=24/41

chr18:9396597 G/G A G SNV TWSG1 TWSG1:intronic:NM_020648.5 1 100 intronic NM_020648.5c.490+53A>Gp.? -2.83 Twisted gastrulation (Tsg) protein conserved regionrs2298550 YES 2.905E-1;0.0 (pos.9396597) Twisted gastrulation, Drosophila, homolog ofBMP signaling pathway,camera-type eye development,cell differentiation,extracellular exosome,forebrain development,hemopoiesis,mesoderm formation,negative regulation of BMP signaling pathway,negative regulation of CD4-positive, alpha-beta T cell activation,negative regulation of CD4-positive, alpha-beta T cell proliferation,negative regulation of cytokine production,negative regulation of osteoblast differentiation,ossification,positive regulation of BMP signaling pathway,positive regulation of pathway-restricted SMAD protein phosphorylation,protein binding,salivary gland morphogenesis,transforming growth factor beta binding,transforming growth factor beta receptor signaling pathwayAbnormalities, Multiple;Agenesis of Corpus Callosum;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Holoprosencephaly;Jaw Abnormalities;Jaw Diseases;Maxillofacial Abnormalities;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Stomatognathic Diseases;Stomatognathic System AbnormalitiesA=0, G=184 A=0.0, G=1.0 0.00001 3066.12 184 A=0/0, G=106/78

chr18:9522606 G/A G A SNV RALBP1 RALBP1:intronic:NM_006788.3 1 53.33 intronic NM_006788.3c.1053+99G>Ap.? -0.29 RhoGAP domainrs329007 YES RALA-binding protein 1ATPase activity,ATPase activity, coupled to movement of substances,GTPase activator activity,Rac GTPase binding,Ral GTPase binding,chemotaxis,cytosol,endocytosis,membrane,positive regulation of GTPase activity,protein binding,regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transduction,small GTPase mediated signal transduction,transmembrane transport,transmembrane transporter activity,transportCardiovascular Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Hypertension;Male Urogenital Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Vascular DiseasesCarbamazepine,Doxorubicin,Sorafenib,VincristineG=21, A=24 G=0.4667, A=0.5333 0.00001 273.808 45 G=10/11, A=5/19

chr21:31812772 A/A C A SNV KRTAP15-1 KRTAP15-1:exonic:NM_181623.1 1 100 1 missense NM_181623.1c.127C>A p.Leu43Met 0.04 15 0.48(COSM3758834)PMG protein rs2832873 0.4136 YES 3.185E-1 (pos.31812772) acute_myeloid_leukaemia,adenocarcinoma,osteosarcoma,squamous_cell_carcinomacytosol,intermediate filament,keratinization C=0, A=106 C=0.0, A=1.0 0.00001 1661.24 106 C=0/0, A=67/39

chr18:9944749 C/C T C SNV VAPA VAPA:intronic:NM_003574.5 1 100 intronic NM_003574.5c.418-172T>Cp.? 1.42 MSP (Major sperm protein) domainrs29134 YES Vesicle-associated membrane protein-associated protein ACOPII-coated vesicle budding,ER to Golgi vesicle-mediated transport,FFAT motif binding,Golgi membrane,azurophil granule membrane,bicellular tight junction,cadherin binding,cell death,endoplasmic reticulum,endoplasmic reticulum exit site,endoplasmic reticulum membrane,endoplasmic reticulum organization,integral component of membrane,membrane fusion,microtubule binding,microtubule cytoskeleton,negative regulation by host of viral genome replication,neuron projection development,neutrophil degranulation,nuclear membrane,perinuclear region of cytoplasm,plasma membrane,positive regulation by host of viral genome replication,positive regulation by host of viral release from host cell,positive regulation of I-kappaB kinase/NF-kappaB signaling,protein binding,protein domain specific binding,protein folding in endoplasmic reticulum,protein heterodimerization activity,protein localization to endoplasmic reticulum,signal transducer activity,signal transduction,sphingolipid biosynthetic process,vesicleT=0, C=54 T=0.0, C=1.0 0.00001 798.105 54 T=0/0, C=29/25

chr21:31973516 A/A T A SNV KRTAP22-1 KRTAP22-1:exonic:NM_181620.1 1 100 1 missense NM_181620.1c.77T>A p.Leu26His -1.11 0.83 99 0 0(COSM149218)Keratin-associated matrixrs198915 0.0955 YES 6.281E-1;0.0 (pos.31973516)adenocarcinoma cytosol,intermediate filament,keratinization T=0, A=85 T=0.0, A=1.0 0.00001 1390.52 85 T=0/0, A=44/41

chr21:31655212 C/C A C SNV KRTAP24-1 KRTAP24-1:exonic:NM_001085455.2 1 100 1 synonymous NM_001085455.2c.39T>G p.(=) -1.8 0(COSM4595246)PMG protein rs1557291 YES 1.0 (pos.31655212) squamous_cell_carcinoma cytosol,keratin filament,keratinization,structural molecule activityA=0, C=44 A=0.0, C=1.0 0.00001 726.568 44 A=0/0, C=20/24

chr19:10079013 C/C G C SNV COL5A3 COL5A3:intronic:NM_015719.3 1 100 intronic NM_015719.3c.4314+48C>Gp.? -1.53 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs3815747 0.3314 YES 3.616E-1;0.0 (pos.10079013) Collagen, type V, alpha-3 polypeptidecell-matrix adhesion,collagen binding,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,heparin binding,proteoglycan binding,skin developmentG=0, C=32 G=0.0, C=1.0 0.00001 493.79 32 G=0/0, C=29/3

chr17:39340597 A/A G A SNV KRTAP4-1 KRTAP4-1:utr_3:NM_033060.2 1 100 2 utr_3 NM_033060.2c.453C>T p.? -0.01 Keratin, high sulfur B2 proteinrs452216 YES cytosol,keratin filament,keratinization G=0, A=36 G=0.0, A=1.0 0.00001 556.161 36 G=0/0, A=19/17

chr19:10084422 T/T C T SNV COL5A3 COL5A3:intronic:NM_015719.3 1 100 intronic NM_015719.3c.3612+10G>Ap.? -1.1 0.01(COSM4000491)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs2287812 0.2252 YES 2.34E-1 (pos.10084422) acute_myeloid_leukaemiaCollagen, type V, alpha-3 polypeptidecell-matrix adhesion,collagen binding,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,heparin binding,proteoglycan binding,skin developmentC=0, T=26 C=0.0, T=1.0 0.00001 371.389 26 C=0/0, T=15/11

chr19:10084551 G/G T G SNV COL5A3 COL5A3:intronic:NM_015719.3 1 100 intronic NM_015719.3c.3558+44A>Cp.? -0.18 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs2287811 0.4598 YES 5.85E-1 (pos.10084551) Collagen, type V, alpha-3 polypeptidecell-matrix adhesion,collagen binding,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,heparin binding,proteoglycan binding,skin developmentT=0, G=38 T=0.0, G=1.0 0.00001 587.294 38 T=0/0, G=8/30

chr17:39340707 T/T C T SNV KRTAP4-1 KRTAP4-1:exonic:NM_033060.2 1 100 2 missense NM_033060.2c.343G>A p.Ala115Thr -0.13 0.12 58 0 Keratin, high sulfur B2 proteinrs398825,rs752970851 0.0769 YES 9.425E-1;0.0 (pos.39340707) cytosol,keratin filament,keratinization C=0, T=39 C=0.0, T=1.0 0.00001 628.381 39 C=0/0, T=18/21

chr17:39274518 T/T C T SNV KRTAP4-11 KRTAP4-11:exonic:NM_033059.3 1 100 1 missense NM_033059.3c.50G>A p.Arg17Gln 0.01 0.71 43 0 0(COSM3795591)Keratin, high sulfur B2 proteinrs753913229,rs9897031 0.2784 YES 0.0;0.0 (pos.39274506),4.559E-1 (pos.39274518)acute_myeloid_leukaemia,carcinomacytosol,keratin filament,keratinization,protein binding C=0, T=39 C=0.0, T=1.0 0.00001 630.252 39 C=0/0, T=17/22

chr19:10097187 G/GC G GC INDEL COL5A3 COL5A3:intronic:NM_015719.3 1 100 intronic NM_015719.3c.2244+42C>GCp.? -0.06 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs397779271,rs549909274,rs606041690.3511 YES 4.872E-1 (pos.10097187) Collagen, type V, alpha-3 polypeptidecell-matrix adhesion,collagen binding,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,heparin binding,proteoglycan binding,skin developmentG=0, GC=23 G=0.0, GC=1.0 0.00001 147.607 23 G=0/0, GC=15/8

chr19:10099910 T/T C T SNV COL5A3 COL5A3:intronic:NM_015719.3 1 100 intronic NM_015719.3c.2092-57G>Ap.? -0.23 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs2287805 0.347 YES Collagen, type V, alpha-3 polypeptidecell-matrix adhesion,collagen binding,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,heparin binding,proteoglycan binding,skin developmentC=0, T=37 C=0.0, T=1.0 0.00001 583.695 37 C=0/0, T=7/30

chr19:10100061 A/A C A SNV COL5A3 COL5A3:intronic:NM_015719.3 1 100 intronic NM_015719.3c.2047-19G>Tp.? -0.18 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs2287804 0.3487 YES 4.867E-1 (pos.10100061) Collagen, type V, alpha-3 polypeptidecell-matrix adhesion,collagen binding,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,heparin binding,proteoglycan binding,skin developmentC=0, A=40 C=0.0, A=1.0 0.00001 644.284 40 C=0/0, A=17/23

chr19:10102567 G/A G A SNV COL5A3 COL5A3:intronic:NM_015719.3 1 97.5 intronic NM_015719.3c.1894-50C>Tp.? 1.35 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs7251453 0.3485 YES 4.869E-1 (pos.10102567) Collagen, type V, alpha-3 polypeptidecell-matrix adhesion,collagen binding,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,heparin binding,proteoglycan binding,skin developmentG=1, A=39 G=0.025, A=0.975 0.00001 613.503 40 G=0/1, A=21/18

chr19:10102676 G/G A G SNV COL5A3 COL5A3:intronic:NM_015719.3 1 100 intronic NM_015719.3c.1893+4T>Cp.? -5.05 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs7252953,rs775022319 0.3488 YES 0.0 (pos.10102672),4.854E-1 (pos.10102676)Collagen, type V, alpha-3 polypeptidecell-matrix adhesion,collagen binding,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,heparin binding,proteoglycan binding,skin developmentA=0, G=52 A=0.0, G=1.0 0.00001 767.015 52 A=0/0, G=22/30

chr17:39240504 G/G A G SNV KRTAP4-7 KRTAP4-7:exonic:NM_033061.3 1 100 1 missense NM_033061.3c.46A>G p.Ser16Gly 0.32 56 0.01(COSM979035),0.01(COSM979036)Keratin, high sulfur B2 proteinrs11655310 YES 3.936E-1 (pos.39240504) acute_myeloid_leukaemia,adenocarcinoma,astrocytoma_Grade_IV,carcinoma,endometrioid_carcinoma,squamous_cell_carcinomaA=0, G=34 A=0.0, G=1.0 0.00001 524.186 34 A=0/0, G=11/23

chr19:10116076 C/C G C SNV COL5A3 COL5A3:intronic:NM_015719.3 1 100 intronic NM_015719.3c.594+158C>Gp.? -0.51 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs11085529 YES Collagen, type V, alpha-3 polypeptidecell-matrix adhesion,collagen binding,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,heparin binding,proteoglycan binding,skin developmentG=0, C=51 G=0.0, C=1.0 0.00001 754.584 51 G=0/0, C=46/5

chr17:39240511 T/T A T SNV KRTAP4-7 KRTAP4-7:exonic:NM_033061.3 1 100 1 missense NM_033061.3c.53A>T p.Asp18Val 0.06 152 0.05(COSM3970038),0.05(COSM3970039)Keratin, high sulfur B2 proteinrs383835 YES 3.901E-1 (pos.39240511) acute_myeloid_leukaemia,glioma,squamous_cell_carcinoma A=0, T=34 A=0.0, T=1.0 0.00001 524.185 34 A=0/0, T=11/23

chr17:39253749 C/C T C SNV KRTAP4-8 KRTAP4-8:utr_3:NM_031960.2 1 100 1 utr_3 NM_031960.2c.588A>G p.? 0.01 Keratin, high sulfur B2 proteinrs72625994 0.3639 YES 4.263E-1 (pos.39253749) aging,cytosol,hair cycle,keratin filament,keratinization T=0, C=58 T=0.0, C=1.0 0.00001 867.385 58 T=0/0, C=31/27

chr17:39253835 T/T C T SNV KRTAP4-8 KRTAP4-8:exonic:NM_031960.2 1 100 1 missense NM_031960.2c.502G>A p.Ala168Thr 0.1 1 58 0 0.04(COSM1128716)Keratin, high sulfur B2 proteinrs72625995 YES 3.35E-1;0.0 (pos.39253835)acute_myeloid_leukaemia,adenocarcinoma,astrocytoma_Grade_IV,carcinoma,hepatocellular_carcinoma,neoplasm,squamous_cell_carcinomaaging,cytosol,hair cycle,keratin filament,keratinizationBenign C=0, T=55 C=0.0, T=1.0 0.00001 814.904 55 C=0/0, T=26/29

chr17:39253886 C/C G C SNV KRTAP4-8 KRTAP4-8:exonic:NM_031960.2 1 100 1 missense NM_031960.2c.451C>G p.Leu151Val -0.15 0.28 32 0.047 0.04(COSM3766090)Keratin, high sulfur B2 proteinrs78550130 YES 4.31E-1 (pos.39253886) acute_myeloid_leukaemia,hepatocellular_carcinoma,neoplasm,squamous_cell_carcinomaaging,cytosol,hair cycle,keratin filament,keratinization G=0, C=29 G=0.0, C=1.0 0.00001 427.603 29 G=0/0, C=14/15

chr21:32201969 G/G GA G INDEL KRTAP7-1 KRTAP7-1:splicesite_3:NM_181606.2 1 100 2 splicesite NM_181606.2 3.07, 0.0 KRTAP type 7 familyrs35359062,rs397778172 YES 1.0 (pos.32201969) intermediate filament GA=0, G=27 GA=0.0, G=1.0 0.00001 385.329 27 GA=0/0, G=19/8

chr19:1053299 C/T C T SNV ABCA7 ABCA7:intronic:NM_019112.3 1 50 intronic NM_019112.3c.3221-29C>Tp.? 0.01 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs3829687 0.4212 YES 3.812E-1 (pos.1053299) ATP-binding cassette, subfamily A, member 7ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,Golgi apparatus,Golgi membrane,aminophospholipid transport,apolipoprotein A-I receptor activity,apolipoprotein A-I-mediated signaling pathway,cell junction,cell surface,cholesterol efflux,early endosome membrane,high-density lipoprotein particle assembly,integral component of membrane,intracellular membrane-bounded organelle,memory,negative regulation of amyloid precursor protein biosynthetic process,negative regulation of amyloid-beta formation,peptide cross-linking,phagocytic cup,phagocytosis,phosphatidylcholine-translocating ATPase activity,phosphatidylserine-translocating ATPase activity,phospholipid efflux,phospholipid translocation,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positive regulation of amyloid-beta clearance,positive regulation of cholesterol efflux,positive regulation of engulfment of apoptotic cell,positive regulation of phagocytosis,pAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesC=11, T=11 C=0.5, T=0.5 0.00001 95.7471 22 C=2/9, T=8/3

chr19:1059004 A/G A G SNV ABCA7 ABCA7:intronic:NM_019112.3 1 57.14 intronic NM_019112.3c.5401-18A>Gp.? -0.64 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs2279796 0.4276 YES 3.587E-1 (pos.1059004) ATP-binding cassette, subfamily A, member 7ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,Golgi apparatus,Golgi membrane,aminophospholipid transport,apolipoprotein A-I receptor activity,apolipoprotein A-I-mediated signaling pathway,cell junction,cell surface,cholesterol efflux,early endosome membrane,high-density lipoprotein particle assembly,integral component of membrane,intracellular membrane-bounded organelle,memory,negative regulation of amyloid precursor protein biosynthetic process,negative regulation of amyloid-beta formation,peptide cross-linking,phagocytic cup,phagocytosis,phosphatidylcholine-translocating ATPase activity,phosphatidylserine-translocating ATPase activity,phospholipid efflux,phospholipid translocation,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positive regulation of amyloid-beta clearance,positive regulation of cholesterol efflux,positive regulation of engulfment of apoptotic cell,positive regulation of phagocytosis,pAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesA=12, G=16 A=0.4286, G=0.5714 0.00001 161.742 28 A=7/5, G=9/7

chr19:10602180 C/C A C SNV KEAP1 KEAP1:intronic:NM_203500.1 1 100 intronic NM_203500.1c.1325+73T>Gp.? -0.67 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs11085735 YES Kelch-like ECH-associated protein 1Cul3-RING ubiquitin ligase complex,actin filament,cellular response to interleukin-4,cytoplasm,cytoplasmic sequestering of transcription factor,cytosol,disordered domain specific binding,endoplasmic reticulum,in utero embryonic development,microtubule organizing center,midbody,negative regulation of DNA binding transcription factor activity,nucleoplasm,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,post-translational protein modification,proteasomal ubiquitin-independent protein catabolic process,protein binding,protein complex,protein deubiquitination,protein homodimerization activity,protein ubiquitination,regulation of epidermal cell differentiation,transcription factor binding,transcription, DNA-templated,ubiquitin-protein transferase activityAdenocarcinoma;Biliary Tract Diseases;Biliary Tract Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Carcinoma, Renal Cell;Cardiovascular Diseases;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gallbladder Diseases;Gallbladder Neoplasms;Gastrointestinal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Hepatitis;Keratosis;Kidney Diseases;Kidney Neoplasms;Liver Diseases;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Vascular DiseasesDimethyl fumarate A=0, C=28 A=0.0, C=1.0 0.00001 408.718 28 A=0/0, C=22/6

chr17:39346518 C/C T C SNV KRTAP9-1 KRTAP9-1:exonic:NM_001190460.1 1 100 1 missense NM_001190460.1c.380T>C p.Ile127Thr -4.36 1 89 0(COSM4130026),0(COSM4130027)Keratin, high sulfur B2 proteinrs238824,rs766444093 YES 0.0 (pos.39346516),9.442E-1 (pos.39346518)neoplasm,squamous_cell_carcinomacytosol,keratin filament,keratinization T=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=13/21

chr19:1065197 G/C G C SNV

ABCA7,ARH

GAP45 ABCA7:intronic:NM_019112.3, ARHGAP45:upstream:NM_001258328.21
95.45

intronic NM_019112.3, NM_001258328.2c.6285+27G>C, c.-828G>Cp.?, p.? 0.1 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs4147936,rs761346314 0.2606 YES 0.0;0.0 (pos.1065191),4.937E-1 (pos.1065197)ATP-binding cassette, subfamily A, member 7ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,GTPase activator activity,Golgi apparatus,Golgi membrane,aminophospholipid transport,apolipoprotein A-I receptor activity,apolipoprotein A-I-mediated signaling pathway,azurophil granule lumen,cell junction,cell surface,cholesterol efflux,cytosol,early endosome membrane,extracellular region,high-density lipoprotein particle assembly,integral component of membrane,intracellular,intracellular membrane-bounded organelle,intracellular signal transduction,membrane,memory,metal ion binding,negative regulation of amyloid precursor protein biosynthetic process,negative regulation of amyloid-beta formation,neutrophil degranulation,peptide cross-linking,phagocytic cup,phagocytosis,phosphatidylcholine-translocating ATPase activity,phosphatidylserine-translocating ATPase activity,phospholipid efflux,phospholipid translocation,plasma membrane,positive regulation of ERK1 and ERK2 cascadAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=2, C=42 G=0.0455, C=0.9545 0.00001 663.791 44 G=1/1, C=7/35

chr19:10665691 C/C T C SNV KRI1 KRI1:intronic:NM_023008.3 1 100 intronic NM_023008.3c.1799+72A>Gp.? -0.19 KRI1-like family,KRI1-like family C-terminalrs10419405 YES 90S preribosome,RNA binding,endonucleolytic cleavage in ITS1 to separate SSU-rRNA from 5.8S rRNA and LSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),nucleolusT=0, C=21 T=0.0, C=1.0 0.00001 281.1 21 T=0/0, C=4/17

chr19:10665695 T/T C T SNV KRI1 KRI1:intronic:NM_023008.3 1 100 intronic NM_023008.3c.1799+68G>Ap.? 1.53 KRI1-like family,KRI1-like family C-terminalrs10413128 YES 90S preribosome,RNA binding,endonucleolytic cleavage in ITS1 to separate SSU-rRNA from 5.8S rRNA and LSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),nucleolusC=0, T=21 C=0.0, T=1.0 0.00001 281.234 21 C=0/0, T=4/17

chr19:10676343 T/T A T SNV

CDKN2D,KRI

1 CDKN2D:downstream:NM_001800.3, KRI1:intronic:NM_023008.3 1
98.99

intronic NM_023008.3, NM_001800.3c.186+50T>A, c.*1391T>Ap.?, p.? -2.22 KRI1-like family,KRI1-like family C-terminalrs3745246,rs749364899 0.2468 YES 3.647E-1;0.0 (pos.10676343) Cyclin-dependent kinase inhibitor 2D (p19, inhibits CDK4)90S preribosome,DNA synthesis involved in DNA repair,G1/S transition of mitotic cell cycle,RNA binding,autophagic cell death,cell cycle arrest,cyclin D2-CDK4 complex,cyclin-dependent protein serine/threonine kinase inhibitor activity,cytoplasm,cytosol,endonucleolytic cleavage in ITS1 to separate SSU-rRNA from 5.8S rRNA and LSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),negative regulation of cell cycle G1/S phase transition,negative regulation of cell growth,negative regulation of cell proliferation,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of intrinsic apoptotic signaling pathway in response to DNA damage,negative regulation of phosphorylation,negative regulation of protein serine/threonine kinase activity,nucleolus,nucleoplasm,nucleus,protein binding,protein kinase binding,regulation of cyclin-dependent protein serine/threonine kinase activity,response to UV,response to retinoic acid,response to vitamin D,sensoryDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsA=1, T=98 A=0.0101, T=0.9899 0.00001 1643.57 99 A=1/0, T=33/65

chr19:35978299 T/T C T SNV KRTDAP KRTDAP:utr_3:NM_207392.2 1 100 6 utr_3 NM_207392.2c.331G>A p.? -1.26 Keratinocyte differentiation-associatedrs7976 0.2222 YES 1.179E-2 (pos.35978299) biological_process,cell differentiation,extracellular space,lamellar body,molecular_functionC=0, T=46 C=0.0, T=1.0 0.00001 768.306 46 C=0/0, T=21/25

chr12:118199286 G/G C G SNV KSR2 KSR2:exonic:NM_173598.4 1 100 4 synonymous NM_173598.4c.429G>C p.(=) 0.12 0.31(COSM4146691)Protein kinase domain,Protein tyrosine kinase,SAM like domain present in kinase suppressor RAS 1rs617641,rs762373413 0.1306 YES 0.0 (pos.118199285),9.476E-1;1.163E-4 (pos.118199286)neoplasm Kinase suppressor of RAS 2ATP binding,Ras protein signal transduction,calcium-mediated signaling,cytosol,intracellular,intracellular signal transduction,metal ion binding,plasma membrane,positive regulation of MAPK cascade,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,signal transducer activityC=0, G=26 C=0.0, G=1.0 0.00001 371.42 26 C=0/0, G=10/16

chr3:134323156 G/G A G SNV KY KY:exonic:NM_178554.5 1 100 11 synonymous NM_178554.5c.1251T>C p.(=) -0.29 Transglutaminase-like superfamilyrs4955535 0 1.0 (pos.134323156) Kyphoscoliosis peptidaseZ disc,cytoskeleton,peptidase activity,proteolysis A=0, G=367 A=0.0, G=1.0 0.00001 6115.51 367 A=0/0, G=200/167

chr1:89426902 A/A G A SNV KYAT3 KYAT3:exonic:NM_001008661.2 1 100 8 synonymous NM_001008661.2c.735C>T p.(=) 0.6 0.45(COSM146554)Aminotransferase class I and IIrs3738055 0.4907 YES 4.491E-1 (pos.89426902) adenocarcinoma 2-oxoglutarate metabolic process,L-kynurenine metabolic process,RNA binding,biosynthetic process,cellular amino acid metabolic process,cysteine-S-conjugate beta-lyase activity,kynurenine aminotransferase activity,kynurenine metabolic process,kynurenine-glyoxylate transaminase activity,kynurenine-oxoglutarate transaminase activity,mitochondrion,protein homodimerization activity,pyridoxal phosphate bindingG=0, A=40 G=0.0, A=1.0 0.00001 644.283 40 G=0/0, A=16/24

chr1:62676284 C/T C T SNV L1TD1 L1TD1:exonic:NM_019079.4 1 50 4 missense NM_019079.4c.1838C>T p.Thr613Ile 0.4 0.21 89 0.136 0.02(COSM3751346)L1 transposable element RBD-like domain,L1 transposable element dsRBD-like domainrs2886644,rs549166182,rs7477444200.0013,0.2709YES 4.535E-2;0.0;0.0 (pos.62676284)adenocarcinoma,carcinomaintracellular ribonucleoprotein complex,single-stranded RNA binding,transposition, RNA-mediatedC=67, T=67 C=0.5, T=0.5 0.00001 735.428 134 C=36/31, T=44/23

chr19:1110656 C/T C T SNV SBNO2 SBNO2:intronic:NM_014963.2 1 45.45 intronic NM_014963.2c.3028+88G>Ap.? 0.27 C-terminal domain on Strawberry notch homologue,P-loop containing NTP hydrolase pore-1,Type III restriction enzyme, res subunitrs145346898 YES Strawberry notch, Drosophila, homolog of, 2bone mineralization,bone trabecula morphogenesis,cellular response to interleukin-11,cellular response to interleukin-6,cellular response to leukemia inhibitory factor,cellular response to lipopolysaccharide,cellular_component,macrophage activation involved in immune response,negative regulation of transcription, DNA-templated,osteoclast fusion,positive regulation of transcription from RNA polymerase II promoter,regulation of inflammatory response,regulation of transcription, DNA-templated,transcription, DNA-templatedCrohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesC=36, T=30 C=0.5455, T=0.4545 0.00001 285.429 66 C=10/26, T=14/16

chr19:11107133 T/C T C SNV SMARCA4 SMARCA4:intronic:NM_001128849.1 1 50 intronic NM_001128849.1c.1762-37T>Cp.? -2.96 BRK domain,Bromodomain,HSA,Helicase conserved C-terminal domain,QLQ,SNF2 family N-terminal domain,Snf2-ATP coupling, chromatin remodelling complex,Type III restriction enzyme, res subunitrs2304087,rs386806808 0.3481 YES 2.382E-1 (pos.11107133) SWI/SNF-related, matrix-associated, actin-dependent regulator of chromatin, subfamily A, member 4Abnormalities, Multiple;Adnexal Diseases;Arterial Occlusive Diseases;Arteriosclerosis;Bronchial Neoplasms;Burkitt Lymphoma;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Small Cell;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Craniofacial Abnormalities;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Hand Deformities;Hand Deformities, Congenital;Heart Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Intellectual Disability;Jaw Abnormalities;Jaw Diseases;Limb Deformities, Congenital;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoproliferative Disorders;Maxillofacial Abnormalities;Mental Disorders;Micrognathism;MuscT=15, C=15 T=0.5, C=0.5 0.00001 136.035 30 T=7/8, C=6/9

chr1:201355522 C/C T C SNV LAD1 LAD1:exonic:NM_005558.3 1 100 3 missense NM_005558.3c.967A>G p.Lys323Glu 1.12 1 56 0 0(COSM3750761),0(COSM4785154)rs4128458 0.4894 YES 5.384E-1 (pos.201355522)adenocarcinomaLadinin basement membrane,cadherin binding,extracellular exosome,structural molecule activityT=0, C=29 T=0.0, C=1.0 0.00001 427.603 29 T=0/0, C=18/11

chr19:11224181 T/T C T SNV

LDLR,MIR68

86 MIR6886:exonic_nc:NR_106946.1, LDLR:intronic:NM_000527.4 1
100

intronic NM_000527.4, NR_106946.1c.1359-30C>Tp.? -0.13 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Human growth factor-like EGF,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class B,NF-X1 type zinc fingerrs1003723,rs879254876 0.4638 YES 1.708E-1 (pos.11224181) Low density lipoprotein receptorGolgi apparatus,PCSK9-LDLR complex,amyloid-beta binding,amyloid-beta clearance,apical part of cell,basolateral plasma membrane,calcium ion binding,cell surface,cellular response to fatty acid,cellular response to low-density lipoprotein particle stimulus,cholesterol homeostasis,cholesterol import,cholesterol metabolic process,cholesterol transport,chylomicron remnant clearance,clathrin heavy chain binding,clathrin-coated endocytic vesicle membrane,clathrin-coated pit,early endosome,endocytosis,endolysosome membrane,endosome membrane,external side of plasma membrane,identical protein binding,integral component of membrane,integral component of plasma membrane,intestinal cholesterol absorption,intracellular,late endosome,lipid metabolic process,lipoprotein catabolic process,long-term memory,low-density lipoprotein particle,low-density lipoprotein particle binding,low-density lipoprotein particle clearance,low-density lipoprotein receptor activity,lysosome,membrane,membrane organization,negative regulation of amACMG Recommendations...;Amyotrophic Lateral Sclerosis;Aneurysm;Aortic Aneurysm;Aortic Aneurysm, Abdominal;Aortic Diseases;Arterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Digestive System Diseases;Dyslipidemias;Fatty Liver;Genetic Diseases, Inborn;Heart Diseases;Hypercholesterolemia;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Motor Neuron Disease;Myocardial Ischemia;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Non-alcoholic Fatty Liver Disease;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 Proteinopathies;Vascular DiseasesPorfimer sodiumBenign C=0, T=130 C=0.0, T=1.0 0.00001 2135.59 130 C=0/0, T=81/49

chr18:6999628 T/C T C SNV LAMA1 LAMA1:exonic:NM_005559.3 1 50 32 synonymous NM_005559.3c.4479A>G p.(=) -4.6 0.03(COSM3756203)Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs625106 0.4373 YES 3.193E-1;0.0 (pos.6999628)adenocarcinomaLaminin, alpha-1basement membrane,cell adhesion,cell surface receptor signaling pathway,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,laminin-1 complex,laminin-3 complex,membrane,protein C-terminus binding,protein binding,proteinaceous extracellular matrix,receptor binding,regulation of cell adhesion,regulation of cell migration,regulation of embryonic developmentColonic Diseases;Colorectal Neoplasms;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Fatty Liver;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glucose Metabolism Disorders;Intellectual Disability;Intestinal Diseases;Intestinal Neoplasms;Liver Diseases;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Non-alcoholic Fatty Liver Disease;Nutritional and Metabolic Diseases;Rectal Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersT=54, C=54 T=0.5, C=0.5 0.00001 551.928 108 T=35/19, C=42/12

chr6:129381026 A/A C A SNV LAMA2 LAMA2:exonic:NM_000426.3 1 100 3 synonymous NM_000426.3c.381C>A p.(=) -2.68 Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs4404787,rs760984320 0.0301 YES 0.0 (pos.129381024),9.742E-1 (pos.129381026)Laminin, alpha-2 (merosin)Schwann cell differentiation,axon guidance,basal lamina,basement membrane,cell adhesion,dendritic spine,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,muscle organ development,positive regulation of synaptic transmission, cholinergic,receptor binding,regulation of cell adhesion,regulation of cell migration,regulation of embryonic development,sarcolemma,structural molecule activityCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Hyperopia;Male Urogenital Diseases;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myopia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Refractive Errors;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsBenign C=0, A=65 C=0.0, A=1.0 0.00001 996.465 65 C=0/0, A=48/17

chr19:11266584 G/G A G SNV SPC24 SPC24:upstream:NM_182513.3 1 100 intronic NM_182513.3c.-132T>C p.? -0.49 rs892114 YES SPC24, NDC80 kinetochore complex componentNdc80 complex,cell division,condensed chromosome kinetochore,cytosol,nucleolus,nucleus,protein binding,sister chromatid cohesionA=0, G=42 A=0.0, G=1.0 0.00001 685.193 42 A=0/0, G=12/30

chr18:21511089 G/G A G SNV LAMA3 LAMA3:exonic:NM_198129.2 1 100 65 missense NM_198129.2c.8500A>G p.Ser2834Gly -1.26 0.5 56 0 0.01(COSM4590317),0.01(COSM4590318)Concanavalin A-like lectin/glucanases superfamily,Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs1154233 1.0 (pos.21511089) squamous_cell_carcinomaLaminin, alpha-3 (nicein, 150kD; kalinin, 165kD; BM600, 150kD; epiligrin),Laminin, alpha-4basement membrane,cell adhesion,endodermal cell differentiation,epidermis development,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,hemidesmosome assembly,laminin-5 complex,receptor binding,regulation of cell adhesion,regulation of cell migration,regulation of embryonic development,structural molecule activityAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Conjunctival Diseases;Epidermolysis Bullosa;Epidermolysis Bullosa, Junctional;Eye Diseases;Genetic Diseases, Inborn;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Laryngeal Diseases;Metabolic Diseases;Motor Neuron Disease;Nail Diseases;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nose Diseases;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Proteostasis Deficiencies;Respiratory Hypersensitivity;Respiratory Tract Diseases;Rhinitis;Rhinitis, Allergic;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin Ulcer;Skin and Connective Tissue Diseases;Spinal Cord Diseases;TDP-43 ProteinopathiesBenign A=0, G=35 A=0.0, G=1.0 0.00001 543.78 35 A=0/0, G=11/24

chr6:112457390 T/T C T SNV LAMA4 LAMA4:exonic:NM_001105206.2 1 100 25 missense NM_001105206.2c.3349G>A p.Gly1117Ser 3.71 0.88 56 0.001 0.11(COSM4407111)Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domainrs2032567 0.3035 YES 8.558E-1 (pos.112457390)hepatocellular_carcinomaLaminin, alpha-4basal lamina,basement membrane,blood vessel development,brown fat cell differentiation,cell adhesion,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,protein binding,receptor binding,regulation of cell adhesion,regulation of cell migration,regulation of embryonic developmentAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsBenign C=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=16/13

chr19:11436302 AG/AG A AG INDEL

RAB3D,TSPA

N16 TSPAN16:intronic:NM_012466.3, RAB3D:intronic:NM_004283.3 1
100

intronic NM_012466.3, NM_004283.3c.688-1168A>AG, c.473-41T>CTp.?, p.? -1.62 ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinase,Tetraspanin familyrs200965851,rs397738661,rs563638981.00E-04 1.0;0.0 (pos.11436302) Tetraspanin 16GTP binding,GTP-dependent protein binding,GTPase activity,azurophil granule membrane,bone resorption,cell surface receptor signaling pathway,cytoplasmic microtubule,extracellular exosome,integral component of membrane,integral component of plasma membrane,mitochondrion,myosin V binding,neutrophil degranulation,peptidyl-cysteine methylation,plasma membrane,positive regulation of regulated secretory pathway,protein transport,secretory vesicle,transport vesicle,zymogen granuleA=0, AG=69 A=0.0, AG=1.0 0.00001 924.219 69 A=0/0, AG=46/23

chr19:11541712 C/C T C SNV CCDC151 CCDC151:intronic:NM_145045.4 1 100 intronic NM_145045.4c.366+7A>Gp.? -0.64 rs34094 0.0091 YES 8.731E-1 (pos.11541712) Coiled-coil domain-containing protein 151axonemal dynein complex assembly,axoneme,centriole,ciliary basal body,cilium,cilium movement,determination of left/right symmetry,outer dynein arm assembly,protein binding,regulation of cilium assemblyBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign T=0, C=47 T=0.0, C=1.0 0.00001 789.329 47 T=0/0, C=31/16

chr19:11727384 G/C G C SNV ZNF627 ZNF627:intronic:NM_145295.3 1 57.14 intronic NM_145295.3c.192-126G>Cp.? 0.03 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers4411616 YES Zinc finger protein 627DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedG=21, C=28 G=0.4286, C=0.5714 0.00001 342.954 49 G=9/12, C=19/9

chr6:112493872 G/G A G SNV LAMA4 LAMA4:exonic:NM_001105206.2 1 100 12 missense NM_001105206.2c.1492T>C p.Tyr498His 2.17 0.71 83 0 0.04(COSM3761440)Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domainrs1050348 0.398 YES 8.228E-1 (pos.112493872)adenocarcinoma,neoplasmLaminin, alpha-4basal lamina,basement membrane,blood vessel development,brown fat cell differentiation,cell adhesion,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,protein binding,receptor binding,regulation of cell adhesion,regulation of cell migration,regulation of embryonic developmentAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsBenign A=0, G=44 A=0.0, G=1.0 0.00001 731.706 44 A=0/0, G=28/16

chr20:60887581 A/A G A SNV LAMA5 LAMA5:exonic:NM_005560.4 1 100 68 missense NM_005560.4c.9235C>T p.Arg3079Trp -0.61 0.01 101 0.983 0.13(COSM444167)Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs944895 0.3479 YES 7.383E-1 (pos.60887581) adenocarcinoma,neoplasmLaminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesG=0, A=36 G=0.0, A=1.0 0.00001 563.733 36 G=0/0, A=30/6

chr20:60897487 T/T C T SNV LAMA5 LAMA5:exonic:NM_005560.4 1 100 47 missense NM_005560.4c.6184G>A p.Asp2062Asn 0.84 0.29 23 0.129 0.28(COSM4134724)Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs2274934,rs879344832 0.4257 YES 7.683E-1 (pos.60897487) neoplasm Laminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=6/14

chr20:60899206 T/T C T SNV LAMA5 LAMA5:exonic:NM_005560.4 1 100 43 missense NM_005560.4c.5698G>A p.Val1900Met 0.49 0.12 21 0.839 0.19(COSM149203)Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs2427283 0.2994 YES 7.839E-1;0.0 (pos.60899206)adenocarcinoma,neoplasmLaminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesC=0, T=71 C=0.0, T=1.0 0.00001 1111.41 71 C=0/0, T=18/53

chr19:1271529 T/T C T SNV CIRBP CIRBP:intronic:NM_001280.2 1 100 intronic NM_001280.2c.350-21C>Tp.? -0.14 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs4807050,rs762081787,rs7678858310.2404 YES 0.0 (pos.1271525),0.0;0.0 (pos.1271528),9.789E-1;0.0 (pos.1271529)Cold-inducible RNA-binding proteinRNA binding,cytoplasm,cytoplasmic stress granule,mRNA 3'-UTR binding,mRNA stabilization,negative regulation of translation,nucleic acid binding,nucleolus,nucleoplasm,nucleus,positive regulation of translation,protein binding,response to UV,response to cold,small ribosomal subunit rRNA binding,stress granule assembly,translation repressor activityAlcohol-Induced Disorders, Nervous System;Cardiovascular Diseases;Child Development Disorders, Pervasive;Heart Diseases;Mental Disorders;Myocardial Ischemia;Nervous System Diseases;Neurodevelopmental Disorders;Neurogenic Inflammation;Neurologic Manifestations;Neurotoxicity Syndromes;Vascular DiseasesC=0, T=48 C=0.0, T=1.0 0.00001 810.402 48 C=0/0, T=19/29

chr19:12760664 T/C T C SNV MAN2B1 MAN2B1:intronic:NM_000528.3 1 57.14 intronic NM_000528.3c.2267+63A>Gp.? 0 Alpha mannosidase middle domain,Glycosyl hydrolases family 38 C-terminal domain,Glycosyl hydrolases family 38 N-terminal domainrs3815914 YES Mannosidase, alpha, class 2B, member 1alpha-mannosidase activity,azurophil granule lumen,carbohydrate binding,cellular protein modification process,extracellular exosome,extracellular region,extracellular space,lysosomal lumen,mannose metabolic process,metal ion binding,neutrophil degranulation,oligosaccharide catabolic process,protein deglycosylationAutoimmune Diseases;Carbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Lysosomal Storage Diseases;Male Urogenital Diseases;Mannosidase Deficiency Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nutritional and Metabolic Diseases;Urologic Diseases;alpha-MannosidosisT=8, C=12 T=0.4, C=0.6 0.00001 126.441 21 T=0/8, C=7/5

chr20:60905878 G/G A G SNV LAMA5 LAMA5:exonic:NM_005560.4 1 100 30 missense NM_005560.4c.3773T>C p.Met1258Thr 1.19 0.85 81 0 0.03(COSM3758701)Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs3810548 0.071 YES 9.482E-1 (pos.60905878) adenocarcinomaLaminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesA=0, G=45 A=0.0, G=1.0 0.00001 747.385 45 A=0/0, G=16/29

chr20:60912683 C/C T C SNV LAMA5 LAMA5:exonic:NM_005560.4 1 100 16 synonymous NM_005560.4c.2127A>G p.(=) -1.77 0.06(COSM1412953)Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs2427289,rs386816011 0.0718 YES 9.489E-1 (pos.60912683) neoplasm Laminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=0, C=21 T=0.0, C=1.0 0.00001 281.232 21 T=0/0, C=11/10

chr19:13255536 C/C T C SNV STX10 STX10:intronic:NM_003765.2 1 100 intronic NM_003765.2c.578+42A>Gp.? -2.46 SNARE domain,Syntaxin 6, N-terminalrs2304095 0.3137 YES 8.523E-1;0.0 (pos.13255536) Syntaxin 10 Golgi vesicle transport,SNAP receptor activity,SNARE complex,cytosol,early endosome to Golgi transport,integral component of membrane,intracellular,intracellular protein transport,membrane,membrane fusion,perinuclear region of cytoplasm,protein binding,regulation of protein localization,retrograde transport, endosome to Golgi,syntaxin binding,trans-Golgi network,trans-Golgi network membrane,vesicle,vesicle docking,vesicle fusionT=0, C=29 T=0.0, C=1.0 0.00001 427.571 29 T=0/0, C=15/14

chr20:60921643 C/C T C SNV LAMA5 LAMA5:exonic:NM_005560.4 1 100 9 missense NM_005560.4c.1201A>G p.Thr401Ala 1.06 0.46 58 0.4 0.53(COSM4134732),0.53(COSM4909363),0.53(COSM4909364)Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs4925229 0.0234 YES 9.676E-1 (pos.60921643) neoplasm Laminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=0, C=99 T=0.0, C=1.0 0.00001 1680.44 99 T=0/0, C=47/52

chr19:1370526 G/G T G SNV MUM1 MUM1:intronic:NM_032853.3 1 100 intronic NM_032853.3c.1553-115T>Gp.? -0.1 rs2668423 YES DNA repair,chromatin organization,cytosol,nucleosome binding,nucleus,protein bindingT=0, G=26 T=0.0, G=1.0 0.00001 371.372 26 T=0/0, G=12/14

chr19:14065488 A/G A G SNV DCAF15 DCAF15:intronic:NM_138353.3 1 47.62 intronic NM_138353.3c.366+15A>Gp.? -0.08 DDB1-and CUL4-substrate receptor 15, WD repeatrs1056143 0.4508 YES 3.365E-1 (pos.14065488) Cul4-RING E3 ubiquitin ligase complex,protein binding,protein complex,protein ubiquitinationA=11, G=10 A=0.5238, G=0.4762 0.00001 82.29 21 A=8/3, G=7/3

chr19:14162676 C/C A C SNV IL27RA IL27RA:intronic:NM_004843.3 1 100 intronic NM_004843.3c.1623-16A>Cp.? -0.74 Fibronectin type III domainrs2306190 0.4218 YES 5.705E-1 (pos.14162676) cell surface receptor signaling pathway,defense response to Gram-positive bacterium,immune response,integral component of plasma membrane,interleukin-12-mediated signaling pathway,interleukin-27 receptor activity,interleukin-27-mediated signaling pathway,negative regulation of type 2 immune response,plasma membrane,positive regulation of T-helper 1 type immune response,positive regulation of interferon-gamma production,regulation of isotype switching to IgG isotypes,transmembrane signaling receptor activityLung Diseases;Lung Diseases, Interstitial;Lung Injury;Pneumoconiosis;Respiratory Tract DiseasesA=0, C=35 A=0.0, C=1.0 0.00001 543.903 35 A=0/0, C=20/15

chr19:1422299 T/C T C SNV DAZAP1 DAZAP1:intronic:NM_018959.3 1 50 intronic NM_018959.3c.415-48T>Cp.? -0.21 RNA recognition motif,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2271055 0.3965 YES 3.64E-1 (pos.1422299) RNA binding,RNA stem-loop binding,cell differentiation,cell proliferation,cytosol,maternal placenta development,nucleoplasm,poly(G) binding,poly(U) RNA binding,positive regulation of mRNA splicing, via spliceosome,protein binding,protein complex,ribonucleoprotein complex,spermatogenesisT=11, C=11 T=0.5, C=0.5 0.00001 94.6068 22 T=5/6, C=7/4

chr19:14508964 C/C T C SNV ADGRE5 ADGRE5:intronic:NM_078481.3 1 100 intronic NM_078481.3c.897+13T>Cp.? -3.08 7 transmembrane receptor (Secretin family),Calcium-binding EGF domain,Complement Clr-like EGF-like,EGF-like domain,GPCR proteolysis site, GPS, motif,Human growth factor-like EGFrs7508244,rs761057996 0.2362 YES 0.0 (pos.14508963),8.544E-1 (pos.14508964)Adhesion G protein-coupled receptor E5G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell adhesion,cell surface receptor signaling pathway,cell-cell signaling,extracellular exosome,focal adhesion,immune response,inflammatory response,integral component of membrane,integral component of plasma membrane,membrane,movement of cell or subcellular component,neutrophil degranulation,plasma membrane,protein binding,secretory granule membrane,transmembrane signaling receptor activityT=0, C=69 T=0.0, C=1.0 0.00001 1072.76 69 T=0/0, C=23/46

chr20:60907675 A/A G A SNV

LAMA5,MIR

4758 LAMA5:exonic:NM_005560.4, MIR4758:upstream:NR_039915.2 1
100

27 synonymous NM_005560.4, NR_039915.2c.3381C>T p.(=) -1.51 0.06(COSM444171)Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs6142734 0.1093 YES 9.485E-1 (pos.60907675) carcinoma,neoplasmLaminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesG=0, A=29 G=0.0, A=1.0 0.00001 427.588 29 G=0/0, A=8/21

chr19:14744032 G/A G A SNV ADGRE3 ADGRE3:intronic:NM_032571.4 1 46.51 intronic NM_032571.4c.1551+16C>Tp.? -0.7 7 transmembrane receptor (Secretin family),Calcium-binding EGF domain,GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domainrs732722,rs775550790 0.3464 YES 0.0;0.0;0.0 (pos.14744031),7.122E-2 (pos.14744032) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell surface receptor signaling pathway,extracellular region,ficolin-1-rich granule membrane,integral component of membrane,neutrophil degranulation,plasma membrane,secretory granule membraneG=23, A=20 G=0.5349, A=0.4651 0.00001 212.32 43 G=5/18, A=16/4

chr7:107593989 T/C T C SNV LAMB1 LAMB1:exonic:NM_002291.2 1 95.45 22 missense NM_002291.2c.3065A>G p.Gln1022Arg -1.28 1 43 0 0.11(COSM5482822)Laminin EGF domain,Laminin N-terminal (Domain VI)rs20556 0.3745 YES 8.356E-1 (pos.107593989)adenocarcinomaLaminin, beta-1basement membrane,cell adhesion,cellular protein metabolic process,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,laminin-1 complex,laminin-10 complex,laminin-2 complex,laminin-8 complex,neuron projection development,neuronal-glial interaction involved in cerebral cortex radial glia guided migration,odontogenesis,perinuclear region of cytoplasm,positive regulation of cell migration,positive regulation of epithelial cell proliferation,post-translational protein modification,protein binding,structural molecule activity,substrate adhesion-dependent cell spreadingAutistic Disorder;Child Development Disorders, Pervasive;Colitis;Colitis, Ulcerative;Coloboma;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Endometriosis;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genital Diseases, Female;Inflammatory Bowel Diseases;Intestinal Diseases;Mental Disorders;Neurodevelopmental DisordersBenign T=1, C=21 T=0.0455, C=0.9545 0.00001 271.509 22 T=1/0, C=10/11

chr1:209788687 G/A G A SNV LAMB3 LAMB3:exonic:NM_000228.2 1 57.58 23 synonymous NM_000228.2c.3448C>T p.(=) 1.6 Laminin EGF domain,Laminin N-terminal (Domain VI)rs2228342,rs8693207477.00E-04 YES 0.0 (pos.209788687) Laminin, beta-3 (nicein, 125kD; kalinin, 140kD; BM600, 125kD)brown fat cell differentiation,cell adhesion,endodermal cell differentiation,epidermis development,extracellular matrix disassembly,extracellular matrix organization,extracellular region,hemidesmosome assembly,laminin-5 complex,protein binding,protein complex binding,structural molecule activityAmelogenesis Imperfecta;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dental Enamel Hypoplasia;Epidermolysis Bullosa;Epidermolysis Bullosa, Junctional;Genetic Diseases, Inborn;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesLikely benign G=14, A=19 G=0.4242, A=0.5758 0.00001 204.378 33 G=7/7, A=8/11

chr19:14779550 A/A C A SNV ADGRE3 ADGRE3:intronic:NM_032571.4 1 100 intronic NM_032571.4c.76+64G>Tp.? -0.1 7 transmembrane receptor (Secretin family),Calcium-binding EGF domain,GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domainrs4239642 0.2722 YES 8.673E-1 (pos.14779550) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell surface receptor signaling pathway,extracellular region,ficolin-1-rich granule membrane,integral component of membrane,neutrophil degranulation,plasma membrane,secretory granule membraneC=0, A=37 C=0.0, A=1.0 0.00001 583.585 37 C=0/0, A=15/22

chr1:209788703 T/C T C SNV LAMB3 LAMB3:exonic:NM_000228.2 1 57.58 23 synonymous NM_000228.2c.3432A>G p.(=) -4.71 0.01(COSM4143295)Laminin EGF domain,Laminin N-terminal (Domain VI)rs1049607 0.3591 YES 4.16E-1 (pos.209788703) neoplasm,squamous_cell_carcinomaLaminin, beta-3 (nicein, 125kD; kalinin, 140kD; BM600, 125kD)brown fat cell differentiation,cell adhesion,endodermal cell differentiation,epidermis development,extracellular matrix disassembly,extracellular matrix organization,extracellular region,hemidesmosome assembly,laminin-5 complex,protein binding,protein complex binding,structural molecule activityAmelogenesis Imperfecta;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dental Enamel Hypoplasia;Epidermolysis Bullosa;Epidermolysis Bullosa, Junctional;Genetic Diseases, Inborn;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesBenign T=14, C=19 T=0.4242, C=0.5758 0.00001 204.394 33 T=7/7, C=8/11

chr1:183085755 A/G A G SNV LAMC1 LAMC1:exonic:NM_002293.3 1 50 7 missense NM_002293.3c.1372A>G p.Ile458Val -0.03 1 29 0 0.01(COSM4417188)Laminin B (Domain IV),Laminin EGF domain,Laminin N-terminal (Domain VI)rs20563 0.4305 YES 6.295E-1 (pos.183085755)acute_myeloid_leukaemiaLaminin, gamma-1 (formerly LAMB2)basement membrane,cell adhesion,cell migration,cellular protein metabolic process,endoderm development,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,hemidesmosome assembly,laminin-1 complex,laminin-10 complex,laminin-11 complex,positive regulation of epithelial cell proliferation,post-translational protein modification,protein complex assembly,substrate adhesion-dependent cell spreadingAbnormalities, Multiple;Aortic Diseases;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Heart Defects, Congenital;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Male Urogenital Diseases;Marfan Syndrome;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Rectal Diseases;Skin and Connective Tissue Diseases;Urogenital Neoplasms;Vascular DiseasesA=26, G=26 A=0.5, G=0.5 0.00001 256.25 52 A=15/11, G=12/14

chr19:14866974 C/C T C SNV ADGRE2 ADGRE2:intronic:NM_013447.3 1 100 intronic NM_013447.3c.1192+76A>Gp.? -1.34 7 transmembrane receptor (Secretin family),Calcium-binding EGF domain,Complement Clr-like EGF-like,EGF-like domain,GPCR proteolysis site, GPS, motif,Human growth factor-like EGFrs2253472 YES Adhesion G protein-coupled receptor E2G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell adhesion,cell migration,cell surface receptor signaling pathway,chondroitin sulfate binding,granulocyte chemotaxis,inflammatory response,integral component of membrane,leading edge membrane,plasma membrane,regulation of mast cell degranulation,ruffle membraneT=0, C=32 T=0.0, C=1.0 0.00001 485.141 32 T=0/0, C=17/15

chr9:133884820 G/G T G SNV LAMC3 LAMC3:exonic:NM_006059.3 1 100 1 missense NM_006059.3c.219T>G p.His73Gln 1.59 0.17 24 0 0.09(COSM3750158)Laminin B (Domain IV),Laminin EGF domain,Laminin N-terminal (Domain VI)rs3739512 0.4642 YES 8.858E-1 (pos.133884820)adenocarcinoma,ductal_carcinomaLaminin, gamma-3astrocyte development,basement membrane,cell adhesion,cell morphogenesis involved in differentiation,extracellular matrix organization,extracellular region,membrane,proteinaceous extracellular matrix,retina development in camera-type eye,structural molecule activity,visual perceptionBrain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Mental Disorders;Nervous System Diseases;Neurodevelopmental DisordersBenign/Likely benignT=0, G=25 T=0.0, G=1.0 0.00001 353.01 25 T=0/0, G=8/17

chr9:133948049 G/G A G SNV LAMC3 LAMC3:exonic:NM_006059.3 1 100 19 missense NM_006059.3c.3244A>G p.Ser1082Gly 0.72 0.48 56 0 0(COSM455482)Laminin B (Domain IV),Laminin EGF domain,Laminin N-terminal (Domain VI)rs2275140 0.1587 YES 6.455E-1 (pos.133948049)adenocarcinomaLaminin, gamma-3astrocyte development,basement membrane,cell adhesion,cell morphogenesis involved in differentiation,extracellular matrix organization,extracellular region,membrane,proteinaceous extracellular matrix,retina development in camera-type eye,structural molecule activity,visual perceptionBrain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Mental Disorders;Nervous System Diseases;Neurodevelopmental DisordersBenign A=0, G=31 A=0.0, G=1.0 0.00001 465.821 31 A=0/0, G=17/14

chr19:15064858 C/C A C SNV SLC1A6 SLC1A6:intronic:NM_005071.2 1 100 intronic NM_005071.2c.1364+89T>Gp.? -3.06 Sodium:dicarboxylate symporter familyrs2269913 YES Solute carrier family 1 (high affinity aspartate/glutamate transporter), member 6Golgi apparatus,L-aspartate transmembrane transport,L-aspartate transmembrane transporter activity,L-glutamate import across plasma membrane,L-glutamate transmembrane transport,L-glutamate transport,amino acid transmembrane transporter activity,aspartate transport,chemical synaptic transmission,glutamate secretion,high-affinity glutamate transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,intermediate filament cytoskeleton,ion transport,membrane,metal ion binding,plasma membrane,regulation of membrane potential,symporter activity,transmembrane transportGlutamic Acid A=0, C=33 A=0.0, C=1.0 0.00001 504.595 33 A=0/0, C=17/16

chr19:15065169 C/C T C SNV SLC1A6 SLC1A6:intronic:NM_005071.2 1 100 intronic NM_005071.2c.1170-28A>Gp.? -2.9 Sodium:dicarboxylate symporter familyrs111720330,rs757465,rs7815324510.3428 YES 0.0 (pos.15065168),7.127E-1;0.0 (pos.15065169)Solute carrier family 1 (high affinity aspartate/glutamate transporter), member 6Golgi apparatus,L-aspartate transmembrane transport,L-aspartate transmembrane transporter activity,L-glutamate import across plasma membrane,L-glutamate transmembrane transport,L-glutamate transport,amino acid transmembrane transporter activity,aspartate transport,chemical synaptic transmission,glutamate secretion,high-affinity glutamate transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,intermediate filament cytoskeleton,ion transport,membrane,metal ion binding,plasma membrane,regulation of membrane potential,symporter activity,transmembrane transportGlutamic Acid T=0, C=34 T=0.0, C=1.0 0.00001 524.181 34 T=0/0, C=17/17

chr19:15072787 T/T A T SNV SLC1A6 SLC1A6:intronic:NM_005071.2 1 100 intronic NM_005071.2c.935+27T>Ap.? -0.58 Sodium:dicarboxylate symporter familyrs3827000 0.3423 YES 7.114E-1 (pos.15072787) Solute carrier family 1 (high affinity aspartate/glutamate transporter), member 6Golgi apparatus,L-aspartate transmembrane transport,L-aspartate transmembrane transporter activity,L-glutamate import across plasma membrane,L-glutamate transmembrane transport,L-glutamate transport,amino acid transmembrane transporter activity,aspartate transport,chemical synaptic transmission,glutamate secretion,high-affinity glutamate transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,intermediate filament cytoskeleton,ion transport,membrane,metal ion binding,plasma membrane,regulation of membrane potential,symporter activity,transmembrane transportGlutamic Acid A=0, T=38 A=0.0, T=1.0 0.00001 603.114 38 A=0/0, T=22/16

chr19:15075020 G/G A G SNV SLC1A6 SLC1A6:intronic:NM_005071.2 1 100 intronic NM_005071.2c.591+111T>Cp.? -0.3 Sodium:dicarboxylate symporter familyrs10407669 YES Solute carrier family 1 (high affinity aspartate/glutamate transporter), member 6Golgi apparatus,L-aspartate transmembrane transport,L-aspartate transmembrane transporter activity,L-glutamate import across plasma membrane,L-glutamate transmembrane transport,L-glutamate transport,amino acid transmembrane transporter activity,aspartate transport,chemical synaptic transmission,glutamate secretion,high-affinity glutamate transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,intermediate filament cytoskeleton,ion transport,membrane,metal ion binding,plasma membrane,regulation of membrane potential,symporter activity,transmembrane transportGlutamic Acid A=0, G=58 A=0.0, G=1.0 0.00001 865.139 58 A=0/0, G=44/14

chr9:133967240 C/C T C SNV LAMC3 LAMC3:utr_3:NM_006059.3 1 100 28 unknown NM_006059.3c.4794T>C p.? -1.05 Laminin B (Domain IV),Laminin EGF domain,Laminin N-terminal (Domain VI)rs818056 YES 3.788E-1 (pos.133967240) Laminin, gamma-3astrocyte development,basement membrane,cell adhesion,cell morphogenesis involved in differentiation,extracellular matrix organization,extracellular region,membrane,proteinaceous extracellular matrix,retina development in camera-type eye,structural molecule activity,visual perceptionBrain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Mental Disorders;Nervous System Diseases;Neurodevelopmental DisordersT=0, C=58 T=0.0, C=1.0 0.00001 867.383 58 T=0/0, C=23/35

chr19:15124474 T/T C T SNV CCDC105 CCDC105:intronic:NM_173482.2 1 100 intronic NM_173482.2c.571-10C>Tp.? -0.03 0(COSM6351121)Tektin family rs11085935 0.4457 YES 4.021E-1 (pos.15124474) carcinoma extracellular exosome C=0, T=28 C=0.0, T=1.0 0.00001 408.71 28 C=0/0, T=11/17

chr19:15132574 G/G C G SNV CCDC105 CCDC105:intronic:NM_173482.2 1 100 intronic NM_173482.2c.1138-44C>Gp.? -2.9 Tektin family rs757463 0.1395 YES 8.119E-1 (pos.15132574) extracellular exosome C=0, G=54 C=0.0, G=1.0 0.00001 802.559 54 C=0/0, G=30/24

chr9:133936571 C/G C G SNV LAMC3 LAMC3:exonic:NM_006059.3 1 97.06 13 missense NM_006059.3c.2308C>G p.Arg770Gly -0.71 0.93 125 0 0.03(COSM3763681)Laminin B (Domain IV),Laminin EGF domain,Laminin N-terminal (Domain VI)rs3739510 0.1743 YES 5.794E-1;1.178E-4 (pos.133936571)adenocarcinoma,hepatocellular_carcinomaLaminin, gamma-3astrocyte development,basement membrane,cell adhesion,cell morphogenesis involved in differentiation,extracellular matrix organization,extracellular region,membrane,proteinaceous extracellular matrix,retina development in camera-type eye,structural molecule activity,visual perceptionBrain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Mental Disorders;Nervous System Diseases;Neurodevelopmental DisordersLikely benign C=3, G=99 C=0.0294, G=0.9706 0.00001 1487.79 102 C=3/0, G=64/35

chrX:119590533 A/A T A SNV LAMP2 LAMP2:exonic:NM_001122606.1 1 100 2 synonymous NM_001122606.1c.156A>T p.(=) 2.19 0.64(COSM4156557),0.64(COSM4156558),0.64(COSM4156559)Lysosome-associated membrane glycoprotein (Lamp)rs12097 0.4261 YES 4.138E-1 (pos.119590533)neoplasm Lysosome-associated membrane protein-2autolysosome,autophagosome maturation,azurophil granule membrane,cellular response to starvation,chaperone-mediated autophagy,chaperone-mediated autophagy translocation complex,enzyme binding,extracellular exosome,extracellular space,ficolin-1-rich granule membrane,integral component of autophagosome membrane,integral component of membrane,late endosome,late endosome membrane,lysosomal lumen,lysosomal membrane,lysosomal protein catabolic process,lysosome,membrane,membrane microdomain,muscle cell cellular homeostasis,negative regulation of protein homooligomerization,neutrophil degranulation,perinuclear region of cytoplasm,phagocytic vesicle membrane,plasma membrane,platelet degranulation,platelet dense granule membrane,protein binding,protein domain specific binding,protein import,protein stabilization,protein targeting,protein targeting to lysosome involved in chaperone-mediated autophagy,regulation of protein stability,trans-Golgi networkAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Brain Diseases;Carbohydrate Metabolism, Inborn Errors;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsy;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Glycogen Storage Disease;Glycogen Storage Disease Type IIb;Heart Diseases;Heart Valve Diseases;Intellectual Disability;Mental Retardation, X-Linked;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Nutritional and Metabolic Diseases;Status EpilepticusBenign/Likely benignT=0, A=21 T=0.0, A=1.0 0.00001 281.235 21 T=0/0, A=7/14

chr3:182871962 T/T C T SNV LAMP3 LAMP3:exonic:NM_014398.3 1 100 2 synonymous NM_014398.3c.267G>A p.(=) 0.62 0(COSM4157458)Lysosome-associated membrane glycoprotein (Lamp)rs653316 0.1691 YES 7.499E-1 (pos.182871962)neoplasm adaptive immune response,alveolar lamellar body membrane,early endosome,integral component of membrane,intracellular membrane-bounded organelle,lysosomal membrane,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of proteasomal protein catabolic process,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulation of gene expression,regulation of autophagy,regulation of viral life cycle,response to interferon-alpha,vesicle,viral entry into host cellBipolar Disorder;Bipolar and Related Disorders;Influenza, Human;Mental Disorders;Respiratory Tract Diseases;Respiratory Tract InfectionsC=0, T=45 C=0.0, T=1.0 0.00001 747.392 45 C=0/0, T=20/25

chr4:17586703 C/C T C SNV LAP3 LAP3:exonic:NM_015907.2 1 100 6 synonymous NM_015907.2c.648T>C p.(=) -4.54 Cytosol aminopeptidase family, N-terminal domain,Cytosol aminopeptidase family, catalytic domainrs3733576 0.366 YES 9.343E-1 (pos.17586703) aminopeptidase activity,cytoplasm,cytosol,extracellular exosome,focal adhesion,manganese ion binding,metalloexopeptidase activity,midbody,mitochondrion,nucleoplasm,nucleus,proteolysis,trans-Golgi network(2S)-3-(R)-(1S)-1-amino-3-phenylpropyl(hydroxy)phosphoryl-2-benzylpropanoic acid,L-PROLINE, 1-(2S)-3-MERCAPTO-2-METHYL-1-OXOPROPYL-4-(PHENYLTHIO)-, 4S,Leucine Phosphonic AcidT=0, C=202 T=0.0, C=1.0 0.00001 3277.13 202 T=0/0, C=104/98

chr22:34022284 A/A G A SNV LARGE1 LARGE1:exonic:NM_133642.3 1 100 4 synonymous NM_133642.3c.435C>T p.(=) -0.23 0.37(COSM4156187)Glycosyl transferase family 8,Glycosyl-transferase for dystroglycanrs86487 0.4836 YES 5.833E-1 (pos.34022284) acute_myeloid_leukaemia,ductal_carcinoma,neoplasmGolgi apparatus,Golgi membrane,N-acetylglucosamine metabolic process,UDP-xylosyltransferase activity,acetylglucosaminyltransferase activity,glucuronosyltransferase activity,glycoprotein biosynthetic process,glycosphingolipid biosynthetic process,integral component of Golgi membrane,integral component of membrane,manganese ion binding,muscle cell cellular homeostasis,protein O-linked glycosylation,protein O-linked mannosylation,protein binding,protein glycosylation,skeletal muscle organ development,skeletal muscle tissue regeneration,transferase activity,transferase activity, transferring glycosyl groups,xylosyltransferase activityBenign/Likely benignG=0, A=33 G=0.0, A=1.0 0.00001 504.598 33 G=0/0, A=16/17

chr22:33670584 G/A G A SNV LARGE1 LARGE1:exonic:NM_133642.3 1 51.85 15 synonymous NM_133642.3c.2100C>T p.(=) -0.18 Glycosyl transferase family 8,Glycosyl-transferase for dystroglycanrs17722172 0.0714 YES 1.157E-4 (pos.33670584) Golgi apparatus,Golgi membrane,N-acetylglucosamine metabolic process,UDP-xylosyltransferase activity,acetylglucosaminyltransferase activity,glucuronosyltransferase activity,glycoprotein biosynthetic process,glycosphingolipid biosynthetic process,integral component of Golgi membrane,integral component of membrane,manganese ion binding,muscle cell cellular homeostasis,protein O-linked glycosylation,protein O-linked mannosylation,protein binding,protein glycosylation,skeletal muscle organ development,skeletal muscle tissue regeneration,transferase activity,transferase activity, transferring glycosyl groups,xylosyltransferase activityBenign/Likely benignG=13, A=14 G=0.4815, A=0.5185 0.00001 132.664 27 G=2/11, A=2/12

chr4:129012181 A/A G A SNV LARP1B LARP1B:exonic:NM_018078.3 1 100 6 synonymous NM_018078.3c.384G>A p.(=) 2.01 La domain rs2306054 0.3345 YES 5.014E-1 (pos.129012181) RNA binding,intracellular ribonucleoprotein complex,nucleus,protein binding,viral nucleocapsidG=0, A=60 G=0.0, A=1.0 0.00001 903.531 60 G=0/0, A=16/44

chr19:15739315 C/C T C SNV CYP4F8 CYP4F8:intronic:NM_007253.3 1 100 intronic NM_007253.3c.1249-26T>Cp.? -1.08 Cytochrome P450rs2056821 0.2595 YES 7.379E-1 (pos.15739315) Cytochrome P450, family 4, subfamily F, polypeptide 8alkane 1-monooxygenase activity,aromatase activity,endoplasmic reticulum membrane,heme binding,icosanoid metabolic process,integral component of membrane,iron ion binding,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen binding,prostaglandin metabolic processT=0, C=22 T=0.0, C=1.0 0.00001 298.849 22 T=0/0, C=12/10

chr4:129012638 G/G A G SNV LARP1B LARP1B:exonic:NM_018078.3 1 100 7 synonymous NM_018078.3c.639A>G p.(=) 0.19 La domain rs1064205 0.3344 YES 5.007E-1 (pos.129012638) RNA binding,intracellular ribonucleoprotein complex,nucleus,protein binding,viral nucleocapsidA=0, G=47 A=0.0, G=1.0 0.00001 789.315 47 A=0/0, G=25/22

chr19:15769449 G/G A G SNV CYP4F3 CYP4F3:intronic:NM_001199209.1 1 100 intronic NM_001199209.1c.1314+84A>Gp.? -0.78 Cytochrome P450rs4646516 YES Cytochrome P450, subfamily IVF, polypeptide 320-aldehyde-leukotriene B4 20-monooxygenase activity,20-hydroxy-leukotriene B4 omega oxidase activity,alpha-tocopherol omega-hydroxylase activity,endoplasmic reticulum membrane,heme binding,icosanoid metabolic process,integral component of membrane,iron ion binding,leukotriene B4 catabolic process,leukotriene metabolic process,leukotriene-B4 20-monooxygenase activity,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen bindingA=0, G=28 A=0.0, G=1.0 0.00001 408.717 28 A=0/0, G=20/8

chr19:15769529 TT/TT GC TT MNV CYP4F3 CYP4F3:intronic:NM_001199209.1 2 100 intronic NM_001199209.1c.1315-8GC>TTp.? -2.81, -0.78 Cytochrome P450rs199944565,rs386807204,rs4646518,rs4646519,rs8793870720.3452 YES 6.523E-1 (pos.15769530),6.525E-1;0.0 (pos.15769529)Cytochrome P450, subfamily IVF, polypeptide 320-aldehyde-leukotriene B4 20-monooxygenase activity,20-hydroxy-leukotriene B4 omega oxidase activity,alpha-tocopherol omega-hydroxylase activity,endoplasmic reticulum membrane,heme binding,icosanoid metabolic process,integral component of membrane,iron ion binding,leukotriene B4 catabolic process,leukotriene metabolic process,leukotriene-B4 20-monooxygenase activity,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen bindingGC=0, TT=26GC=0.0, TT=1.0 0.00001 371.42 26 GC=0/0, TT=13/13

chr19:15784285 T/T C T SNV CYP4F12 CYP4F12:intronic:NM_023944.3 1 100 intronic NM_023944.3c.0-54C>T p.? -2.12 Cytochrome P450rs56205003 YES Cytochrome P450, family 4, subfamily F, polypeptide 12alkane 1-monooxygenase activity,apical plasma membrane,arachidonic acid epoxygenase activity,arachidonic acid metabolic process,aromatase activity,cytoplasm,drug metabolic process,endoplasmic reticulum membrane,epoxygenase P450 pathway,heme binding,integral component of membrane,intracellular membrane-bounded organelle,iron ion binding,leukotriene B4 catabolic process,leukotriene-B4 20-monooxygenase activity,long-chain fatty acid metabolic process,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen binding,pressure natriuresis,renal water homeostasis,sodium ion homeostasis,very long-chain fatty acid metabolic process,vitamin E metabolic processNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesFingolimod C=0, T=57 C=0.0, T=1.0 0.00001 849.609 57 C=0/0, T=35/22

chr19:15784319 T/T G T SNV CYP4F12 CYP4F12:intronic:NM_023944.3 1 100 intronic NM_023944.3c.0-20G>T p.? -1.55 Cytochrome P450rs56124328 0.0695 YES 1.0 (pos.15784319) Cytochrome P450, family 4, subfamily F, polypeptide 12alkane 1-monooxygenase activity,apical plasma membrane,arachidonic acid epoxygenase activity,arachidonic acid metabolic process,aromatase activity,cytoplasm,drug metabolic process,endoplasmic reticulum membrane,epoxygenase P450 pathway,heme binding,integral component of membrane,intracellular membrane-bounded organelle,iron ion binding,leukotriene B4 catabolic process,leukotriene-B4 20-monooxygenase activity,long-chain fatty acid metabolic process,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen binding,pressure natriuresis,renal water homeostasis,sodium ion homeostasis,very long-chain fatty acid metabolic process,vitamin E metabolic processNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesFingolimod G=0, T=60 G=0.0, T=1.0 0.00001 903.531 60 G=0/0, T=36/24

chr4:129043204 G/G C G SNV LARP1B LARP1B:exonic:NM_018078.3 1 100 11 missense NM_018078.3c.1385C>G p.Pro462Arg 1.49 0 103 1 0.92(COSM5003867),0.92(COSM5003868)La domain rs12508837 0.3351 YES 5.017E-1;0.0 (pos.129043204)ductal_carcinoma RNA binding,intracellular ribonucleoprotein complex,nucleus,protein binding,viral nucleocapsidC=0, G=120 C=0.0, G=1.0 0.00001 1933.7 120 C=0/0, G=45/75

chr19:15791180 T/T C T SNV CYP4F12 CYP4F12:intronic:NM_023944.3 1 100 intronic NM_023944.3c.398-22C>Tp.? -0.11 Cytochrome P450rs8100667 0.0704 YES 9.999E-1 (pos.15791180) Cytochrome P450, family 4, subfamily F, polypeptide 12alkane 1-monooxygenase activity,apical plasma membrane,arachidonic acid epoxygenase activity,arachidonic acid metabolic process,aromatase activity,cytoplasm,drug metabolic process,endoplasmic reticulum membrane,epoxygenase P450 pathway,heme binding,integral component of membrane,intracellular membrane-bounded organelle,iron ion binding,leukotriene B4 catabolic process,leukotriene-B4 20-monooxygenase activity,long-chain fatty acid metabolic process,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen binding,pressure natriuresis,renal water homeostasis,sodium ion homeostasis,very long-chain fatty acid metabolic process,vitamin E metabolic processNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesFingolimod C=0, T=30 C=0.0, T=1.0 0.00001 445.07 30 C=0/0, T=15/15

chr4:129043286 T/T C T SNV LARP1B LARP1B:exonic:NM_018078.3 1 100 11 synonymous NM_018078.3c.1467C>T p.(=) 2.11 0.24(COSM4158793),0.24(COSM4158794)La domain rs3733320 0.3351 YES 5.019E-1 (pos.129043286)neoplasm RNA binding,intracellular ribonucleoprotein complex,nucleus,protein binding,viral nucleocapsidC=0, T=76 C=0.0, T=1.0 0.00001 1209.6 76 C=0/0, T=31/45

chr19:15795842 T/T C T SNV CYP4F12 CYP4F12:intronic:NM_023944.3 1 100 intronic NM_023944.3c.986-36C>Tp.? 0.62 Cytochrome P450rs2018030 0.071 YES 1.0 (pos.15795842) Cytochrome P450, family 4, subfamily F, polypeptide 12alkane 1-monooxygenase activity,apical plasma membrane,arachidonic acid epoxygenase activity,arachidonic acid metabolic process,aromatase activity,cytoplasm,drug metabolic process,endoplasmic reticulum membrane,epoxygenase P450 pathway,heme binding,integral component of membrane,intracellular membrane-bounded organelle,iron ion binding,leukotriene B4 catabolic process,leukotriene-B4 20-monooxygenase activity,long-chain fatty acid metabolic process,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen binding,pressure natriuresis,renal water homeostasis,sodium ion homeostasis,very long-chain fatty acid metabolic process,vitamin E metabolic processNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesFingolimod C=0, T=72 C=0.0, T=1.0 0.00001 1130.95 72 C=0/0, T=38/34

chr19:15806703 A/C A C SNV CYP4F12 CYP4F12:intronic:NM_023944.3 1 57.89 intronic NM_023944.3c.1116-43A>Cp.? -0.5 Cytochrome P450rs695149 0.2463 YES 2.083E-2 (pos.15806703) Cytochrome P450, family 4, subfamily F, polypeptide 12alkane 1-monooxygenase activity,apical plasma membrane,arachidonic acid epoxygenase activity,arachidonic acid metabolic process,aromatase activity,cytoplasm,drug metabolic process,endoplasmic reticulum membrane,epoxygenase P450 pathway,heme binding,integral component of membrane,intracellular membrane-bounded organelle,iron ion binding,leukotriene B4 catabolic process,leukotriene-B4 20-monooxygenase activity,long-chain fatty acid metabolic process,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen binding,pressure natriuresis,renal water homeostasis,sodium ion homeostasis,very long-chain fatty acid metabolic process,vitamin E metabolic processNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesFingolimod A=16, C=22 A=0.4211, C=0.5789 0.00001 249.051 38 A=6/10, C=13/9

chr4:129100643 A/A G A SNV LARP1B LARP1B:exonic:NM_018078.3 1 100 15 missense NM_018078.3c.1979G>A p.Arg660His 5.07 1 29 0 La domain rs12645577 0.3351 YES 4.932E-1 (pos.129100643) RNA binding,intracellular ribonucleoprotein complex,nucleus,protein binding,viral nucleocapsidG=0, A=40 G=0.0, A=1.0 0.00001 644.285 40 G=0/0, A=16/24

chr3:45565554 G/G A G SNV LARS2 LARS2:exonic:NM_015340.3 1 100 20 synonymous NM_015340.3c.2358A>G p.(=) 0.51 Anticodon-binding domain of tRNA,Leucyl-tRNA synthetase, Domain 2,tRNA synthetases class I (I, L, M and V),tRNA synthetases class I (M)rs267220 0.0031 YES 9.995E-1 (pos.45565554) Leucyl-tRNA synthetase, mitochondrialATP binding,aminoacyl-tRNA editing activity,leucine-tRNA ligase activity,leucyl-tRNA aminoacylation,ligase activity,mitochondrial matrix,mitochondrial translation,mitochondrion,regulation of translational fidelity,tRNA aminoacylation for protein translation46, XX Disorders of Sex Development;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Ear Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gonadal Disorders;Gonadal Dysgenesis;Gonadal Dysgenesis, 46,XX;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Male Urogenital Diseases;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation Disorders;Urogenital AbnormalitiesL-Leucine Benign A=0, G=24 A=0.0, G=1.0 0.00001 334.786 24 A=0/0, G=11/13

chr17:37070658 G/G A G SNV

LASP1,MIR6

779 LASP1:exonic_nc:NR_073384.1, MIR6779:upstream:NR_106837.1 1
100

6 exonic_nc NR_073384.1, NR_106837.1 -0.55 0.13(COSM436474)LIM domain,Nebulin repeat,SH3 domain,Variant SH3 domainrs525989 0.3444 YES 6.138E-1;0.0 (pos.37070658)neoplasm LIM and SH3 protein 1 Autistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersA=0, G=50 A=0.0, G=1.0 0.00001 852.59 50 A=0/0, G=23/27

chr13:21562832 T/T C T SNV LATS2 LATS2:exonic:NM_014572.2 1 100 4 missense NM_014572.2c.1087G>A p.Gly363Ser 0.77 0.43 56 0.002 0.24(COSM432207)Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers2770928 0.1161 YES 9.995E-1 (pos.21562832) adenocarcinoma,neoplasmLarge tumor suppressor, Drosophila, homolog of, 2ATP binding,G1/S transition of mitotic cell cycle,cell division,cytosol,hippo signaling,hormone-mediated signaling pathway,intracellular signal transduction,metal ion binding,microtubule organizing center,negative regulation of canonical Wnt signaling pathway,negative regulation of cyclin-dependent protein serine/threonine kinase activity,nucleus,peptidyl-serine phosphorylation,positive regulation of apoptotic process,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of organ growth,spindle poleAstrocytoma;Glioma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal TumorsC=0, T=46 C=0.0, T=1.0 0.00001 768.313 46 C=0/0, T=20/26

chr11:111420364 G/G A G SNV LAYN LAYN:exonic:NM_001258390.1 1 100 4 synonymous NM_001258390.1c.429A>G p.(=) -3.53 Lectin C-type domainrs634679 2.00E-04 YES 1.0 (pos.111420364) carbohydrate binding,cell surface,focal adhesion,hyaluronic acid binding,integral component of membrane,ruffleHyaluronic acid A=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=15/10

chr1:225611661 T/T C T SNV LBR LBR:exonic:NM_002296.3 1 100 2 synonymous NM_002296.3c.117G>A p.(=) -2.98 0.04(COSM4422673)Ergosterol biosynthesis ERG4/ERG24 family,Lamin-B receptor of TUDOR domain,Protein of unknown function (DUF1295)rs1056607 0.2687 YES 7.676E-1 (pos.225611661)NS,adenocarcinomaLamin B receptorDNA binding,RNA binding,cholesterol biosynthetic process,chromo shadow domain binding,delta14-sterol reductase activity,integral component of endoplasmic reticulum membrane,integral component of membrane,integral component of nuclear inner membrane,lamin binding,membrane,nuclear envelope,nuclear membrane,oxidation-reduction process,oxidoreductase activity, acting on the CH-CH group of donors,protein binding,sterol biosynthetic processBone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukocyte Disorders;Musculoskeletal Diseases;Osteochondrodysplasias;Pelger-Huet AnomalyBenign C=0, T=25 C=0.0, T=1.0 0.00001 352.736 25 C=0/0, T=12/13

chr2:74725144 C/C T C SNV LBX2 LBX2:exonic:NM_001009812.1 1 100 2 synonymous NM_001009812.1c.495A>G p.(=) -1.44 Homeobox domainrs6546908 0.0769 YES 9.997E-1 (pos.74725144) Lady bird-like homeo box 2DNA binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=93 T=0.0, C=1.0 0.00001 1548.64 93 T=0/0, C=46/47

chr6:80228541 G/G A G SNV LCA5 LCA5:exonic:NM_001122769.2 1 100 2 missense NM_001122769.2c.71T>C p.Leu24Ser 2.72 0.47 145 0 0.06(COSM4406846)Ciliary protein causing Leber congenital amaurosis diseasers2655655 0.2076 YES 9.816E-1 (pos.80228541) hepatocellular_carcinomaLebercilin cilium,cytoplasm,microtubule organizing center,protein binding,protein complex binding,protein transportBlindness;Eye Diseases;Eye Diseases, Hereditary;Leber Congenital Amaurosis;Nervous System Diseases;Neurologic Manifestations;Retinal Diseases;Sensation Disorders;Vision DisordersBenign A=0, G=36 A=0.0, G=1.0 0.00001 563.744 36 A=0/0, G=24/12

chr19:16178587 C/C A C SNV TPM4 TPM4:intronic:NM_001145160.1 1 100 intronic NM_001145160.1c.114+39A>Cp.? -0.77 C-terminal leucine zipper domain of cyclic nucleotide-gated channels,Tropomyosin,Tropomyosin likers4808031 0.4536 YES 5.929E-1 (pos.16178587) Tropomyosin 4actin filament,actin filament binding,actin filament organization,calcium ion binding,cortical cytoskeleton,cytoskeleton,cytosol,extracellular exosome,filamentous actin,focal adhesion,identical protein binding,membrane,movement of cell or subcellular component,muscle contraction,muscle filament sliding,muscle thin filament tropomyosin,osteoblast differentiation,podosome,protein binding,protein heterodimerization activity,protein homodimerization activity,stress fiber,structural constituent of muscleAcute Coronary Syndrome;Bone Diseases;Bone Diseases, Metabolic;Cardiovascular Diseases;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Heart Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Osteoporosis;Precancerous Conditions;Vascular DiseasesA=0, C=22 A=0.0, C=1.0 0.00001 298.892 22 A=0/0, C=10/12

chr19:16232508 G/G A G SNV RAB8A RAB8A:intronic:NM_005370.4 1 100 intronic NM_005370.4c.186-52A>Gp.? 1.34 ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Ras family,Ras of Complex, Roc, domain of DAPkinasers55692650 0.1875 YES Ras-associated protein RAB8A (oncogene MEL)G2/M transition of mitotic cell cycle,GDP binding,GTP binding,GTPase activity,Golgi membrane,Golgi vesicle fusion to target membrane,Rab GTPase binding,autophagy,axonogenesis,cellular response to insulin stimulus,centriole,centrosome,ciliary basal body,ciliary basal body-plasma membrane docking,ciliary base,cilium,cilium assembly,cytosol,dendritic spine,extracellular exosome,extracellular matrix,myosin V binding,neuronal cell body,neurotransmitter receptor transport to postsynaptic membrane,non-motile cilium,phagocytic vesicle,phagocytic vesicle membrane,plasma membrane,post-translational protein modification,postsynaptic density,protein binding,protein kinase binding,protein localization to plasma membrane,protein secretion,recycling endosome membrane,regulation of autophagy,regulation of exocytosis,regulation of long-term neuronal synaptic plasticity,regulation of protein transport,secretory granule membrane,synaptic vesicle,trans-Golgi network membrane,trans-Golgi network transport vesicle,vesicle docking Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=15/7

chr6:80228673 C/C T C SNV LCA5 LCA5:utr_5:NM_001122769.2 1 100 2 utr_5 NM_001122769.2c.-62A>G p.? -0.01 Ciliary protein causing Leber congenital amaurosis diseasers2803195 YES Lebercilin cilium,cytoplasm,microtubule organizing center,protein binding,protein complex binding,protein transportBlindness;Eye Diseases;Eye Diseases, Hereditary;Leber Congenital Amaurosis;Nervous System Diseases;Neurologic Manifestations;Retinal Diseases;Sensation Disorders;Vision DisordersBenign T=0, C=35 T=0.0, C=1.0 0.00001 543.886 35 T=0/0, C=22/13

chr2:136546110 G/G A G SNV LCT LCT:exonic:NM_002299.3 1 100 17 synonymous NM_002299.3c.5568T>C p.(=) 0.05 0.03(COSM4001189)Glycosyl hydrolase family 1rs2278544 0.2481 YES 4.403E-1 (pos.136546110)acute_myeloid_leukaemiaLactase (lactase-phlorizin hydrolase)apical plasma membrane,beta-glucosidase activity,carbohydrate metabolic process,glycosyl compound metabolic process,glycosylceramidase activity,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of plasma membrane,lactase activity,membrane,plasma membrane,polysaccharide digestionCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Genetic Diseases, Inborn;Intestinal Diseases;Lactose Intolerance;Malabsorption Syndromes;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases(1S,2S,3R,4S,5S)-2,3,4-TRIHYDROXY-5-(HYDROXYMETHYL)CYCLOHEXYL (1E)-2-PHENYL-N-(SULFOOXY)ETHANIMIDOTHIOATE,2-HYDROXYMETHYL-6-OCTYLSULFANYL-TETRAHYDRO-PYRAN-3,4,5-TRIOL,2-deoxy-2-fluoro-╬▒-D-glucose,D-gluconhydroximo-1,5-lactam,ETHYL (1E)-2-PHENYL-N-(SULFOOXY)ETHANIMIDOTHIOATE,Gluconolactone,Nojirimycine Tetrazole,Vitamin C,alpha-D-XylopyranoseBenign A=0, G=342 A=0.0, G=1.0 0.00001 5785.06 342 A=0/0, G=146/196

chr19:16275515 A/G A G SNV CIB3 CIB3:intronic:NM_054113.3 1 98.72 intronic NM_054113.3c.542+14T>Cp.? 0.99 EF hand,EF-hand domain pairrs6512086 0.1666 YES 9.607E-1;0.0 (pos.16275515) calcium ion binding,magnesium ion binding,protein bindingA=1, G=77 A=0.0128, G=0.9872 0.00001 1214.71 78 A=0/1, G=29/48

chr2:136594158 G/A G A SNV LCT LCT:exonic:NM_002299.3 1 45.83 1 synonymous NM_002299.3c.582C>T p.(=) -0.11 0.04(COSM3757646)Glycosyl hydrolase family 1rs2236783 0.3019 YES 3.654E-1 (pos.136594158)acute_myeloid_leukaemia,adenocarcinoma,neoplasmLactase (lactase-phlorizin hydrolase)apical plasma membrane,beta-glucosidase activity,carbohydrate metabolic process,glycosyl compound metabolic process,glycosylceramidase activity,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of plasma membrane,lactase activity,membrane,plasma membrane,polysaccharide digestionCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Genetic Diseases, Inborn;Intestinal Diseases;Lactose Intolerance;Malabsorption Syndromes;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases(1S,2S,3R,4S,5S)-2,3,4-TRIHYDROXY-5-(HYDROXYMETHYL)CYCLOHEXYL (1E)-2-PHENYL-N-(SULFOOXY)ETHANIMIDOTHIOATE,2-HYDROXYMETHYL-6-OCTYLSULFANYL-TETRAHYDRO-PYRAN-3,4,5-TRIOL,2-deoxy-2-fluoro-╬▒-D-glucose,D-gluconhydroximo-1,5-lactam,ETHYL (1E)-2-PHENYL-N-(SULFOOXY)ETHANIMIDOTHIOATE,Gluconolactone,Nojirimycine Tetrazole,Vitamin C,alpha-D-XylopyranoseBenign G=13, A=11 G=0.5417, A=0.4583 0.00001 93.44 24 G=4/9, A=5/6

chr19:16338532 G/A G A SNV AP1M1 AP1M1:intronic:NM_001130524.1 1 50 intronic NM_001130524.1c.852+31G>Ap.? 0.65 Adaptor complexes medium subunit familyrs2124904 0.2022 YES 6.868E-1 (pos.16338532) Adaptor-related protein complex 1, mu 1 subunitGolgi membrane,antigen processing and presentation of exogenous peptide antigen via MHC class II,clathrin adaptor complex,clathrin-coated endocytic vesicle membrane,cytoplasmic vesicle membrane,cytosol,endosome to melanosome transport,extracellular exosome,intracellular protein transport,lysosomal membrane,melanosome organization,membrane,neutrophil degranulation,plasma membrane,protein binding,protein transport,regulation of defense response to virus by virus,specific granule membrane,trans-Golgi network membrane,transport,vesicle-mediated transportG=16, A=16 G=0.5, A=0.5 0.00001 158.383 32 G=5/11, A=8/8

chr19:11233941 G/G A G SNV LDLR LDLR:exonic:NM_000527.4 1 100 15 synonymous NM_000527.4c.2232A>G p.(=) -0.59 0.02(COSM4131191)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Human growth factor-like EGF,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class B,NF-X1 type zinc fingerrs5927 0.235 YES 9.512E-1 (pos.11233941) acute_myeloid_leukaemia,neoplasmLow density lipoprotein receptorGolgi apparatus,PCSK9-LDLR complex,amyloid-beta binding,amyloid-beta clearance,apical part of cell,basolateral plasma membrane,calcium ion binding,cell surface,cellular response to fatty acid,cellular response to low-density lipoprotein particle stimulus,cholesterol homeostasis,cholesterol import,cholesterol metabolic process,cholesterol transport,chylomicron remnant clearance,clathrin heavy chain binding,clathrin-coated endocytic vesicle membrane,clathrin-coated pit,early endosome,endocytosis,endolysosome membrane,endosome membrane,external side of plasma membrane,identical protein binding,integral component of membrane,integral component of plasma membrane,intestinal cholesterol absorption,intracellular,late endosome,lipid metabolic process,lipoprotein catabolic process,long-term memory,low-density lipoprotein particle,low-density lipoprotein particle binding,low-density lipoprotein particle clearance,low-density lipoprotein receptor activity,lysosome,membrane,membrane organization,negative regulation of amACMG Recommendations...;Amyotrophic Lateral Sclerosis;Aneurysm;Aortic Aneurysm;Aortic Aneurysm, Abdominal;Aortic Diseases;Arterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Digestive System Diseases;Dyslipidemias;Fatty Liver;Genetic Diseases, Inborn;Heart Diseases;Hypercholesterolemia;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Motor Neuron Disease;Myocardial Ischemia;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Non-alcoholic Fatty Liver Disease;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 Proteinopathies;Vascular DiseasesPorfimer sodiumBenign/Likely benignA=0, G=40 A=0.0, G=1.0 0.00001 634.635 40 A=0/0, G=6/34

chr19:11224265 G/G A G SNV

LDLR,MIR68

86 MIR6886:downstream:NR_106946.1, LDLR:exonic:NM_000527.4 1
100

10 synonymous NM_000527.4, NR_106946.1c.1413A>G p.(=) 1.22 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Human growth factor-like EGF,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class B,NF-X1 type zinc fingerrs5930,rs879254893 0.3838 YES 6.107E-1 (pos.11224265) Low density lipoprotein receptorGolgi apparatus,PCSK9-LDLR complex,amyloid-beta binding,amyloid-beta clearance,apical part of cell,basolateral plasma membrane,calcium ion binding,cell surface,cellular response to fatty acid,cellular response to low-density lipoprotein particle stimulus,cholesterol homeostasis,cholesterol import,cholesterol metabolic process,cholesterol transport,chylomicron remnant clearance,clathrin heavy chain binding,clathrin-coated endocytic vesicle membrane,clathrin-coated pit,early endosome,endocytosis,endolysosome membrane,endosome membrane,external side of plasma membrane,identical protein binding,integral component of membrane,integral component of plasma membrane,intestinal cholesterol absorption,intracellular,late endosome,lipid metabolic process,lipoprotein catabolic process,long-term memory,low-density lipoprotein particle,low-density lipoprotein particle binding,low-density lipoprotein particle clearance,low-density lipoprotein receptor activity,lysosome,membrane,membrane organization,negative regulation of amACMG Recommendations...;Amyotrophic Lateral Sclerosis;Aneurysm;Aortic Aneurysm;Aortic Aneurysm, Abdominal;Aortic Diseases;Arterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Digestive System Diseases;Dyslipidemias;Fatty Liver;Genetic Diseases, Inborn;Heart Diseases;Hypercholesterolemia;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Motor Neuron Disease;Myocardial Ischemia;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Non-alcoholic Fatty Liver Disease;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 Proteinopathies;Vascular DiseasesPorfimer sodiumBenign/Likely benignA=0, G=123 A=0.0, G=1.0 0.00001 1992.2 123 A=0/0, G=72/51

chr19:16639121 C/G C G SNV CHERP CHERP:intronic:NM_006387.5 1 50 intronic NM_006387.5c.1130-55G>Cp.? -1.94 G-patch domain,RNA polymerase II-binding domain.,Surp modulers12459056,rs995413927 YES RNA binding,RNA processing,cellular calcium ion homeostasis,cytoplasm,ion channel binding,mRNA splicing, via spliceosome,membrane,negative regulation of cell proliferation,nervous system development,nucleoplasm,perinuclear region of cytoplasm,positive regulation of NFAT protein import into nucleus,protein binding,release of sequestered calcium ion into cytosol,sarcoplasmic reticulum membraneC=11, G=11 C=0.5, G=0.5 0.00001 94.6067 22 C=8/3, G=4/7

chr1:25889632 C/C T C SNV LDLRAP1 LDLRAP1:exonic:NM_015627.2 1 100 6 missense NM_015627.2c.604T>C p.Ser202Pro -0.62 0.1 74 0.079 0.02(COSM4440827)Phosphotyrosine interaction domain (PTB/PID),Phosphotyrosine-binding domainrs1060504131,rs386629678,rs66876050.4668 YES 4.507E-1;1.163E-4;0.0 (pos.25889632)adenocarcinoma,adenomaLow density lipoprotein receptor adaptor protein 1AP-1 adaptor complex,AP-2 adaptor complex,AP-2 adaptor complex binding,amyloid precursor protein metabolic process,amyloid-beta binding,axon,basal plasma membrane,cholesterol homeostasis,cholesterol metabolic process,clathrin adaptor activity,clathrin binding,clathrin-coated vesicle membrane,cytoplasmic side of plasma membrane,cytosol,early endosome,low-density lipoprotein particle clearance,low-density lipoprotein particle receptor binding,membrane organization,neurofilament,phosphatidylinositol-4,5-bisphosphate binding,phosphotyrosine residue binding,plasma membrane,positive regulation of cholesterol metabolic process,positive regulation of receptor-mediated endocytosis,positive regulation of receptor-mediated endocytosis involved in cholesterol transport,positive regulation of signal transduction,protein binding,receptor internalization,receptor signaling complex scaffold activity,receptor-mediated endocytosis,receptor-mediated endocytosis involved in cholesterol transport,recycling endosome,regulation of Dyslipidemias;Hypercholesterolemia;Hyperlipidemias;Lipid Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesBenign T=0, C=46 T=0.0, C=1.0 0.00001 760.219 46 T=0/0, C=20/26

chr1:25890189 G/G A G SNV LDLRAP1 LDLRAP1:exonic:NM_015627.2 1 100 7 synonymous NM_015627.2c.654A>G p.(=) -0.97 0.01(COSM3751120)Phosphotyrosine interaction domain (PTB/PID),Phosphotyrosine-binding domainrs28969504,rs3866296790.4449 YES 4.524E-1 (pos.25890189) acute_myeloid_leukaemia,adenocarcinomaLow density lipoprotein receptor adaptor protein 1AP-1 adaptor complex,AP-2 adaptor complex,AP-2 adaptor complex binding,amyloid precursor protein metabolic process,amyloid-beta binding,axon,basal plasma membrane,cholesterol homeostasis,cholesterol metabolic process,clathrin adaptor activity,clathrin binding,clathrin-coated vesicle membrane,cytoplasmic side of plasma membrane,cytosol,early endosome,low-density lipoprotein particle clearance,low-density lipoprotein particle receptor binding,membrane organization,neurofilament,phosphatidylinositol-4,5-bisphosphate binding,phosphotyrosine residue binding,plasma membrane,positive regulation of cholesterol metabolic process,positive regulation of receptor-mediated endocytosis,positive regulation of receptor-mediated endocytosis involved in cholesterol transport,positive regulation of signal transduction,protein binding,receptor internalization,receptor signaling complex scaffold activity,receptor-mediated endocytosis,receptor-mediated endocytosis involved in cholesterol transport,recycling endosome,regulation of Dyslipidemias;Hypercholesterolemia;Hyperlipidemias;Lipid Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesBenign A=0, G=93 A=0.0, G=1.0 0.00001 1555.31 93 A=0/0, G=52/41

chr19:54962467 A/A G A SNV LENG8 LENG8:utr_5:NM_052925.3 1 100 2 utr_5 NM_052925.3c.-55G>A p.? 0.14 SAC3/GANP familyrs1035451,rs936193582 0.3573 YES Leukocyte receptor cluster gene 8protein binding G=0, A=22 G=0.0, A=1.0 0.00001 298.87 22 G=0/0, A=19/3

chr19:54965860 A/A G A SNV LENG8 LENG8:exonic:NM_052925.3 1 100 6 synonymous NM_052925.3c.678G>A p.(=) 0.87 0.58(COSM3722359)SAC3/GANP familyrs3813148 0.3937 YES 3.664E-1 (pos.54965860) adenocarcinoma,hepatocellular_carcinoma,squamous_cell_carcinomaLeukocyte receptor cluster gene 8protein binding G=0, A=37 G=0.0, A=1.0 0.00001 583.707 37 G=0/0, A=22/15

chr19:17088121 T/C T C SNV CPAMD8 CPAMD8:intronic:NM_015692.3 1 45.45 intronic NM_015692.3c.1899+57A>Gp.? 0.12 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,Farnesoic acid 0-methyl transferase,Kazal-type serine protease inhibitor domain,MG2 domainrs3826728 YES Complement component 3- and pregnancy zone protein-like alpha-2-macroglobin domain-containing protein 8Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=18, C=15 T=0.5455, C=0.4545 0.00001 142.705 33 T=4/14, C=11/4

chr19:17091141 G/T G T SNV CPAMD8 CPAMD8:intronic:NM_015692.3 1 51.85 intronic NM_015692.3c.1726+166C>Ap.? 0.47 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,Farnesoic acid 0-methyl transferase,Kazal-type serine protease inhibitor domain,MG2 domainrs3745336 YES Complement component 3- and pregnancy zone protein-like alpha-2-macroglobin domain-containing protein 8Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesG=13, T=14 G=0.4815, T=0.5185 0.00001 132.666 27 G=10/3, T=9/5

chr19:17137290 C/C A C SNV CPAMD8 CPAMD8:intronic:NM_015692.3 1 100 intronic NM_015692.3c.233+71T>Gp.? 0.16 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,Farnesoic acid 0-methyl transferase,Kazal-type serine protease inhibitor domain,MG2 domainrs11878608 YES Complement component 3- and pregnancy zone protein-like alpha-2-macroglobin domain-containing protein 8Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesA=0, C=89 A=0.0, C=1.0 0.00001 1472.48 89 A=0/0, C=58/31

chr19:17298679 C/C G C SNV MYO9B MYO9B:intronic:NM_004145.3 1 100 intronic NM_004145.3c.2578-65G>Cp.? -1.64 IQ calmodulin-binding motif,Myosin head (motor domain),Ras association (RalGDS/AF-6) domain,RhoGAP domainrs7249926 YES Myosin IXB ADP binding,ARF protein signal transduction,ATP binding,ATPase activity,GTPase activator activity,Rho GTPase binding,Rho protein signal transduction,Roundabout binding,Roundabout signaling pathway,actin binding,actin cytoskeleton,actin filament,actin filament-based movement,calmodulin binding,cell cortex,cytoplasm,cytosol,intracellular,intracellular signal transduction,membrane,metal ion binding,microfilament motor activity,motor activity,myosin complex,perinuclear region of cytoplasm,positive regulation of GTPase activity,protein binding,protein homodimerization activity,regulation of Rho protein signal transduction,regulation of small GTPase mediated signal transductionCeliac Disease;Digestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Malabsorption Syndromes;Metabolic Diseases;Nutritional and Metabolic DiseasesG=0, C=34 G=0.0, C=1.0 0.00001 524.186 34 G=0/0, C=17/17

chr19:17298724 C/C G C SNV MYO9B MYO9B:intronic:NM_004145.3 1 100 intronic NM_004145.3c.2578-20G>Cp.? -4.65 IQ calmodulin-binding motif,Myosin head (motor domain),Ras association (RalGDS/AF-6) domain,RhoGAP domainrs9305088 0.3992 YES 7.622E-1 (pos.17298724) Myosin IXB ADP binding,ARF protein signal transduction,ATP binding,ATPase activity,GTPase activator activity,Rho GTPase binding,Rho protein signal transduction,Roundabout binding,Roundabout signaling pathway,actin binding,actin cytoskeleton,actin filament,actin filament-based movement,calmodulin binding,cell cortex,cytoplasm,cytosol,intracellular,intracellular signal transduction,membrane,metal ion binding,microfilament motor activity,motor activity,myosin complex,perinuclear region of cytoplasm,positive regulation of GTPase activity,protein binding,protein homodimerization activity,regulation of Rho protein signal transduction,regulation of small GTPase mediated signal transductionCeliac Disease;Digestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Malabsorption Syndromes;Metabolic Diseases;Nutritional and Metabolic DiseasesG=0, C=35 G=0.0, C=1.0 0.00001 530.441 35 G=0/0, C=16/19

chr19:17298893 G/T G T SNV MYO9B MYO9B:intronic:NM_004145.3 1 96.67 intronic NM_004145.3c.2688+39G>Tp.? -2.09 IQ calmodulin-binding motif,Myosin head (motor domain),Ras association (RalGDS/AF-6) domain,RhoGAP domainrs3826689,rs764622332 0.3856 YES 0.0;0.0 (pos.17298892),7.039E-1 (pos.17298893)Myosin IXB ADP binding,ARF protein signal transduction,ATP binding,ATPase activity,GTPase activator activity,Rho GTPase binding,Rho protein signal transduction,Roundabout binding,Roundabout signaling pathway,actin binding,actin cytoskeleton,actin filament,actin filament-based movement,calmodulin binding,cell cortex,cytoplasm,cytosol,intracellular,intracellular signal transduction,membrane,metal ion binding,microfilament motor activity,motor activity,myosin complex,perinuclear region of cytoplasm,positive regulation of GTPase activity,protein binding,protein homodimerization activity,regulation of Rho protein signal transduction,regulation of small GTPase mediated signal transductionCeliac Disease;Digestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Malabsorption Syndromes;Metabolic Diseases;Nutritional and Metabolic DiseasesG=1, T=29 G=0.0333, T=0.9667 0.00001 416.466 30 G=0/1, T=4/25



chr19:17301863 A/A G A SNV MYO9B MYO9B:intronic:NM_004145.3 1 100 intronic NM_004145.3c.2689-43G>Ap.? -1.66 IQ calmodulin-binding motif,Myosin head (motor domain),Ras association (RalGDS/AF-6) domain,RhoGAP domainrs962919 0.3971 YES 7.463E-1 (pos.17301863) Myosin IXB ADP binding,ARF protein signal transduction,ATP binding,ATPase activity,GTPase activator activity,Rho GTPase binding,Rho protein signal transduction,Roundabout binding,Roundabout signaling pathway,actin binding,actin cytoskeleton,actin filament,actin filament-based movement,calmodulin binding,cell cortex,cytoplasm,cytosol,intracellular,intracellular signal transduction,membrane,metal ion binding,microfilament motor activity,motor activity,myosin complex,perinuclear region of cytoplasm,positive regulation of GTPase activity,protein binding,protein homodimerization activity,regulation of Rho protein signal transduction,regulation of small GTPase mediated signal transductionCeliac Disease;Digestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Malabsorption Syndromes;Metabolic Diseases;Nutritional and Metabolic DiseasesG=0, A=25 G=0.0, A=1.0 0.00001 352.941 25 G=0/0, A=13/12

chr19:17311442 C/G C G SNV MYO9B MYO9B:intronic:NM_004145.3 1 46.88 intronic NM_004145.3c.4373-6C>Gp.? -0.02 0.27(COSM5927032),0.27(COSM5927033)IQ calmodulin-binding motif,Myosin head (motor domain),Ras association (RalGDS/AF-6) domain,RhoGAP domainrs2305766 0.359 YES 7.886E-1;1.371E-4 (pos.17311442)basal_cell_carcinomaMyosin IXB ADP binding,ARF protein signal transduction,ATP binding,ATPase activity,GTPase activator activity,Rho GTPase binding,Rho protein signal transduction,Roundabout binding,Roundabout signaling pathway,actin binding,actin cytoskeleton,actin filament,actin filament-based movement,calmodulin binding,cell cortex,cytoplasm,cytosol,intracellular,intracellular signal transduction,membrane,metal ion binding,microfilament motor activity,motor activity,myosin complex,perinuclear region of cytoplasm,positive regulation of GTPase activity,protein binding,protein homodimerization activity,regulation of Rho protein signal transduction,regulation of small GTPase mediated signal transductionCeliac Disease;Digestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Malabsorption Syndromes;Metabolic Diseases;Nutritional and Metabolic DiseasesC=16, G=15 C=0.5161, G=0.4839 0.00001 150.163 32 C=5/11, G=11/4

chr19:54966579 G/G C G SNV LENG8 LENG8:exonic:NM_052925.3 1 100 8 synonymous NM_052925.3c.858C>G p.(=) -9.28 0.05(COSM3757195)SAC3/GANP familyrs889147 0.3677 YES 3.833E-1;1.161E-4 (pos.54966579)acute_myeloid_leukaemia,adenocarcinomaLeukocyte receptor cluster gene 8protein binding C=0, G=24 C=0.0, G=1.0 0.00001 333.432 24 C=0/0, G=14/10

chr19:17336962 T/T C T SNV OCEL1 OCEL1:upstream:NM_024578.2 1 100 intronic NM_024578.2c.-95C>T p.? 1.36 rs7255142 YES integral component of membrane C=0, T=20 C=0.0, T=1.0 0.00001 263.426 20 C=0/0, T=16/4

chr19:17337223 A/A G A SNV OCEL1 OCEL1:intronic:NM_024578.2 1 100 intronic NM_024578.2c.69+98G>Ap.? -0.51 Occludin homology domainrs2288542 YES integral component of membrane G=0, A=26 G=0.0, A=1.0 0.00001 352.545 26 G=0/0, A=5/21

chr19:17337733 T/T C T SNV OCEL1 OCEL1:intronic:NM_024578.2 1 100 intronic NM_024578.2c.246+55C>Tp.? -2.59 Occludin homology domainrs3745164 YES integral component of membrane C=0, T=22 C=0.0, T=1.0 0.00001 278.929 22 C=0/0, T=11/11

chr19:54973988 G/G GCCT G INDEL

LENG8,LENG

9 LENG9:exonic:NM_198988.1, LENG8:downstream:NM_052925.3 3
100

1 nonframeshiftDeletion NM_052925.3, NM_198988.1c.*1880GCCT>G, c.785_787delAGGp.?, p.Glu262del -3.19, -0.29, -0.36, -6.4 AKAP7 2'5' RNA ligase-like domain,Protein of unknown function (DUF504),RNA-binding, Nab2-type zinc fingerrs115301361,rs140013148,rs201201812,rs36031488,rs752676745,rs7637936150.445 YES 0.0 (pos.54973990),0.0 (pos.54973991),2.557E-1 (pos.54973988)acute_myeloid_leukaemia,adenocarcinoma,astrocytoma_Grade_IV,endometrioid_carcinoma,serous_carcinomaLeukocyte receptor cluster gene 8metal ion binding,protein binding GCCT=0, G=29GCCT=0.0, G=1.0 0.00001 419.449 29 GCCT=0/0, G=9/20

chr19:54974318 C/C T C SNV LENG9 LENG9:exonic:NM_198988.1 1 100 1 missense NM_198988.1c.458A>G p.His153Arg 3.18 29 0.01(COSM1751149),0.01(COSM440281)AKAP7 2'5' RNA ligase-like domain,Protein of unknown function (DUF504),RNA-binding, Nab2-type zinc fingerrs10406453 0.3379 YES 4.29E-1 (pos.54974318) adenocarcinoma,carcinoma,neoplasm,transitional_cell_carcinomametal ion binding T=0, C=92 T=0.0, C=1.0 0.00001 1541.51 92 T=0/0, C=53/39

chr19:17367585 C/C G C SNV USHBP1 USHBP1:intronic:NM_031941.3 1 100 intronic NM_031941.3c.1221-56C>Gp.? -0.24 PDZ domain of MCC-2 bdg protein for Usher syndromers4464206 YES USH1C-binding protein 1PDZ domain binding,protein binding G=0, C=24 G=0.0, C=1.0 0.00001 334.792 24 G=0/0, C=13/11

chr19:17382505 A/T A T SNV BABAM1 BABAM1:intronic:NM_001033549.2 1 45.45 intronic NM_001033549.2c.344+41A>Tp.? -0.29 rs10420922 0.4337 YES 3.188E-1 (pos.17382505) BRCA1-A complex,BRISC complex,G2 DNA damage checkpoint,cell cycle,cell division,covalent chromatin modification,cytoplasm,cytosol,double-strand break repair,double-strand break repair via nonhomologous end joining,hematopoietic stem cell proliferation,nuclear body,nucleoplasm,nucleus,positive regulation of DNA repair,protein K63-linked deubiquitination,protein binding,protein deubiquitination,response to ionizing radiationAdnexal Diseases;Breast Diseases;Breast Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Ovarian Diseases;Ovarian Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsA=12, T=10 A=0.5455, T=0.4545 0.00001 82.1426 22 A=5/7, T=7/3

chr19:54974774 T/T A T SNV LENG9 LENG9:exonic:NM_198988.1 1 100 1 missense NM_198988.1c.2T>A p.Met1Lys 0.31 95 0(COSM3749550)AKAP7 2'5' RNA ligase-like domain,Protein of unknown function (DUF504),RNA-binding, Nab2-type zinc fingerrs1981829,rs774378227 YES 0.0;0.0;0.0 (pos.54974754),4.375E-1 (pos.54974774)adenocarcinoma,neoplasm,squamous_cell_carcinomametal ion binding A=0, T=89 A=0.0, T=1.0 0.00001 1471.56 89 A=0/0, T=44/45

chr17:76970879 G/G A G SNV LGALS3BP LGALS3BP:exonic:NM_005567.3 1 100 4 synonymous NM_005567.3c.267T>C p.(=) -2.75 0.02(COSM4130735)BTB And C-terminal Kelch,Scavenger receptor cysteine-rich domainrs3744166 0.0153 YES 8.247E-1 (pos.76970879) neoplasm Lectin, galactoside-binding, soluble, 3 binding protein (galectin 6 binding protein)blood microparticle,cell adhesion,cellular defense response,extracellular exosome,extracellular matrix,extracellular region,extracellular space,membrane,platelet degranulation,platelet dense granule lumen,proteinaceous extracellular matrix,receptor-mediated endocytosis,scavenger receptor activity,signal transductionA=0, G=39 A=0.0, G=1.0 0.00001 623.98 39 A=0/0, G=31/8

chr1:236702209 TG/TG CA TG MNV LGALS8 LGALS8:exonic:NM_006499.4 2 100 5 missense NM_006499.4c.165_166delCAinsTGp.Met56Val -0.56, -0.01 1 21 0 0.29(COSM146831)Galactoside-binding lectinrs1041936,rs1041937,rs112207881,rs112871599,rs35499589,rs766570399,rs8794329530.417 YES 4.81E-1 (pos.236702209),6.336E-1;0.0 (pos.236702210)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neuroblastomaLectin, galactoside-binding, soluble, 8carbohydrate binding,cellular response to virus,cytoplasm,cytoplasmic vesicle,cytosol,extracellular exosome,extracellular space,integrin binding,lymphatic endothelial cell migration,membrane,protein binding,xenophagyCA=0, TG=88CA=0.0, TG=1.0 0.00001 1451.91 88 CA=0/0, TG=41/47

chr19:17450445 GG/CA GG CA MNV GTPBP3 GTPBP3:intronic:NM_001195422.1 2 52.38 intronic NM_001195422.1c.1040+37GG>CAp.? -0.2, -0.07 50S ribosome-binding GTPase,GTP-binding protein TrmE N-terminus,MnmE helical domainrs11669718,rs386807407,rs48086230.222 YES 1.482E-1 (pos.17450445),3.126E-1 (pos.17450446)GTP-binding protein 3GTP binding,GTPase activity,mitochondrion,nucleus,protein binding,tRNA modificationGG=10, CA=11GG=0.4762, CA=0.5238 0.00001 103.985 21 GG=3/7, CA=5/6

chr19:17531450 A/A G A SNV MVB12A MVB12A:intronic:NM_138401.3 1 100 intronic NM_138401.3c.286+7G>Ap.? -0.32 0.01(COSM3766294)Multivesicular body subunit 12rs2303680 0.4201 YES 4.59E-1 (pos.17531450) hepatocellular_carcinoma ESCRT I complex,Golgi apparatus,SH3 domain binding,centrosome,cytosol,endosomal transport,endosome membrane,extracellular exosome,host cell,intracellular transport of virus,late endosome membrane,lipid binding,macroautophagy,multivesicular body assembly,nucleoplasm,positive regulation of viral process,protein binding,protein transport,regulation of epidermal growth factor receptor signaling pathway,regulation of viral budding via host ESCRT complex,ubiquitin binding,ubiquitin-dependent protein catabolic process via the multivesicular body sorting pathway,vesicle,viral budding via host ESCRT complex,viral life cycle,virus maturationG=0, A=30 G=0.0, A=1.0 0.00001 446.639 30 G=0/0, A=27/3

chr19:17533126 G/G A G SNV MVB12A MVB12A:intronic:NM_138401.3 1 100 intronic NM_138401.3c.287-15A>Gp.? -0.59 Multivesicular body subunit 12rs2303678 0.1908 YES 3.516E-1;0.0 (pos.17533126) ESCRT I complex,Golgi apparatus,SH3 domain binding,centrosome,cytosol,endosomal transport,endosome membrane,extracellular exosome,host cell,intracellular transport of virus,late endosome membrane,lipid binding,macroautophagy,multivesicular body assembly,nucleoplasm,positive regulation of viral process,protein binding,protein transport,regulation of epidermal growth factor receptor signaling pathway,regulation of viral budding via host ESCRT complex,ubiquitin binding,ubiquitin-dependent protein catabolic process via the multivesicular body sorting pathway,vesicle,viral budding via host ESCRT complex,viral life cycle,virus maturationA=0, G=40 A=0.0, G=1.0 0.00001 644.261 40 A=0/0, G=23/17

chr19:17534693 C/C T C SNV MVB12A MVB12A:intronic:NM_138401.3 1 100 intronic NM_138401.3c.640+85T>Cp.? -2.49 Multivesicular body subunit 12rs2288408 YES ESCRT I complex,Golgi apparatus,SH3 domain binding,centrosome,cytosol,endosomal transport,endosome membrane,extracellular exosome,host cell,intracellular transport of virus,late endosome membrane,lipid binding,macroautophagy,multivesicular body assembly,nucleoplasm,positive regulation of viral process,protein binding,protein transport,regulation of epidermal growth factor receptor signaling pathway,regulation of viral budding via host ESCRT complex,ubiquitin binding,ubiquitin-dependent protein catabolic process via the multivesicular body sorting pathway,vesicle,viral budding via host ESCRT complex,viral life cycle,virus maturationT=0, C=28 T=0.0, C=1.0 0.00001 408.436 28 T=0/0, C=13/15

chr10:95552653 C/C T C SNV LGI1 LGI1:exonic:NM_005097.3 1 100 6 synonymous NM_005097.3c.657T>C p.(=) 2.21 EPTP domain,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs1111820 0.0017 1.0 (pos.95552653) Leucine-rich gene, glioma-inactivated, 1axon guidance,cell junction,cell proliferation,extracellular region,extracellular space,nervous system development,neuron projection development,positive regulation of cell growth,positive regulation of synaptic transmission,protein binding,protein homooligomerization,receptor binding,synapseBrain Diseases;Central Nervous System Diseases;Epilepsies, Partial;Epilepsy;Epilepsy, Frontal Lobe;Glioma;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neuroectodermal Tumors;Sleep Wake DisordersT=0, C=21 T=0.0, C=1.0 0.00001 281.162 21 T=0/0, C=8/13

chr19:35616315 AT/AT GC AT MNV LGI4 LGI4:exonic:NM_139284.2 2 100 9 synonymous NM_139284.2c.1395_1396delGCinsATp.(=) 1.72, 1.75 0.37(COSM3756649)EPTP domain,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs12610146,rs12610234,rs361025420.3547 YES 2.774E-1;1.44E-4 (pos.35616315),2.783E-1 (pos.35616316)adenocarcinoma,neoplasmLeucine-rich gene, glioma-inactivated, 4adult locomotory behavior,extracellular region,extracellular space,glial cell proliferation,myelination in peripheral nervous system,neuron maturation,regulation of myelinationGC=0, AT=69GC=0.0, AT=1.0 0.00001 1075.47 69 GC=0/0, AT=28/41

chr19:35617270 C/C T C SNV LGI4 LGI4:exonic:NM_139284.2 1 100 8 synonymous NM_139284.2c.1203A>G p.(=) -4.58 0.04(COSM439239)EPTP domain,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs1319969 0.3565 YES 2.56E-1 (pos.35617270) neoplasm Leucine-rich gene, glioma-inactivated, 4adult locomotory behavior,extracellular region,extracellular space,glial cell proliferation,myelination in peripheral nervous system,neuron maturation,regulation of myelinationT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=10/11

chr19:17737435 G/G A G SNV UNC13A UNC13A:intronic:NM_001080421.2 1 100 intronic NM_001080421.2c.4073+7T>Cp.? -0.12 0.01(COSM3680811),0.01(COSM3680812),0.01(COSM3680813)C2 domain,Domain of Unknown Function (DUF1041),Munc13 (mammalian uncoordinated) homology domain,Phorbol esters/diacylglycerol binding domain (C1 domain)rs12610816 0.1123 YES 1.526E-1 (pos.17737435) acute_myeloid_leukaemiaUNC13, C. elegans, homolog of, Aamyloid-beta metabolic process,calmodulin binding,calyx of Held,cell junction,cytoplasm,diacylglycerol binding,innervation,intracellular,intracellular signal transduction,metal ion binding,neuromuscular junction,neuromuscular junction development,neuron projection,neurotransmitter secretion,positive regulation of dendrite extension,positive regulation of glutamate receptor signaling pathway,positive regulation of neurotransmitter secretion,positive regulation of synaptic plasticity,presynapse,presynaptic active zone,presynaptic dense core vesicle exocytosis,presynaptic membrane,protein N-terminus binding,regulation of amyloid precursor protein catabolic process,regulation of short-term neuronal synaptic plasticity,regulation of synaptic transmission, glutamatergic,synaptic transmission, glutamatergic,synaptic vesicle docking,synaptic vesicle exocytosis,synaptic vesicle maturation,synaptic vesicle priming,syntaxin-1 binding,terminal boutonAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=19/6

chr19:35617513 G/C G C SNV LGI4 LGI4:exonic:NM_139284.2 1 50 8 synonymous NM_139284.2c.960C>G p.(=) -3.21 EPTP domain,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs77635806 0.0187 YES 0.0 (pos.35617513) Leucine-rich gene, glioma-inactivated, 4adult locomotory behavior,extracellular region,extracellular space,glial cell proliferation,myelination in peripheral nervous system,neuron maturation,regulation of myelinationG=11, C=11 G=0.5, C=0.5 0.00001 94.5774 22 G=8/3, C=7/4

chr19:1785772 T/C T C SNV ATP8B3 ATP8B3:intronic:NM_138813.3 1 57.89 intronic NM_138813.3c.3154-65A>Gp.? -0.61 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminal,haloacid dehalogenase-like hydrolasers8110462 YES ATPase, class I, type 8B, member 3ATP binding,Golgi apparatus,Golgi organization,acrosomal membrane,binding of sperm to zona pellucida,endoplasmic reticulum membrane,integral component of membrane,magnesium ion binding,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membraneT=16, C=22 T=0.4211, C=0.5789 0.00001 249.054 38 T=6/10, C=14/8

chr19:17892478 G/G A G SNV FCHO1 FCHO1:intronic:NM_001161357.1 1 100 intronic NM_001161357.1c.1829-43A>Gp.? -1.83 Fes/CIP4, and EFC/F-BAR homology domain,Muniscin C-terminal mu homology domainrs2042299 0.0555 YES 8.112E-1 (pos.17892478) FCH domain-only protein 1AP-2 adaptor complex binding,clathrin coat assembly,clathrin-coated pit,clathrin-coated vesicle,clathrin-dependent endocytosis,cytosol,membrane organization,nucleoplasm,plasma membrane,protein bindingA=0, G=68 A=0.0, G=1.0 0.00001 1053.56 68 A=0/0, G=59/9

chr14:93178191 G/G A G SNV LGMN LGMN:exonic:NM_005606.6 1 100 9 synonymous NM_005606.6c.720T>C p.(=) 1.24 Peptidase C13 familyrs1951708 0 1.0 (pos.93178191) Legumain (protease, cysteine, 1)antigen processing and presentation of exogenous peptide antigen via MHC class II,apical part of cell,cysteine-type endopeptidase activity,endolysosome lumen,extracellular exosome,late endosome,lysosomal lumen,lysosome,negative regulation of ERBB signaling pathway,negative regulation of multicellular organism growth,negative regulation of neuron apoptotic process,peptidase activity,proteolysis,proteolysis involved in cellular protein catabolic process,receptor catabolic process,renal system process,response to acidic pH,toll-like receptor signaling pathway,vacuolar protein processing,vitamin D metabolic processA=0, G=37 A=0.0, G=1.0 0.00001 583.704 37 A=0/0, G=16/21

chr19:49519230 G/G T G SNV LHB,RUVBL2 RUVBL2:utr_3:NM_006666.2, LHB:downstream:NM_000894.2 1
100

15 utr_3 NM_006666.2, NM_000894.2c.1523T>G, c.*95A>Cp.?, p.? -2.35 rs2013039 YES 2.604E-1;0.0 (pos.49519230) Luteinizing hormone, beta polypeptide,RUVB, E. coli, homolog-like 2 (TATA box-binding protein-interacting protein)ADP binding,ATP binding,ATP-dependent 5'-3' DNA helicase activity,ATP-dependent DNA helicase activity,ATPase activity,ATPase binding,DNA duplex unwinding,DNA helicase activity,DNA recombination,DNA repair,G-protein coupled receptor signaling pathway,Golgi lumen,Ino80 complex,MLL1 complex,NuA4 histone acetyltransferase complex,R2TP complex,RNA polymerase II core promoter sequence-specific DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,Swr1 complex,TFIID-class transcription factor binding,box C/D snoRNP assembly,cell-cell signaling,cellular response to UV,cellular response to estradiol stimulus,centrosome,chromatin DNA binding,chromatin remodeling,cytoplasm,cytosol,establishment of protein localization to chromatin,extracellular exosome,extracellular region,extracellular space,histone H2A acetylation,histone H4 acetylation,hormone activity,hormone-mediated signaling pathway,identical protein binding,intracellular,intracellular ribonucleoprotein complex,male gonad development,membranAdnexal Diseases;Alcohol-Related Disorders;Alcoholism;Arrhythmias, Cardiac;Bradycardia;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cysts;Endocrine Gland Neoplasms;Endocrine System Diseases;Eunuchism;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Heart Diseases;Hyperpituitarism;Hyperprolactinemia;Hypertension;Hypogonadism;Hypothalamic Diseases;Infertility;Infertility, Female;Infertility, Male;Leydig Cell Tumor;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Gonadal Tissue;Nervous System Diseases;Ovarian Cysts;Ovarian Diseases;Pituitary Diseases;Polycystic Ovary Syndrome;Puberty, Delayed;Sertoli-Leydig Cell Tumor;Sex Cord-Gonadal Stromal Tumors;Substance-Related Disorders;Tachycardia;Testicular Diseases;Testicular Neoplasms;Urogenital Neoplasms;Vascular DiseasesT=0, G=23 T=0.0, G=1.0 0.00001 316.747 23 T=0/0, G=15/8

chr5:77784738 G/G A G SNV LHFPL2 LHFPL2:exonic:NM_005779.2 1 100 5 synonymous NM_005779.2c.669T>C p.(=) 1.51 Lipoma HMGIC fusion partner-like protein,PMP-22/EMP/MP20/Claudin tight junctionrs2241566 0.2335 YES 6.756E-1 (pos.77784738) adenocarcinomaLHFP-like protein 2biological_process,cellular_component,development of primary female sexual characteristics,development of primary male sexual characteristics,integral component of membrane,molecular_function,plasma membrane,platelet alpha granule membrane,platelet degranulation,positive regulation of fertilization,single fertilizationAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=10/14

chr10:126172863 G/G A G SNV LHPP LHPP:exonic:NM_022126.3 1 100 2 missense NM_022126.3c.281A>G p.Gln94Arg 5.16 1 43 0 HAD-hyrolase-like,Haloacid dehalogenase-like hydrolase,haloacid dehalogenase-like hydrolasers6597801 0.1142 YES 9.435E-1 (pos.126172863) Phospholysine phosphohistidine inorganic pyrophosphate phosphatasecytosol,dephosphorylation,inorganic diphosphatase activity,magnesium ion binding,nuclear speck,nucleus,phosphatase activity,phosphate-containing compound metabolic process,protein dephosphorylation,protein histidine phosphatase activity,protein homodimerization activity,purine ribonucleoside monophosphate biosynthetic processA=0, G=31 A=0.0, G=1.0 0.00001 465.819 31 A=0/0, G=12/19

chr9:139094805 T/T C T SNV LHX3 LHX3:exonic:NM_014564.4 1 100 1 synonymous NM_014564.4c.81G>A p.(=) -0.83 0.09(COSM4163532)Homeobox domain,LIM domainrs2274116 0.2124 YES 1.471E-1 (pos.139094805)neoplasm LIM/homeodomain protein LHX3RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor binding,animal organ morphogenesis,inner ear development,lung development,medial motor column neuron differentiation,metal ion binding,motor neuron axon guidance,negative regulation of apoptotic process,nucleus,pituitary gland development,placenta development,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,regulation of transcription, DNA-templated,sequence-specific DNA binding,spinal cord association neuron differentiation,spinal cord motor neuron cell fate specification,transcription factor activity, RNA polymerase II transcription factor binding,transcription factor complex,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific binding,transcriptional activator activity, RNA polymerase II transcription regulatory region sequenceBone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Brain Diseases;Central Nervous System Diseases;Dwarfism;Dwarfism, Pituitary;Ear Diseases;Endocrine System Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hypopituitarism;Hypothalamic Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Pituitary Diseases;Sensation DisordersBenign/Likely benignC=0, T=36 C=0.0, T=1.0 0.00001 563.74 36 C=0/0, T=12/24

chr1:180243524 G/G A G SNV

LHX4,LHX4-

AS1 LHX4:exonic:NM_033343.3, LHX4-AS1:intronic_nc:NR_037642.1 1
100

6 missense NM_033343.3, NR_037642.1c.983A>G p.Asn328Ser 2.53 1 46 0 0.92(COSM3746684)Homeobox domain,LIM domainrs7536561 0.484 YES 5.837E-1 (pos.180243524)adenocarcinoma,carcinoma,ductal_carcinoma,hepatocellular_carcinoma,neoplasmLIM homeo box gene 4animal organ morphogenesis,medial motor column neuron differentiation,metal ion binding,motor neuron axon guidance,negative regulation of apoptotic process,nucleus,placenta development,positive regulation of transcription from RNA polymerase II promoter,protein binding,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dwarfism;Dwarfism, Pituitary;Endocrine System Diseases;Hypopituitarism;Hypothalamic Diseases;Hypothyroidism;Musculoskeletal Diseases;Nervous System Diseases;Pituitary Diseases;Thyroid DiseasesBenign A=0, G=34 A=0.0, G=1.0 0.00001 524.185 34 A=0/0, G=23/11

chr19:18305578 C/C G C SNV MPV17L2 MPV17L2:intronic:NM_032683.2 1 100 intronic NM_032683.2c.359-9G>Cp.? 0.16 Mpv17 / PMP22 familyrs16982263 0.3103 YES 2.164E-1;0.0 (pos.18305578) MPV17-like protein 2integral component of membrane,mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial ribosome assembly,positive regulation of mitochondrial translationAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesG=0, C=23 G=0.0, C=1.0 0.00001 310.997 23 G=0/0, C=10/13

chr19:18308508 T/T C T SNV

MPV17L2,R

AB3A RAB3A:intronic:NM_002866.4, MPV17L2:downstream:NM_032683.2 1
100

intronic NM_032683.2, NM_002866.4c.*1643C>T, c.473-38G>Ap.?, p.? -0.36 ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinase,Signal recognition particle receptor beta subunitrs8109807 0.3419 YES 9.101E-2 (pos.18308508) MPV17-like protein 2,RAS-associated protein RAB3AATPase activator activity,ATPase binding,GDP-dissociation inhibitor binding,GTP binding,GTP-dependent protein binding,GTPase activity,acrosomal vesicle,anchored component of synaptic vesicle membrane,axon,axonogenesis,clathrin-sculpted acetylcholine transport vesicle membrane,clathrin-sculpted gamma-aminobutyric acid transport vesicle membrane,clathrin-sculpted glutamate transport vesicle membrane,clathrin-sculpted monoamine transport vesicle membrane,constitutive secretory pathway,cytosol,endosome,evoked neurotransmitter secretion,extracellular vesicle,glutamate secretion,integral component of membrane,lung development,maintenance of presynaptic active zone structure,mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial ribosome assembly,mitochondrion organization,myosin V binding,neuromuscular synaptic transmission,neurotransmitter secretion,neutrophil degranulation,plasma membrane,positive regulation of ATPase activity,positive regulation of exocytosis,positive regulation of mitoAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Ependymoma;Glioma;Immune System Diseases;Multiple Sclerosis;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neuroectodermal TumorsC=0, T=43 C=0.0, T=1.0 0.00001 705.84 43 C=0/0, T=19/24

chr1:197889107 G/G GC G INDEL LHX9 LHX9:exonic:NM_020204.2 1 100 2 frameshiftDeletion NM_020204.2c.185delC p.Pro62fs 9.16, 5.64 Homeobox domain,LIM domainrs752652822 0.0;0.0 (pos.197889108) LIM homeo box gene 9DNA binding,cell proliferation,female gonad development,gonad morphogenesis,male gonad development,metal ion binding,motor neuron axon guidance,negative regulation of transcription, DNA-templated,nucleus,protein binding,sequence-specific DNA binding,transcription corepressor activityGC=0, G=23 GC=0.0, G=1.0 0.00001 238.75 23 GC=0/0, G=12/11

chr19:54744387 C/T C T SNV

LILRA6,LILR

B3 LILRA6:exonic_nc:NR_104098.1, LILRB3:exonic:NM_001081450.2 1
46.51

6 missense NM_001081450.2, NR_104098.1c.1021G>A p.Val341Met 0.79 0.03 21 1 0.04(COSM3757190) rs71263238 0.3618 YES 4.057E-1 (pos.54744387) adenocarcinomaLeukocyte immunoglobulin-like receptor, subfamily B, member 3 C=23, T=20 C=0.5349, T=0.4651 0.00001 212.324 43 C=2/21, T=5/15

chr19:54783923 A/G A G SNV LILRB2 LILRB2:exonic:NM_005874.4 1 95.83 4 synonymous NM_005874.4c.78T>C p.(=) 0.07 Immunoglobulin domainrs366337 0.0614 YES 9.998E-1 (pos.54783923) Leukocyte immunoglobulin-like receptor, subfamily B, member 2Autoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=1, G=23 A=0.0417, G=0.9583 0.00001 306.564 24 A=0/1, G=12/11

chr19:36243813 A/A G A SNV LIN37 LIN37:splicesite_3:NM_019104.2 1 100 5 splicesite NM_019104.2c.192-2G>Ap.? 5.41 LIN37 rs231243 YES 1.0 (pos.36243813) cell cycle,nucleoplasm,protein binding,regulation of cell cycle,transcriptional repressor complexG=0, A=20 G=0.0, A=1.0 0.00001 268.111 20 G=0/0, A=8/12

chr4:83900043 G/G A G SNV LIN54 LIN54:exonic:NM_194282.3 1 100 3 synonymous NM_194282.3c.801T>C p.(=) 2.7 Tesmin/TSO1-like CXC domain, cysteine-rich domainrs6535422 1.00E-04 1.0 (pos.83900043) Lin54, C. elegans, homolog ofDNA binding,cell cycle,metal ion binding,nucleoplasm,protein binding,regulation of cell cycle,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=181 A=0.0, G=1.0 0.00001 3004.11 181 A=0/0, G=80/101

chr18:6511473 C/T C T SNV LINC01387 LINC01387:exonic_nc:NR_120518.1 1 46.43 1 exonic_nc NR_120518.1 0.03 rs4798453 YES 8.636E-1 (pos.6511473) C=15, T=13 C=0.5357, T=0.4643 0.00001 117.973 28 C=6/9, T=8/5

chr15:22368862 A/A G A SNV

LINC02203,

LOC101927

079,OR4M2 OR4M2:exonic:NM_001004719.2, LOC101927079:intronic_nc:NR_110480.1, LINC02203:exonic_nc:NR_015416.11

100

1 missense NR_110480.1, NR_015416.1, NM_001004719.2c.287G>A p.Gly96Glu 0.4 98 0.11(COSM4415663)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs1835183 0.3648 YES 5.643E-1 (pos.22368862) acute_myeloid_leukaemia G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityG=0, A=151 G=0.0, A=1.0 0.00001 2418.37 151 G=0/0, A=87/64

chr15:22368905 A/A G A SNV

LINC02203,

LOC101927

079,OR4M2 OR4M2:exonic:NM_001004719.2, LOC101927079:intronic_nc:NR_110480.1, LINC02203:exonic_nc:NR_015416.11

100

1 synonymous NR_110480.1, NR_015416.1, NM_001004719.2c.330G>A p.(=) -3.08 0.02(COSM5428505)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs1835182 0.3721 YES 4.963E-1 (pos.22368905) acute_myeloid_leukaemia,adenocarcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityG=0, A=113 G=0.0, A=1.0 0.00001 1795.83 113 G=0/0, A=63/50

chr19:18650278 C/C T C SNV FKBP8 FKBP8:intronic:NM_012181.4 1 100 intronic NM_012181.4c.463-9A>Gp.? -1.12 FKBP-type peptidyl-prolyl cis-trans isomerase,Tetratricopeptide repeatrs7247733 0.0463 YES 9.999E-1 (pos.18650278) FK506-binding protein 8FK506 binding,apoptotic process,camera-type eye development,cell fate specification,chaperone-mediated protein folding,cytoplasm,cytosol,disordered domain specific binding,dorsal/ventral neural tube patterning,endoplasmic reticulum,identical protein binding,integral component of endoplasmic reticulum membrane,integral component of membrane,intracellular signal transduction,membrane,metal ion binding,mitochondrial membrane,mitochondrion,multicellular organism growth,negative regulation of apoptotic process,negative regulation of protein phosphorylation,peptidyl-prolyl cis-trans isomerase activity,positive regulation of BMP signaling pathway,protein binding,protein complex,protein peptidyl-prolyl isomerization,smoothened signaling pathway,viral processT=0, C=28 T=0.0, C=1.0 0.00001 402.811 28 T=0/0, C=14/14

chr19:18778445 C/G C G SNV KLHL26 KLHL26:intronic:NM_018316.2 1 46.43 intronic NM_018316.2c.267-29C>Gp.? 0.07 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs10421503 0.3751 YES 6.754E-1 (pos.18778445) Cul3-RING ubiquitin ligase complex,cytoplasm,fertilization,male gonad development,protein ubiquitination,spermatid development,ubiquitin-protein transferase activityC=15, G=13 C=0.5357, G=0.4643 0.00001 117.924 28 C=7/8, G=10/3

chr15:22369248 C/C T C SNV

LINC02203,

LOC101927

079,OR4M2 OR4M2:exonic:NM_001004719.2, LOC101927079:intronic_nc:NR_110480.1, LINC02203:intronic_nc:NR_015416.11

100

1 missense NR_110480.1, NR_015416.1, NM_001004719.2c.673T>C p.Phe225Leu -1.17 22 0.02(COSM4591915)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs491208 YES 9.535E-1 (pos.22369248) squamous_cell_carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityT=0, C=21 T=0.0, C=1.0 0.00001 281.203 21 T=0/0, C=17/4

chr19:18971543 C/T C T SNV UPF1 UPF1:intronic:NM_002911.3 1 59.09 intronic NM_002911.3c.2301-92C>Tp.? -0.15 AAA domain,RNA helicase (UPF2 interacting domain),Type III restriction enzyme, res subunitrs529756587 Upf1, yeast, homolog of3'-UTR-mediated mRNA destabilization,ATP binding,ATP-dependent RNA helicase activity,DNA repair,DNA replication,P-body,RNA binding,cell cycle phase transition,cellular response to interleukin-1,cellular response to lipopolysaccharide,chromatin,chromatin binding,cytoplasm,cytosol,dosage compensation by inactivation of X chromosome,exon-exon junction complex,helicase activity,histone mRNA catabolic process,mRNA export from nucleus,nuclear chromosome, telomeric region,nuclear-transcribed mRNA catabolic process,nuclear-transcribed mRNA catabolic process, endonucleolytic cleavage-dependent decay,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleoplasm,nucleus,positive regulation of mRNA catabolic process,protein binding,regulation of telomere maintenance,regulation of translational termination,supraspliceosomal complex,telomere maintenance via semi-conservative replication,telomeric DNA binding,zinc ion bindingC=9, T=13 C=0.4091, T=0.5909 0.00001 122.568 22 C=5/4, T=7/6

chr19:18980213 G/G A G SNV GDF1 GDF1:intronic:NM_001492.5 1 100 intronic NM_001492.5c.326-14T>Cp.? -0.06 rs4808864 2.00E-04 0.0 (pos.18980208),1.0 (pos.18980213) Growth/differentiation factor 1BMP signaling pathway,SMAD protein signal transduction,cell development,cytokine activity,extracellular space,growth factor activity,positive regulation of pathway-restricted SMAD protein phosphorylation,regulation of MAPK cascade,regulation of apoptotic process,regulation of receptor activity,transforming growth factor beta receptor bindingAbnormalities, Multiple;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Double Outlet Right Ventricle;Heart Defects, Congenital;Heart Diseases;Hemic and Lymphatic Diseases;Heterotaxy Syndrome;Lymphatic Diseases;Splenic Diseases;Tetralogy of Fallot;Transposition of Great VesselsBenign A=0, G=58 A=0.0, G=1.0 0.00001 867.078 58 A=0/0, G=25/33

chr15:22369290 G/G A G SNV

LINC02203,

LOC101927

079,OR4M2 OR4M2:exonic:NM_001004719.2, LOC101927079:intronic_nc:NR_110480.1, LINC02203:intronic_nc:NR_015416.11

100

1 missense NR_110480.1, NR_015416.1, NM_001004719.2c.715A>G p.Met239Val -1.35 21 0.08(COSM147863)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs12593418 YES 3.285E-1 (pos.22369290) acute_myeloid_leukaemia,adenocarcinoma,astrocytoma_Grade_IV,bronchioloalveolar_adenocarcinoma,carcinoma,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityA=0, G=22 A=0.0, G=1.0 0.00001 298.89 22 A=0/0, G=16/6

chr15:22369426 A/A G A SNV

LINC02203,

LOC101927

079,OR4M2 OR4M2:exonic:NM_001004719.2, LOC101927079:intronic_nc:NR_110480.1, LINC02203:intronic_nc:NR_015416.11

100

1 missense NR_110480.1, NR_015416.1, NM_001004719.2c.851G>A p.Arg284His 5.49 29 0.65(COSM1372009)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4087943 0.4416 YES 4.49E-1 (pos.22369426) acute_myeloid_leukaemia,adenocarcinoma,carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityG=0, A=30 G=0.0, A=1.0 0.00001 446.639 30 G=0/0, A=16/14

chr3:191179193 G/G A G SNV

LINCR-

0002,PYDC2 LINCR-0002:intronic_nc:NR_120606.1, PYDC2:exonic:NM_001083308.11
100

1 missense NR_120606.1, NM_001083308.1c.242A>G p.Gln81Arg 0.93 1 43 0 0.01(COSM6280045)PAAD/DAPIN/Pyrin domainrs293833 0.256 YES 4.094E-1 (pos.191179193)carcinoma,neoplasmPyrin domain-containing protein 2cytoplasm,inflammatory response,innate immune response,negative regulation of NF-kappaB import into nucleus,negative regulation of NF-kappaB transcription factor activity,negative regulation of NLRP3 inflammasome complex assembly,negative regulation of inflammatory response,negative regulation of interleukin-1 beta secretion,negative regulation of tumor necrosis factor-mediated signaling pathway,nucleus,protein bindingA=0, G=31 A=0.0, G=1.0 0.00001 465.796 31 A=0/0, G=19/12

chr15:101113862 T/T C T SNV LINS1 LINS1:exonic:NM_001040616.2 1 100 5 missense NM_001040616.2c.1216G>A p.Val406Met 2.09 0.65 21 0 0.02(COSM6352734),0.02(COSM6352735)Lines C-terminus,Lines N-terminusrs12719734 0.0066 YES 6.076E-1 (pos.101113862)carcinoma Lines, Drosophila, homolog of, 1cognition C=0, T=26 C=0.0, T=1.0 0.00001 371.417 26 C=0/0, T=19/7

chr19:19646272 C/C T C SNV YJEFN3 YJEFN3:intronic:NM_198537.3 1 100 intronic NM_198537.3c.543+13T>Cp.? -0.96 YjeF-related protein N-terminusrs2304098 0.3473 YES 2.956E-1 (pos.19646272) NADH metabolic process,NADHX epimerase activity,NADP metabolic process,NADPHX epimerase activity,mitochondrionFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=34 T=0.0, C=1.0 0.00001 524.18 34 T=0/0, C=27/7

chr15:58834741 T/T G T SNV LIPC LIPC:exonic:NM_000236.2 1 100 4 synonymous NM_000236.2c.465G>T p.(=) -0.02 0(COSM4419906)Lipase,PLAT/LH2 domainrs690 0.412 YES 2.469E-1;0.0 (pos.58834741)acute_myeloid_leukaemia,neoplasmLipase C, hepaticapolipoprotein binding,cholesterol homeostasis,cholesterol metabolic process,chylomicron remnant clearance,endoplasmic reticulum lumen,extracellular region,extracellular space,fatty acid biosynthetic process,heparin binding,high-density lipoprotein particle,high-density lipoprotein particle remodeling,intermediate-density lipoprotein particle remodeling,lipid metabolic process,low-density lipoprotein particle binding,low-density lipoprotein particle remodeling,phosphatidylcholine catabolic process,phospholipase activity,regulation of lipoprotein lipase activity,reverse cholesterol transport,triglyceride catabolic process,triglyceride homeostasis,triglyceride lipase activity,very-low-density lipoprotein particle remodelingCardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Dyslipidemias;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hyperemia;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Insulin Resistance;Kidney Diseases;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Urologic Diseases;Vascular DiseasesBenign G=0, T=75 G=0.0, T=1.0 0.00001 1187.61 75 G=0/0, T=62/13

chr15:58853079 A/A C A SNV LIPC LIPC:exonic:NM_000236.2 1 100 7 missense NM_000236.2c.1068C>A p.Phe356Leu 3.45 0.34 22 0.127 Lipase,PLAT/LH2 domainrs3829462 0.0147 YES 9.375E-1 (pos.58853079) Lipase C, hepaticapolipoprotein binding,cholesterol homeostasis,cholesterol metabolic process,chylomicron remnant clearance,endoplasmic reticulum lumen,extracellular region,extracellular space,fatty acid biosynthetic process,heparin binding,high-density lipoprotein particle,high-density lipoprotein particle remodeling,intermediate-density lipoprotein particle remodeling,lipid metabolic process,low-density lipoprotein particle binding,low-density lipoprotein particle remodeling,phosphatidylcholine catabolic process,phospholipase activity,regulation of lipoprotein lipase activity,reverse cholesterol transport,triglyceride catabolic process,triglyceride homeostasis,triglyceride lipase activity,very-low-density lipoprotein particle remodelingCardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Dyslipidemias;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hyperemia;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Insulin Resistance;Kidney Diseases;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Urologic Diseases;Vascular DiseasesBenign C=0, A=52 C=0.0, A=1.0 0.00001 767.015 52 C=0/0, A=17/35

chr19:2042886 G/G A G SNV MKNK2 MKNK2:intronic:NM_199054.2 1 100 intronic NM_199054.2c.494-17T>Cp.? 0.11 Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinasers7253052,rs770094960 0.4475 YES 7.069E-1;0.0 (pos.2042886) Mitogen-activated protein kinase-interacting serine/threonine kinase-2ATP binding,PML body,calcium-dependent protein serine/threonine kinase activity,calmodulin binding,calmodulin-dependent protein kinase activity,cell surface receptor signaling pathway,cellular response to arsenic-containing substance,cytoplasm,extrinsic apoptotic signaling pathway in absence of ligand,hemopoiesis,intracellular signal transduction,metal ion binding,nuclear body,nucleolus,nucleus,peptidyl-serine phosphorylation,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of translationA=0, G=31 A=0.0, G=1.0 0.00001 457.138 31 A=0/0, G=25/6

chr15:58853109 G/G A G SNV LIPC LIPC:exonic:NM_000236.2 1 100 7 synonymous NM_000236.2c.1098A>G p.(=) -0.15 Lipase,PLAT/LH2 domainrs3829461 0.0147 YES 9.376E-1 (pos.58853109) Lipase C, hepaticapolipoprotein binding,cholesterol homeostasis,cholesterol metabolic process,chylomicron remnant clearance,endoplasmic reticulum lumen,extracellular region,extracellular space,fatty acid biosynthetic process,heparin binding,high-density lipoprotein particle,high-density lipoprotein particle remodeling,intermediate-density lipoprotein particle remodeling,lipid metabolic process,low-density lipoprotein particle binding,low-density lipoprotein particle remodeling,phosphatidylcholine catabolic process,phospholipase activity,regulation of lipoprotein lipase activity,reverse cholesterol transport,triglyceride catabolic process,triglyceride homeostasis,triglyceride lipase activity,very-low-density lipoprotein particle remodelingCardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Dyslipidemias;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hyperemia;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Insulin Resistance;Kidney Diseases;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Urologic Diseases;Vascular DiseasesBenign A=0, G=80 A=0.0, G=1.0 0.00001 1293.14 80 A=0/0, G=28/52

chr10:90356598 G/G A G SNV LIPJ LIPJ:exonic:NM_001010939.2 1 100 8 missense NM_001010939.2c.628A>G p.Ile210Val -6.31 0.26 29 0 Partial alpha/beta-hydrolase lipase region,alpha/beta hydrolase foldrs1409136 0.2807 YES 9.875E-1 (pos.90356598) Lipase J hydrolase activity, acting on ester bonds,lipid catabolic processA=0, G=22 A=0.0, G=1.0 0.00001 298.883 22 A=0/0, G=9/13

chr19:20808515 A/A T A SNV ZNF626 ZNF626:intronic:NM_001076675.2 1 100 intronic NM_001076675.2c.227-59A>Tp.? -2.19 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1968385,rs782173227 YES DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, A=45 T=0.0, A=1.0 0.00001 747.393 45 T=0/0, A=21/24

chr10:90350418 T/C T C SNV LIPJ LIPJ:utr_5:NM_001010939.2 1 46.43 3 utr_5 NM_001010939.2c.-27T>C p.? -1.59 Partial alpha/beta-hydrolase lipase region,alpha/beta hydrolase foldrs17109533 0.0052 YES 1.987E-2 (pos.90350418) Lipase J hydrolase activity, acting on ester bonds,lipid catabolic processT=15, C=13 T=0.5357, C=0.4643 0.00001 117.926 28 T=6/9, C=9/4

chr2:99778985 T/C T C SNV LIPT1 LIPT1:exonic:NM_145199.2 1 53.49 2 synonymous NM_145199.2c.565T>C p.(=) 0.72 rs2632277 0.364 YES 8.751E-1 (pos.99778985) Lipoyltransferase 1cellular nitrogen compound metabolic process,cellular protein modification process,lipid metabolic process,lipoate-protein ligase activity,mitochondrial matrix,protein lipoylation,transferase activity, transferring acyl groupsLipoic Acid Benign T=20, C=23 T=0.4651, C=0.5349 0.00001 260.981 43 T=9/11, C=9/14

chr11:74204727 G/G A G SNV

LIPT2,LOC1

00287896 LIPT2:exonic:NM_001144869.2, LOC100287896:utr_5:NM_001319240.11
100

1 synonymous NM_001144869.2, NM_001319240.1c.22T>C, c.-3224A>Gp.(=), p.? 0.88 0(COSM4146325)Biotin/lipoate A/B protein ligase family,CENP-B N-terminal DNA-binding domain,Tc5 transposase DNA-binding domainrs4944895 YES 1.0 (pos.74204727) neoplasm Lipoyl(octanoyl) transferase 2cellular nitrogen compound metabolic process,cellular protein modification process,ligase activity,lipoyl(octanoyl) transferase activity,mitochondrial matrix,mitochondrion,protein lipoylationA=0, G=46 A=0.0, G=1.0 0.00001 768.313 46 A=0/0, G=32/14

chr19:2208859 C/C T C SNV DOT1L DOT1L:intronic:NM_032482.2 1 100 intronic NM_032482.2c.964-75T>Cp.? 0.17 Histone methylation protein DOT1rs2301799 0.4657 YES Dot1, yeast, homolog ofDNA binding,DNA damage checkpoint,DNA repair,chromatin silencing at telomere,chromosome, telomeric region,histone H3-K79 methylation,histone methyltransferase activity,histone methyltransferase activity (H3-K79 specific),histone-lysine N-methyltransferase activity,intracellular membrane-bounded organelle,nucleoplasm,nucleus,positive regulation of cell proliferation,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein complex,regulation of JAK-STAT cascade,regulation of cell cycle,regulation of transcription regulatory region DNA binding,telomere organization,transcription factor bindingArthritis;Joint Diseases;Musculoskeletal Diseases;Osteoarthritis;Rheumatic DiseasesT=0, C=106 T=0.0, C=1.0 0.00001 1662.79 106 T=0/0, C=69/37

chr19:2214057 T/T C T SNV DOT1L DOT1L:intronic:NM_032482.2 1 100 intronic NM_032482.2c.1797+72C>Tp.? -2.34 Histone methylation protein DOT1rs2074552 YES Dot1, yeast, homolog ofDNA binding,DNA damage checkpoint,DNA repair,chromatin silencing at telomere,chromosome, telomeric region,histone H3-K79 methylation,histone methyltransferase activity,histone methyltransferase activity (H3-K79 specific),histone-lysine N-methyltransferase activity,intracellular membrane-bounded organelle,nucleoplasm,nucleus,positive regulation of cell proliferation,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein complex,regulation of JAK-STAT cascade,regulation of cell cycle,regulation of transcription regulatory region DNA binding,telomere organization,transcription factor bindingArthritis;Joint Diseases;Musculoskeletal Diseases;Osteoarthritis;Rheumatic DiseasesC=0, T=34 C=0.0, T=1.0 0.00001 524.184 34 C=0/0, T=14/20

chr16:11647492 C/C T C SNV LITAF LITAF:exonic:NM_001136472.1 1 100 3 missense NM_001136472.1c.274A>G p.Ile92Val 0.24 1 29 0 0.01(COSM4985823),0.01(COSM4985824),0.01(COSM4985825)LITAF-like zinc ribbon domainrs4280262 0.2129 YES 6.835E-2 (pos.11647492) ductal_carcinoma,rhabdomyosarcomaLPS-induced TNFA factorGolgi apparatus,Golgi membrane,RNA polymerase II core promoter proximal region sequence-specific DNA binding,WW domain binding,aging,cellular response to lipopolysaccharide,cytoplasmic side of early endosome membrane,cytoplasmic side of late endosome membrane,cytoplasmic side of lysosomal membrane,cytoplasmic side of plasma membrane,cytosol,integral component of membrane,intracellular membrane-bounded organelle,lysosomal membrane,negative regulation of NF-kappaB import into nucleus,nucleoplasm,plasma membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of cytokine production,regulation of transcription from RNA polymerase II promoter,signal transducer activity,signal transduction,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific binding,zinc ion bindingAutoimmune Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Urologic DiseasesBenign T=0, C=48 T=0.0, C=1.0 0.00001 810.434 48 T=0/0, C=15/33

chr19:22486535 G/G A G SNV ZNF729 ZNF729:intronic:NM_001242680.1 1 100 intronic NM_001242680.1c.31-25A>Gp.? -0.85 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers9304996 YES 7.08E-1 (pos.22486535) DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=62 A=0.0, G=1.0 0.00001 940.312 62 A=0/0, G=36/26

chr20:62714783 G/G C G SNV LKAAEAR1 LKAAEAR1:exonic:NM_001007125.1 1 100 2 synonymous NM_001007125.1c.678G>C p.(=) 0.67 0.08(COSM444246)Family of unknown function with LKAAEAR motifrs6010717 0.3752 YES 6.754E-1;1.207E-4 (pos.62714783)carcinoma,neoplasm C=0, G=30 C=0.0, G=1.0 0.00001 446.585 30 C=0/0, G=15/15

chr7:142636666 C/T C T SNV LLCFC1 LLCFC1:exonic:NM_178829.4 1 57.58 1 missense NM_178829.4c.23C>T p.Ser8Phe 0.71 0 155 0.681 Domain of unknown function (DUF4717)rs200663678 0 0.0 (pos.142636666) extracellular region C=14, T=19 C=0.4242, T=0.5758 0.00001 204.363 33 C=8/6, T=15/4

chr19:2253590 T/T C T SNV JSRP1 JSRP1:intronic:NM_144616.3 1 100 intronic NM_144616.3c.436+29G>Ap.? -1.76 Junctional sarcoplasmic reticulum proteinrs3746158 0.2988 YES 6.901E-1 (pos.2253590) Junctional sarcoplasmic reticulum protein 1regulation of ryanodine-sensitive calcium-release channel activity,sarcoplasmic reticulum,sarcoplasmic reticulum membrane,skeletal muscle contractionAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeC=0, T=53 C=0.0, T=1.0 0.00001 782.03 53 C=0/0, T=15/38

chr17:73552185 A/A G A SNV LLGL2 LLGL2:exonic:NM_001031803.1 1 100 3 missense NM_001031803.1c.134G>A p.Arg45His 1.33 0.12 29 0.003 0.58(COSM3755846),0.58(COSM3755847),0.58(COSM3755848)LLGL2,WD domain, G-beta repeatrs1671036 0.4497 YES 4.534E-1 (pos.73552185) acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinoma,neoplasmGTPase activator activity,PDZ domain binding,Rab GTPase binding,cell cycle,cell division,cytoplasm,cytosol,exocytosis,intracellular membrane-bounded organelle,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of establishment or maintenance of cell polarity,regulation of exocytosis,regulation of protein secretion,syntaxin bindingG=0, A=50 G=0.0, A=1.0 0.00001 852.367 50 G=0/0, A=10/40

chr22:50944163 A/A G A SNV LMF2 LMF2:exonic:NM_033200.2 1 100 6 synonymous NM_033200.2c.856C>T p.(=) 8.74 Lipase maturation factorrs128941 0.3984 YES 7.494E-1 (pos.50944163) endoplasmic reticulum membrane,integral component of membrane,membrane,protein binding,protein maturationG=0, A=25 G=0.0, A=1.0 0.00001 351.323 25 G=0/0, A=8/17

chr1:156107534 T/T C T SNV LMNA LMNA:exonic:NM_170707.3 1 100 10 synonymous NM_170707.3c.1698C>T p.(=) -1.24 0.31(COSM3750412),0.31(COSM3750413)Intermediate filament protein,Lamin Tail Domainrs4641 0.2531 YES 3.081E-1 (pos.156107534)adenocarcinoma,ductal_carcinoma,neoplasmLamin A/C IRE1-mediated unfolded protein response,cellular protein localization,cellular response to hypoxia,cytosol,establishment or maintenance of microtubule cytoskeleton polarity,extracellular matrix,identical protein binding,intermediate filament,lamin filament,mitotic nuclear envelope disassembly,mitotic nuclear envelope reassembly,muscle organ development,negative regulation of cardiac muscle hypertrophy in response to stress,negative regulation of cell proliferation,negative regulation of extrinsic apoptotic signaling pathway,negative regulation of mesenchymal cell proliferation,negative regulation of release of cytochrome c from mitochondria,nuclear envelope,nuclear envelope organization,nuclear lamina,nuclear membrane,nuclear speck,nucleoplasm,nucleus,perinuclear region of cytoplasm,positive regulation of cell aging,protein binding,protein localization to nucleus,regulation of cell migration,regulation of protein localization to nucleus,regulation of telomere maintenance,sterol regulatory element binding protACMG Recommendations...;Acro-Osteolysis;Adenocarcinoma;Adnexal Diseases;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Bone Diseases;Bone Diseases, Developmental;Bone Resorption;Carcinoma;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Abnormalities;Cardiovascular Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Craniofacial Abnormalities;Cysts;DNA Repair-Deficiency Disorders;Death, Sudden, Cardiac;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Foot Deformities;Foot Deformities, Congenital;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Genital Diseases, Female;Gonadal Disorders;Gonadal Dysgenesis;HIV Infections;HIV-Associated Lipodystrophy Syndrome;Hand Deformities;Hand Deformities, Congenital;Heart Arrest;Heart Block;Heart Defects, Congenital;Heart Diseases;HerediBenign/Likely benignC=0, T=92 C=0.0, T=1.0 0.00001 1533.55 92 C=0/0, T=42/50

chr11:556857 C/C G C SNV LMNTD2 LMNTD2:exonic:NM_173573.2 1 100 8 synonymous NM_173573.2c.954C>G p.(=) 0.01 0(COSM4145820)Lamin Tail Domainrs7938269 0.0603 YES 9.093E-1 (pos.556857) neoplasm positive regulation of mRNA splicing, via spliceosome G=0, C=40 G=0.0, C=1.0 0.00001 644.285 40 G=0/0, C=16/24

chr11:554166 G/G C G SNV

LMNTD2,LR

RC56 LRRC56:exonic:NM_198075.3, LMNTD2:downstream:NM_173573.2 1
100

14 missense NM_198075.3, NM_173573.2c.1519C>G, c.*814G>Cp.Arg507Gly, p.? 0.15 1 125 0 0(COSM4145815) rs10902170 0.1769 YES 8.787E-1 (pos.554166) acute_myeloid_leukaemia,neoplasmpositive regulation of mRNA splicing, via spliceosome C=0, G=28 C=0.0, G=1.0 0.00001 412.747 28 C=0/0, G=3/25

chr13:76427403 G/A G A SNV LMO7 LMO7:exonic:NM_005358.5 1 52.38 27 missense NM_005358.5c.3694G>A p.Val1232Met -1.4 0.04 21 0.93 Calponin homology (CH) domain,Domain of unknown function (DUF4757),LIM domain,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs71434812 0.0838 YES 4.66E-4;0.0 (pos.76427403) LIM domain only 7actinin binding,apical plasma membrane,cell-cell adherens junction,cell-cell adhesion,cytoplasm,cytosol,focal adhesion,integral component of membrane,metal ion binding,nucleus,post-translational protein modification,protein C-terminus binding,protein polyubiquitination,protein ubiquitination,regulation of cell adhesion,regulation of signaling,ubiquitin ligase complex,ubiquitin-protein transferase activityAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesG=50, A=55 G=0.4762, A=0.5238 0.00001 574.007 105 G=28/22, A=30/25

chr7:123295964 C/T C T SNV LMOD2 LMOD2:utr_5:NM_207163.2 1 98.85 1 utr_5 NM_207163.2c.-54C>T p.? -0.2 Tropomodulin,WH2 motifrs7779099 YES Leiomodin 2 M band,actin binding,actin filament,actin filament polymerization,actin monomer binding,actin nucleation,muscle contraction,myofibril,pointed-end actin filament capping,positive regulation of actin filament polymerization,sarcomere,sarcomere organization,striated muscle thin filament,tropomyosin bindingC=1, T=86 C=0.0115, T=0.9885 0.00001 1394.96 87 C=0/1, T=54/32

chr19:23869823 G/G T G SNV ZNF675 ZNF675:intronic:NM_138330.2 1 100 intronic NM_138330.2c.3+10A>C p.? -0.58 0(COSM4000632)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2364624 0.1873 YES 4.74E-1 (pos.23869823) acute_myeloid_leukaemia,neoplasmDNA binding,I-kappaB kinase/NF-kappaB signaling,bone resorption,cytokine-mediated signaling pathway,intracellular,negative regulation of JNK cascade,negative regulation of JUN kinase activity,negative regulation of NF-kappaB transcription factor activity,negative regulation of interleukin-1-mediated signaling pathway,negative regulation of osteoclast differentiation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription regulatory region DNA binding,negative regulation of tumor necrosis factor-mediated signaling pathway,nucleic acid binding,nucleus,perinuclear region of cytoplasm,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templated,ubiquitin protein ligase binding,zinc ion bindingT=0, G=36 T=0.0, G=1.0 0.00001 563.57 36 T=0/0, G=28/8

chr1:165173216 G/G A G SNV LMX1A LMX1A:exonic:NM_001174069.1 1 100 9 synonymous NM_001174069.1c.1050T>C p.(=) 3.46 Homeobox KN domain,Homeobox domain,LIM domainrs1354509 0 1.0 (pos.165173216) LIM homeo box transcription factor-1, alphaRNA polymerase II regulatory region sequence-specific DNA binding,axon guidance,cerebellum development,dentate gyrus development,dopaminergic neuron differentiation,locomotory behavior,memory,metal ion binding,midbrain dopaminergic neuron differentiation,negative regulation of neuron differentiation,nucleus,olfactory behavior,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of cell growth,synapse organization,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingA=0, G=32 A=0.0, G=1.0 0.00001 485.114 32 A=0/0, G=18/14

chr3:100174722 A/A G A SNV LNP1 LNP1:exonic:NM_001085451.1 1 100 4 synonymous NM_001085451.1c.489G>A p.(=) -1.06 Leukemia NUP98 fusion partner 1rs1132022 0.405 YES 7.231E-1 (pos.100174722) G=0, A=51 G=0.0, A=1.0 0.00001 754.584 51 G=0/0, A=21/30

chr20:44642833 C/C A C SNV

LOC100128

028,MMP9 MMP9:exonic:NM_004994.2, LOC100128028:exonic_nc:NR_147699.11
100

11 synonymous NM_004994.2, NR_147699.1c.1821A>C p.(=) -2.13 0.01(COSM3749712)Fibronectin type II domain,Hemopexin,Matrixin,Putative peptidoglycan binding domainrs13969 0.3557 YES 3.086E-1 (pos.44642833) adenocarcinoma,carcinoma,hepatocellular_carcinoma,neoplasmMatrix metalloproteinase 9 (gelatinase B, 92kD type IV collagenase)cellular response to cadmium ion,cellular response to reactive oxygen species,collagen binding,collagen catabolic process,embryo implantation,endodermal cell differentiation,endopeptidase activity,ephrin receptor signaling pathway,extracellular exosome,extracellular matrix disassembly,extracellular region,extracellular space,ficolin-1-rich granule lumen,identical protein binding,leukocyte migration,macrophage differentiation,metalloendopeptidase activity,metallopeptidase activity,negative regulation of apoptotic process,negative regulation of cation channel activity,negative regulation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,negative regulation of intrinsic apoptotic signaling pathway,neutrophil degranulation,ossification,positive regulation of DNA binding,positive regulation of cell migration,positive regulation of epidermal growth factor receptor signaling pathway,positive regulation of keratinocyte migration,positive regulation of protein phosphorylation,positive regAbnormalities, Multiple;Acro-Osteolysis;Acute Coronary Syndrome;Adenocarcinoma;Aneurysm;Aneurysm, Ruptured;Angina Pectoris;Angina, Stable;Aortic Aneurysm;Aortic Aneurysm, Abdominal;Aortic Aneurysm, Thoracic;Aortic Diseases;Aortic Rupture;Arterial Occlusive Diseases;Arteriosclerosis;Asthma;Astrocytoma;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Bone Diseases;Bone Diseases, Developmental;Bone Neoplasms;Bone Resorption;Brain Diseases;Brain Edema;Brain Infarction;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Bronchial Neoplasms;Calcinosis;Calcium Metabolism Disorders;Carcinogenesis;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Carcinoma, Squamous Cell;Cardiomegaly;Cardiovascular Abnormalities;Cardiovascular Diseases;Cell Transformation, Neoplastic;Central Nervous System Bacterial Infections;Central Nervous System Diseases;Central Nervous System Infections;Cerebral Arterial Diseases;Cerebral Hemorrhage;Cerebral Infarction;Cerebrova(2R)-2-AMINO-3,3,3-TRIFLUORO-N-HYDROXY-2-{(4-PHENOXYPHENYL)SULFONYLMETHYL}PROPANAMIDE,(3R)-4,4-DIFLUORO-3-(4-METHOXYPHENYL)SULFONYLBUTANOIC ACID,2-Amino-N,3,3-Trimethylbutanamide,2-{Formyl(Hydroxy)AminoMethyl}-4-Methylpentanoic Acid,5-(4-PHENOXYPHENYL)-5-(4-PYRIMIDIN-2-YLPIPERAZIN-1-YL)PYRIMIDINE-2,4,6(2H,3H)-TRIONE,AE-941,Captopril,Glucosamine,Marimastat,Minocycline,PG-530742Benign A=0, C=54 A=0.0, C=1.0 0.00001 803.433 54 A=0/0, C=41/13

chr20:44645010 T/T C T SNV

LOC100128

028,MMP9 MMP9:utr_3:NM_004994.2, LOC100128028:intronic_nc:NR_147699.11
100

13 utr_3 NM_004994.2, NR_147699.1c.2127C>T p.? 1.8 Fibronectin type II domain,Hemopexin,Matrixin,Putative peptidoglycan binding domainrs20544 0.4186 YES 2.428E-3 (pos.44645010) Matrix metalloproteinase 9 (gelatinase B, 92kD type IV collagenase)cellular response to cadmium ion,cellular response to reactive oxygen species,collagen binding,collagen catabolic process,embryo implantation,endodermal cell differentiation,endopeptidase activity,ephrin receptor signaling pathway,extracellular exosome,extracellular matrix disassembly,extracellular region,extracellular space,ficolin-1-rich granule lumen,identical protein binding,leukocyte migration,macrophage differentiation,metalloendopeptidase activity,metallopeptidase activity,negative regulation of apoptotic process,negative regulation of cation channel activity,negative regulation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,negative regulation of intrinsic apoptotic signaling pathway,neutrophil degranulation,ossification,positive regulation of DNA binding,positive regulation of cell migration,positive regulation of epidermal growth factor receptor signaling pathway,positive regulation of keratinocyte migration,positive regulation of protein phosphorylation,positive regAbnormalities, Multiple;Acro-Osteolysis;Acute Coronary Syndrome;Adenocarcinoma;Aneurysm;Aneurysm, Ruptured;Angina Pectoris;Angina, Stable;Aortic Aneurysm;Aortic Aneurysm, Abdominal;Aortic Aneurysm, Thoracic;Aortic Diseases;Aortic Rupture;Arterial Occlusive Diseases;Arteriosclerosis;Asthma;Astrocytoma;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Bone Diseases;Bone Diseases, Developmental;Bone Neoplasms;Bone Resorption;Brain Diseases;Brain Edema;Brain Infarction;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Bronchial Neoplasms;Calcinosis;Calcium Metabolism Disorders;Carcinogenesis;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Carcinoma, Squamous Cell;Cardiomegaly;Cardiovascular Abnormalities;Cardiovascular Diseases;Cell Transformation, Neoplastic;Central Nervous System Bacterial Infections;Central Nervous System Diseases;Central Nervous System Infections;Cerebral Arterial Diseases;Cerebral Hemorrhage;Cerebral Infarction;Cerebrova(2R)-2-AMINO-3,3,3-TRIFLUORO-N-HYDROXY-2-{(4-PHENOXYPHENYL)SULFONYLMETHYL}PROPANAMIDE,(3R)-4,4-DIFLUORO-3-(4-METHOXYPHENYL)SULFONYLBUTANOIC ACID,2-Amino-N,3,3-Trimethylbutanamide,2-{Formyl(Hydroxy)AminoMethyl}-4-Methylpentanoic Acid,5-(4-PHENOXYPHENYL)-5-(4-PYRIMIDIN-2-YLPIPERAZIN-1-YL)PYRIMIDINE-2,4,6(2H,3H)-TRIONE,AE-941,Captopril,Glucosamine,Marimastat,Minocycline,PG-530742Benign C=0, T=23 C=0.0, T=1.0 0.00001 323.476 23 C=0/0, T=8/15

chr19:23941457 CA/CA C CA INDEL ZNF681 ZNF681:intronic:NM_138286.2 1 100 intronic NM_138286.2c.3+92G>TGp.? -0.4 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type DNA binding,DNA binding transcription factor activity,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, CA=52 C=0.0, CA=1.0 0.00001 514.379 52 C=0/0, CA=20/32

chr19:51920613 T/T C T SNV

LOC100129

083,SIGLEC

10 SIGLEC10:exonic:NM_033130.4, LOC100129083:utr_3:NM_001256795.21

100

2 synonymous NM_033130.4, NM_001256795.2c.144G>A, c.544C>Tp.(=), p.? -5.72 Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs1010425 0.1209 YES 8.933E-1 (pos.51920613) Sialic acid-binding immunoglobulin-like lectin 10adaptive immune response,carbohydrate binding,cell adhesion,extracellular region,innate immune response,integral component of membrane,plasma membraneC=0, T=50 C=0.0, T=1.0 0.00001 850.978 50 C=0/0, T=20/30

chr19:2477277 T/T C T SNV GADD45B GADD45B:intronic:NM_015675.3 1 100 intronic NM_015675.3c.369+28C>Tp.? 3.12 Ribosomal protein L7Ae/L30e/S12e/Gadd45 familyrs2024144 0.2345 YES 5.338E-1 (pos.2477277) Growth arrest- and DNA damage-inducible gene 45, betaactivation of MAPKK activity,activation of MAPKKK activity,apoptotic process,cell differentiation,cytoplasm,multicellular organism development,negative regulation of protein kinase activity,nucleus,positive regulation of JNK cascade,positive regulation of apoptotic process,positive regulation of p38MAPK cascade,protein binding,regulation of cell cycle,response to stressArsenic Poisoning;Heavy Metal Poisoning, Nervous System;Nervous System Diseases;Neurotoxicity Syndromes;Skin Diseases;Skin and Connective Tissue DiseasesC=0, T=21 C=0.0, T=1.0 0.00001 281.129 21 C=0/0, T=6/15

chr19:2717880 A/G A G SNV DIRAS1 DIRAS1:intronic:NM_145173.3 1 57.14 intronic NM_145173.3c.-68-7T>C p.? -3.35 ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinasers7343093 YES 6.746E-1 (pos.2717880) DIRAS family, GTP-binding Ras-like protein 1GTP binding,GTPase activity,membrane,mitogen-activated protein kinase binding,plasma membrane,positive regulation of MAP kinase activity,signal transductionA=18, G=24 A=0.4286, G=0.5714 0.00001 279.035 42 A=8/10, G=11/13

chr8:146033347 C/C T C SNV

LOC100130

027,ZNF517 LOC100130027:downstream:NR_147501.1, ZNF517:exonic:NM_213605.21
100

5 missense NM_213605.2, NR_147501.1c.1046T>C p.Val349Ala -0.4 0.26 64 0 0(COSM3750124)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2976653 0.0065 1.0 (pos.146033347) adenocarcinoma,neoplasm DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=34 T=0.0, C=1.0 0.00001 524.163 34 T=0/0, C=14/20

chr20:19261623 A/A G A SNV

LOC100130

264,SLC24A

3 SLC24A3:exonic:NM_020689.3, LOC100130264:intronic_nc:NR_024564.11

100

2 missense NM_020689.3, NR_024564.1c.163G>A p.Val55Ile -0.06 0.23 29 0 0(COSM5618124)Sodium/calcium exchanger proteinrs1569767 0.4331 YES 4.996E-1 (pos.19261623) ductal_carcinomaSolute carrier family 24 (sodium/potassium/calcium exchanger), member 3calcium channel activity,calcium ion binding,calcium ion transmembrane transport,calcium, potassium:sodium antiporter activity,cellular calcium ion homeostasis,integral component of plasma membrane,ion transport,plasma membrane,potassium ion binding,potassium ion transport,sodium ion binding,sodium ion transmembrane transport,symporter activityAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Head and Neck Neoplasms;Mental Disorders;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Psychotic Disorders;Salivary Gland Diseases;Salivary Gland Neoplasms;Schizophrenia Spectrum and Other Psychotic Disorders;Stomatognathic DiseasesG=0, A=22 G=0.0, A=1.0 0.00001 298.89 22 G=0/0, A=7/15

chr19:2901114 C/C CGCCGAAGTCTC INDEL ZNF57 ZNF57:intronic:NM_173480.2 10 100 intronic NM_173480.2c.3+68CGCCGAAGTCT>Cp.? -1.53, -0.62, -1.56, -0.36, 0.31, 0.03, -0.38, 1.19, -0.12, -0.01, -0.58C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1035342501,rs111257453,rs11279103,rs529102093,rs773199179,rs9224461240.1663 YES DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedCGCCGAAGTCT=0, C=33CGCCGAAGTCT=0.0, C=1.0 0.00001 503.342 33 CGCCGAAGTCT=0/0, C=15/18

chr6:13295515 C/C A C SNV

LOC100130

357,TBC1D7-

LOC100130

357 LOC100130357:exonic:NM_001242698.1, TBC1D7-LOC100130357:intronic:NM_001318809.11

100

2 missense NM_001318809.1, NM_001242698.1c.*921+9779T>G, c.29T>Gp.?, p.Leu10Arg 0.36 102 0.974 rs1550526 YES 6.6E-1 (pos.13295515) GTPase activator activity,Rab GTPase binding,activation of GTPase activity,ciliary basal body,cytoplasmic vesicle,cytosol,negative regulation of TOR signaling,negative regulation of cilium assembly,positive regulation of GTPase activity,positive regulation of protein ubiquitination,protein binding,response to growth factorA=0, C=34 A=0.0, C=1.0 0.00001 524.107 34 A=0/0, C=22/12

chr6:13295536 T/T C T SNV

LOC100130

357,TBC1D7-

LOC100130

357 LOC100130357:exonic:NM_001242698.1, TBC1D7-LOC100130357:intronic:NM_001318809.11

100

2 missense NM_001318809.1, NM_001242698.1c.*921+9758G>A, c.8G>Ap.?, p.Arg3Lys -0.59 26 0 rs454563 YES 6.6E-1 (pos.13295536) GTPase activator activity,Rab GTPase binding,activation of GTPase activity,ciliary basal body,cytoplasmic vesicle,cytosol,negative regulation of TOR signaling,negative regulation of cilium assembly,positive regulation of GTPase activity,positive regulation of protein ubiquitination,protein binding,response to growth factorC=0, T=34 C=0.0, T=1.0 0.00001 524.048 34 C=0/0, T=22/12

chr17:73269530 G/G A G SNV

LOC100287

042,SLC25A

19 SLC25A19:utr_3:NM_001126122.1, LOC100287042:exonic_nc:NR_036520.11

100

1 utr_3 NR_036520.1, NM_001126122.1c.965T>C p.? -0.88 Mitochondrial carrier proteinrs1809352 0.0834 YES 9.996E-1 (pos.73269530) Solute carrier family 25 (mitochondrial deoxynucleotide carrier), member 19deoxynucleotide transmembrane transporter activity,deoxynucleotide transport,integral component of membrane,integral component of mitochondrial inner membrane,mitochondrial inner membrane,mitochondrial transport,nucleus,thiamine pyrophosphate transmembrane transport,thiamine pyrophosphate transmembrane transporter activity,thiamine transmembrane transport,thiamine transmembrane transporter activity,thiamine-containing compound metabolic process,transportCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System MalformationsBenign/Likely benignA=0, G=46 A=0.0, G=1.0 0.00001 768.302 46 A=0/0, G=20/26

chr19:30934385 C/C G C SNV ZNF536 ZNF536:intronic:NM_014717.2 1 100 intronic NM_014717.2c.-1-83G>C p.? 0.78 C2H2-type zinc-finger domain,Unstructured conserved, between two C2H2-type zinc-fingers,Zinc finger, C2H2 typers10411126 YES RNA polymerase II core promoter proximal region sequence-specific DNA binding,metal ion binding,multicellular organism development,negative regulation of neuron differentiation,negative regulation of retinoic acid receptor signaling pathway,negative regulation of transcription from RNA polymerase II promoter,nucleic acid binding,nucleus,retinoic acid-responsive element binding,signal transduction,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific bindingAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Mental Disorders;Myopia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Refractive Errors;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, C=25 G=0.0, C=1.0 0.00001 353.019 25 G=0/0, C=18/7

chr19:3113305 C/C G C SNV GNA11 GNA11:intronic:NM_002067.4 1 100 intronic NM_002067.4c.322-23G>Cp.? -0.14 ADP-ribosylation factor family,G-protein alpha subunitrs1682811,rs765768107 0.1388 YES 7.66E-1;0.0;2.325E-4 (pos.3113305) Guanine nucleotide-binding protein, Gq class, GNA11G-protein beta/gamma-subunit complex binding,G-protein coupled acetylcholine receptor signaling pathway,G-protein coupled receptor binding,G-protein coupled receptor signaling pathway,GTP binding,GTPase activity,action potential,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,cellular response to pH,cytoplasm,developmental pigmentation,entrainment of circadian clock,extracellular exosome,guanyl nucleotide binding,heart development,heterotrimeric G-protein complex,lysosomal membrane,metal ion binding,phospholipase C-activating dopamine receptor signaling pathway,photoreceptor outer segment,phototransduction, visible light,plasma membrane,platelet activation,regulation of melanocyte differentiation,signal transducer activity,signal transduction,skeletal system development,type 2A serotonin receptor bindingCalcium Metabolism Disorders;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Neoplasms;Heart Defects, Congenital;Heart Diseases;Hypercalcemia;Melanoma;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nutritional and Metabolic Diseases;Uveal Diseases;Uveal Neoplasms;Water-Electrolyte ImbalanceG=0, C=111 G=0.0, C=1.0 0.00001 1755.98 111 G=0/0, C=41/70

chr19:3149990 C/C G C SNV

GNA15,LOC

100996351 GNA15:intronic:NM_002068.3, LOC100996351:intronic_nc:NR_110670.11
100

intronic NM_002068.3, NR_110670.1c.331-139G>Cp.? -2.2 ADP-ribosylation factor family,G-protein alpha subunitrs170159,rs764262269 YES Guanine nucleotide-binding protein (G protein) alpha 15 (Gq class)G-protein beta/gamma-subunit complex binding,G-protein coupled receptor binding,G-protein coupled receptor signaling pathway,GTP binding,GTPase activity,activation of phospholipase C activity,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,guanyl nucleotide binding,heterotrimeric G-protein complex,metal ion binding,phospholipase C-activating G-protein coupled acetylcholine receptor signaling pathway,phospholipase C-activating dopamine receptor signaling pathway,plasma membrane,platelet activation,positive regulation of cytosolic calcium ion concentration,signal transducer activityG=0, C=34 G=0.0, C=1.0 0.00001 524.119 34 G=0/0, C=30/4

chr17:73269676 T/T C T SNV

LOC100287

042,SLC25A

19 SLC25A19:exonic:NM_001126122.1, LOC100287042:exonic_nc:NR_036520.11

100

7 synonymous NR_036520.1, NM_001126122.1c.819G>A p.(=) 0.26 Mitochondrial carrier proteinrs4789164 0.3222 YES 8.673E-1 (pos.73269676) Solute carrier family 25 (mitochondrial deoxynucleotide carrier), member 19deoxynucleotide transmembrane transporter activity,deoxynucleotide transport,integral component of membrane,integral component of mitochondrial inner membrane,mitochondrial inner membrane,mitochondrial transport,nucleus,thiamine pyrophosphate transmembrane transport,thiamine pyrophosphate transmembrane transporter activity,thiamine transmembrane transport,thiamine transmembrane transporter activity,thiamine-containing compound metabolic process,transportCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System MalformationsLikely benign C=0, T=59 C=0.0, T=1.0 0.00001 885.364 59 C=0/0, T=19/40

chr12:106903321 T/C T C SNV

LOC100287

944,POLR3B POLR3B:exonic:NM_018082.5, LOC100287944:intronic_nc:NR_040246.11

46.43

28 synonymous NM_018082.5, NR_040246.1c.3396T>C p.(=) -0.06 0.58(COSM3752870)RNA polymerase Rpb2, domain 2,RNA polymerase Rpb2, domain 3,RNA polymerase Rpb2, domain 4,RNA polymerase Rpb2, domain 5,RNA polymerase Rpb2, domain 6,RNA polymerase Rpb2, domain 7,RNA polymerase beta subunitrs13561 0.2741 YES 6.749E-1 (pos.106903321)acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinoma,neoplasmPolymerase III, RNA, subunit BDNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase III complex,RNA polymerase III activity,cytosol,defense response to virus,innate immune response,metal ion binding,nucleoplasm,positive regulation of innate immune response,positive regulation of interferon-beta production,positive regulation of type I interferon production,ribonucleoside binding,transcription from RNA polymerase III promoter,transcription, DNA-templatedIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsBenign/Likely benignT=15, C=13 T=0.5357, C=0.4643 0.00001 117.927 28 T=10/5, C=1/12

chr19:32954725 G/A G A SNV DPY19L3 DPY19L3:intronic:NM_001172774.1 1 45.45 intronic NM_001172774.1c.1446-50G>Ap.? -0.07 Q-cell neuroblast polarisationrs1544511 0.3774 YES 6.312E-1 (pos.32954725) DPY19-like 3 integral component of membrane,mannosyltransferase activity,nuclear inner membrane,protein C-linked glycosylation via 2'-alpha-mannosyl-L-tryptophanG=12, A=10 G=0.5455, A=0.4545 0.00001 81.7599 22 G=8/4, A=6/4

chr8:143808951 T/T C T SNV

LOC100288

181,THEM6 THEM6:exonic:NM_016647.2, LOC100288181:upstream:NR_038925.11
100

1 synonymous NR_038925.1, NM_016647.2c.187C>T p.(=) -0.13 0.25(COSM3750066)Thioesterase-like superfamilyrs2585138 0.4737 YES 4.955E-1 (pos.143808951)adenocarcinoma,neoplasm extracellular region C=0, T=38 C=0.0, T=1.0 0.00001 603.785 38 C=0/0, T=18/20



chr16:88808743 G/G A G SNV

LOC100289

580,LOC339

059,PIEZO1 LOC339059:upstream:NR_120387.1, PIEZO1:exonic:NM_001142864.3, LOC100289580:downstream:NR_103774.11

100

3 missense NM_001142864.3, NR_103774.1, NR_120387.1c.248T>C p.Ile83Thr 4.11 1 89 0 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs6500495 0.1189 YES 9.568E-1 (pos.88808743) PIEZO1 ion channelcation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,ion transmembrane transport,lamellipodium membrane,mechanically-gated ion channel activity,plasma membrane,positive regulation of cell-cell adhesion mediated by integrin,positive regulation of integrin activation,regulation of membrane potentialAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaBenign A=0, G=65 A=0.0, G=1.0 0.00001 996.401 65 A=0/0, G=26/39

chr19:33133936 C/C CG C INDEL ANKRD27 ANKRD27:intronic:NM_032139.2 1 100 intronic NM_032139.2c.782+93CG>Gp.? -3.1, -2.52 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Vacuolar sorting protein 9 (VPS9) domainrs3841621,rs758462615 YES GTPase activator activity,Rab GTPase binding,Rab guanyl-nucleotide exchange factor activity,SNARE binding,cytoplasmic vesicle membrane,cytosol,early endosome,early endosome to late endosome transport,endosome to melanosome transport,guanyl-nucleotide exchange factor activity,late endosome,lysosome,melanosome,membrane,negative regulation of SNARE complex assembly,neuron projection,neuron projection morphogenesis,plasma membrane,positive regulation of GTPase activity,positive regulation of dendrite morphogenesis,protein binding,protein transport,retrograde transport, endosome to plasma membrane,transport vesicle,tubular endosomeDepressive Disorder;Depressive Disorder, Major;Digestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte Disorders;Mental Disorders;Mood DisordersCG=0, C=53 CG=0.0, C=1.0 0.00001 781.868 53 CG=0/0, C=32/21

chr19:33149768 A/A G A SNV ANKRD27 ANKRD27:intronic:NM_032139.2 1 100 intronic NM_032139.2c.102+52C>Tp.? 1.24 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Vacuolar sorting protein 9 (VPS9) domainrs259251 0.3488 YES GTPase activator activity,Rab GTPase binding,Rab guanyl-nucleotide exchange factor activity,SNARE binding,cytoplasmic vesicle membrane,cytosol,early endosome,early endosome to late endosome transport,endosome to melanosome transport,guanyl-nucleotide exchange factor activity,late endosome,lysosome,melanosome,membrane,negative regulation of SNARE complex assembly,neuron projection,neuron projection morphogenesis,plasma membrane,positive regulation of GTPase activity,positive regulation of dendrite morphogenesis,protein binding,protein transport,retrograde transport, endosome to plasma membrane,transport vesicle,tubular endosomeDepressive Disorder;Depressive Disorder, Major;Digestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte Disorders;Mental Disorders;Mood DisordersG=0, A=66 G=0.0, A=1.0 0.00001 1015.4 66 G=0/0, A=30/36

chr19:44610665 G/G A G SNV

LOC100379

224,ZNF224 ZNF224:exonic:NM_013398.3, LOC100379224:exonic_nc:NR_033341.11
100

6 missense NM_013398.3, NR_033341.1c.352A>G p.Met118Val -1.46 0.58 21 0 0.03(COSM5427148)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers2068061 0.1295 YES 5.816E-1 (pos.44610665) acute_myeloid_leukaemiaZinc finger protein-224DNA binding transcription factor activity,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear membrane,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,transcriptional repressor complexA=0, G=85 A=0.0, G=1.0 0.00001 1390.52 85 A=0/0, G=37/48

chr19:44610798 T/T A T SNV

LOC100379

224,ZNF224 ZNF224:exonic:NM_013398.3, LOC100379224:exonic_nc:NR_033341.11
100

6 missense NM_013398.3, NR_033341.1c.485A>T p.His162Leu -1.08 0.58 99 0 0.09(COSM1394390)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers4239529 0.129 YES 6.051E-1 (pos.44610798) acute_myeloid_leukaemiaZinc finger protein-224DNA binding transcription factor activity,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear membrane,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,transcriptional repressor complexA=0, T=53 A=0.0, T=1.0 0.00001 782.029 53 A=0/0, T=26/27

chr19:44611420 G/G A G SNV

LOC100379

224,ZNF224 ZNF224:exonic:NM_013398.3, LOC100379224:exonic_nc:NR_033341.11
100

6 synonymous NM_013398.3, NR_033341.1c.1107A>G p.(=) -0.47 0.01(COSM5619137)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers4508518 0.1799 YES 5.379E-1;0.0 (pos.44611420)ductal_carcinomaZinc finger protein-224DNA binding transcription factor activity,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear membrane,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,transcriptional repressor complexA=0, G=61 A=0.0, G=1.0 0.00001 921.367 61 A=0/0, G=20/41

chr19:44612230 TG/TG T TG INDEL

LOC100379

224,ZNF224 ZNF224:exonic:NM_013398.3, LOC100379224:exonic_nc:NR_033341.11
100

6 frameshiftInsertion NM_013398.3, NR_033341.1c.1917_1918insGp.Lys640fs -0.03 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers766242445 5.779E-4 (pos.44612230) Zinc finger protein-224DNA binding transcription factor activity,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear membrane,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,transcriptional repressor complexT=0, TG=45 T=0.0, TG=1.0 0.00001 657.069 45 T=0/0, TG=22/23

chr6:75994151 G/G A G SNV

LOC100506

804,TMEM3

0A TMEM30A:exonic:NM_018247.3, LOC100506804:upstream:NR_040081.11

100

1 synonymous NM_018247.3, NR_040081.1c.204T>C p.(=) 0.86 0.18(COSM4161353)LEM3 (ligand-effect modulator 3) family / CDC50 familyrs240374 0.0884 YES 1.106E-1 (pos.75994151) ductal_carcinoma,neoplasmTransmembrane protein 30AGolgi apparatus,aminophospholipid transport,aminophospholipid transporter activity,apical plasma membrane,azurophil granule membrane,drug transmembrane transport,endoplasmic reticulum,integral component of membrane,membrane,neutrophil degranulation,phospholipid translocation,phospholipid transport,plasma membrane,positive regulation of neuron projection development,positive regulation of protein exit from endoplasmic reticulum,protein binding,protein localization to endosome,specific granule membrane,transport vesicle membraneAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, G=55 A=0.0, G=1.0 0.00001 814.907 55 A=0/0, G=24/31

chr19:33490685 C/C T C SNV RHPN2 RHPN2:intronic:NM_033103.4 1 100 intronic NM_033103.4c.1106-74A>Gp.? -1.77 BRO1-like domain,Hr1 repeatrs8109247 YES cytosol,perinuclear region of cytoplasm,signal transductionColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=0, C=39 T=0.0, C=1.0 0.00001 625.024 39 T=0/0, C=10/29

chr19:33620993 T/TCC T TCC INDEL GPATCH1 GPATCH1:intronic:NM_018025.2 2 47.62 intronic NM_018025.2c.2766-43T>TCCp.? 0.47 G-patch domain,Protein of unknown function (DUF1604)rs35506888,rs7757591700.3647 YES 6.429E-1;0.0 (pos.33620993) catalytic step 2 spliceosome,mRNA processing,mRNA splicing, via spliceosome,nucleic acid bindingT=11, TCC=10T=0.5238, TCC=0.4762 0.00001 81.9805 21 T=8/3, TCC=2/8

chr1:144912153 G/G A G SNV

LOC100996

724,NBPF19

,NBPF20,NB

PF9,PDE4DI

P LOC100996724:exonic_nc:NR_144516.1, NBPF19:intronic:NM_001351365.1, NBPF9:intronic:NM_001277444.1, NBPF20:intronic:NM_001278267.1, PDE4DIP:exonic:NM_001198834.31

100

15 missense NM_001278267.1, NM_001351365.1, NM_001277444.1, NR_144516.1, NM_001198834.3c.5357+87397A>G, c.4700+84225A>G, c.2583+84225A>G, c.2122T>Cp.?, p.?, p.?, p.Cys708Arg 2.04 180 0 Centrosomin N-terminal motif 1,Repeat of unknown function (DUF1220)rs1628172 0.2077 YES 9.281E-1 (pos.144912153) Neuroblastoma breakpoint family, member 19,Neuroblastoma breakpoint family, member 20,Neuroblastoma breakpoint family, member 9,Phosphodiesterase 4D-interacting proteinGolgi apparatus,cellular protein complex assembly,centrosome,cytoplasm,enzyme binding,microtubule organizing center,myofibril,nucleus,protein binding,protein complex scaffold activity,regulation of Golgi organizationA=0, G=87 A=0.0, G=1.0 0.00001 1431.39 87 A=0/0, G=42/45

chr22:38046695 A/A C A SNV

LOC101927

051,SH3BP1 SH3BP1:exonic:NM_018957.4, LOC101927051:exonic_nc:NR_109952.11
100

16 missense NM_018957.4, NR_109952.1c.1561C>A p.Pro521Thr -0.29 0.01 38 0.022 BAR domain,RhoGAP domainrs12170939 0.1548 YES 5.353E-2 (pos.38046695) SH3 domain-binding protein 1GTPase activator activity,SH3 domain binding,actin filament organization,adherens junction,bicellular tight junction,cell junction assembly,cell leading edge,cell migration,cytosol,establishment of epithelial cell apical/basal polarity,exocyst,filopodium assembly,lamellipodium,negative regulation of small GTPase mediated signal transduction,nucleus,phagocytic cup,phagocytosis, engulfment,positive regulation of GTPase activity,protein binding,regulation of actin cytoskeleton organization,regulation of actin filament depolymerization,regulation of blood vessel endothelial cell migration,semaphorin receptor binding,semaphorin-plexin signaling pathwayC=0, A=55 C=0.0, A=1.0 0.00001 814.854 55 C=0/0, A=28/27

chr19:33700445 T/T C T SNV

LRP3,SLC7A

10 LRP3:downstream:NM_002333.3, SLC7A10:intronic:NM_019849.2 1
100

intronic NM_002333.3, NM_019849.2c.*1964C>T, c.1264-54G>Ap.?, p.? -0.07 Amino acid permeasers2303093,rs766093223 YES 0.0 (pos.33700443) Low density lipoprotein receptor related protein 3,Solute carrier family 7 (cationic amino acid transporter, y+ system), member 10D-alanine transport,D-serine transport,L-serine transmembrane transporter activity,L-serine transport,amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,antiporter activity,clathrin-coated pit,integral component of membrane,integral component of plasma membrane,leukocyte migration,membrane,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membrane,receptor-mediated endocytosisC=0, T=21 C=0.0, T=1.0 0.00001 239.137 21 C=0/0, T=8/13

chr19:33702245 G/G A G SNV SLC7A10 SLC7A10:intronic:NM_019849.2 1 100 intronic NM_019849.2c.913-11T>Cp.? 3.25 Amino acid permeasers2241378 0.4648 YES 2.84E-1 (pos.33702245) Solute carrier family 7 (cationic amino acid transporter, y+ system), member 10D-alanine transport,D-serine transport,L-serine transmembrane transporter activity,L-serine transport,amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,antiporter activity,integral component of membrane,integral component of plasma membrane,leukocyte migration,membrane,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membraneA=0, G=35 A=0.0, G=1.0 0.00001 543.874 35 A=0/0, G=22/13

chr19:33703103 T/T C T SNV SLC7A10 SLC7A10:intronic:NM_019849.2 1 100 intronic NM_019849.2c.788+95G>Ap.? -2.98 Amino acid permeasers11669156 YES Solute carrier family 7 (cationic amino acid transporter, y+ system), member 10D-alanine transport,D-serine transport,L-serine transmembrane transporter activity,L-serine transport,amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,antiporter activity,integral component of membrane,integral component of plasma membrane,leukocyte migration,membrane,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membraneC=0, T=27 C=0.0, T=1.0 0.00001 389.987 27 C=0/0, T=17/10

chr19:33703570 C/T C T SNV SLC7A10 SLC7A10:intronic:NM_019849.2 1 50 intronic NM_019849.2c.509-25G>Ap.? -0.45 Amino acid permeasers56100350 0.024 YES 0.0 (pos.33703570) Solute carrier family 7 (cationic amino acid transporter, y+ system), member 10D-alanine transport,D-serine transport,L-serine transmembrane transporter activity,L-serine transport,amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,antiporter activity,integral component of membrane,integral component of plasma membrane,leukocyte migration,membrane,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membraneC=35, T=46 C=0.4321, T=0.5679 0.00001 623.816 92 C=33/2, T=32/14

chr15:22383482 G/G GA G INDEL

LOC101927

079,OR4N4 OR4N4:utr_3:NM_001005241.3, LOC101927079:exonic_nc:NR_110480.11
100

9 utr_3 NR_110480.1, NM_001005241.3c.1011delAp.? 1.33, 0.41 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs199664214,rs3841636,rs754405843YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityGA=0, G=48 GA=0.0, G=1.0 0.00001 810.435 48 GA=0/0, G=23/25

chr2:101591304 G/G A G SNV

LOC101927

142,NPAS2 LOC101927142:intronic_nc:NR_110213.1, NPAS2:exonic:NM_002518.31
100

13 missense NM_002518.3, NR_110213.1c.1180A>G p.Thr394Ala 0.56 0.84 58 0 0.01(COSM4132910),0.01(COSM4132911)Helix-loop-helix DNA-binding domain,PAS domain,PAS foldrs2305160 0.327 YES 8.45E-1 (pos.101591304) neoplasm,osteosarcomaNeuronal PAS domain protein 2DNA binding,DNA binding transcription factor activity,Hsp90 protein binding,cellular response to DNA damage stimulus,central nervous system development,circadian regulation of gene expression,circadian rhythm,core promoter binding,cytoplasm,cytosol,metal ion binding,negative regulation of cell death,nucleoplasm,nucleus,positive regulation of DNA repair,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,protein dimerization activity,regulation of lipid metabolic process,regulation of response to DNA damage stimulus,regulation of transcription, DNA-templated,response to redox state,transcription factor complex,transcription, DNA-templatedAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersA=0, G=49 A=0.0, G=1.0 0.00001 831.579 49 A=0/0, G=32/17

chr6:57012930 C/T C T SNV

LOC101927

211,ZNF451 ZNF451:exonic:NM_001031623.2, LOC101927211:intronic_nc:NR_110742.11
47.62

10 synonymous NM_001031623.2, NR_110742.1c.2047C>T p.(=) 0.05 0.45(COSM3762149),0.45(COSM3762150)rs3734738 0.227 YES 1.285E-1 (pos.57012930) adenocarcinomaZinc finger protein 451PML body,RNA polymerase II transcription corepressor activity,SUMO ligase activity,integral component of membrane,ligase activity,metal ion binding,negative regulation of histone H3-K9 acetylation,negative regulation of transcription initiation from RNA polymerase II promoter,negative regulation of transforming growth factor beta receptor signaling pathway,nucleic acid binding,nucleus,protein binding,protein sumoylation,transcription, DNA-templatedC=33, T=30 C=0.5238, T=0.4762 0.00001 292.226 63 C=14/19, T=12/18

chr12:124069213 C/C T C SNV

LOC101927

415,TMED2 LOC101927415:upstream:NR_110049.2, TMED2:exonic:NM_006815.31
100

1 synonymous NR_110049.2, NM_006815.3c.30T>C p.(=) -0.43 emp24/gp25L/p24 family/GOLDrs786446,rs8794125231.00E-04 1.0 (pos.124069213) COPI coating of Golgi vesicle,COPI-coated vesicle,COPI-coated vesicle membrane,COPII vesicle coating,ER to Golgi transport vesicle membrane,ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi cisterna membrane,Golgi membrane,Golgi organization,cargo loading into vesicle,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,endoplasmic reticulum-Golgi intermediate compartment membrane,heart looping,integral component of membrane,intracellular membrane-bounded organelle,intracellular protein transport,labyrinthine layer blood vessel development,maternal placenta development,multicellular organism growth,negative regulation of GTPase activity,neural tube closure,positive regulation of gene expression,post-anal tail morphogenesis,protein binding,protein localization to plasma membrane,retrograde vesicle-mediated transport, Golgi to ER,somite rostral/caudal axis specification,transport,transport vesicle,zymogen granule membraneAutoimmune Diseases;Cardiovascular Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Heart Diseases;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Myocardial Ischemia;Nephritis;Urologic Diseases;Vascular DiseasesT=0, C=70 T=0.0, C=1.0 0.00001 1092.06 70 T=0/0, C=28/42

chr19:35608148 T/T C T SNV FXYD3 FXYD3:intronic:NM_001136007.1 1 100 intronic NM_001136007.1c.-48-13C>Tp.? -1.08 ATP1G1/PLM/MAT8 familyrs1688021 0.4145 YES FXYD domain-containing ion transport regulator 3chloride channel activity,chloride transmembrane transport,chloride transport,extracellular exosome,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,plasma membrane,potassium ion transport,regulation of cardiac conduction,regulation of sodium ion transmembrane transporter activity,sodium channel regulator activity,sodium ion transportDigestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Neoplasms;Neoplasms by Site;Pancreatic Diseases;Pancreatic NeoplasmsC=0, T=21 C=0.0, T=1.0 0.00001 281.233 21 C=0/0, T=13/8

chr19:35612168 A/A T A SNV FXYD3 FXYD3:intronic:NM_001136007.1 1 100 intronic NM_001136007.1c.268+19T>Ap.? -0.06 0.01(COSM474568)ATP1G1/PLM/MAT8 familyrs1688016 0.3565 YES 2.406E-1 (pos.35612168) adenocarcinomaFXYD domain-containing ion transport regulator 3chloride channel activity,chloride transmembrane transport,chloride transport,extracellular exosome,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,plasma membrane,potassium ion transport,regulation of cardiac conduction,regulation of sodium ion transmembrane transporter activity,sodium channel regulator activity,sodium ion transportDigestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Neoplasms;Neoplasms by Site;Pancreatic Diseases;Pancreatic NeoplasmsT=0, A=21 T=0.0, A=1.0 0.00001 281.231 21 T=0/0, A=5/16

chr19:35614336 C/C T C SNV

FXYD3,MIR6

887 FXYD3:intronic:NM_001136007.1, MIR6887:downstream:NR_106947.11
100

intronic NM_001136007.1, NR_106947.1c.419-9T>C p.? 0.16 ATP1G1/PLM/MAT8 familyrs1672974 0.3898 YES 5.521E-1 (pos.35614336) FXYD domain-containing ion transport regulator 3chloride channel activity,chloride transmembrane transport,chloride transport,extracellular exosome,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,plasma membrane,potassium ion transport,regulation of cardiac conduction,regulation of sodium ion transmembrane transporter activity,sodium channel regulator activity,sodium ion transportDigestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Neoplasms;Neoplasms by Site;Pancreatic Diseases;Pancreatic NeoplasmsT=0, C=130 T=0.0, C=1.0 0.00001 2135.49 130 T=0/0, C=56/74

chr7:20180717 G/G C G SNV

LOC101927

668,MACC1,

MACC1-AS1 MACC1-AS1:upstream:NR_046756.1, LOC101927668:upstream:NR_110114.1, MACC1:exonic:NM_182762.31

100

7 missense NR_110114.1, NM_182762.3, NR_046756.1c.2411G>C p.Arg804Thr 3.2 0 71 0.999 0.96(COSM1180584)ZU5 domain rs3735615 0.4184 YES 8.501E-1 (pos.20180717) squamous_cell_carcinomaMetastasis-associated gene in colon cancer 1RNA polymerase II regulatory region sequence-specific DNA binding,cytoplasm,growth factor activity,mitochondrion,nucleus,positive regulation of cell division,positive regulation of transcription from RNA polymerase II promoter,regulation of receptor activity,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=0, G=25 C=0.0, G=1.0 0.00001 353.019 25 C=0/0, G=11/14

chr19:35617122 G/G A G SNV LGI4 LGI4:intronic:NM_139284.2 1 100 intronic NM_139284.2c.1299+52T>Cp.? -0.1 EPTP domain,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs937087 0.3398 YES 3.06E-1 (pos.35617122) Leucine-rich gene, glioma-inactivated, 4adult locomotory behavior,extracellular region,extracellular space,glial cell proliferation,myelination in peripheral nervous system,neuron maturation,regulation of myelinationA=0, G=23 A=0.0, G=1.0 0.00001 296.577 23 A=0/0, G=12/11

chr19:44500761 A/A G A SNV

LOC101928

063,ZNF155 ZNF155:exonic:NM_001260488.1, LOC101928063:downstream:NR_110727.11
100

6 missense NM_001260488.1, NR_110727.1c.785G>A p.Arg262His -2.88 0.27 29 0.001 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers386809623,rs448921 0.0081 YES 9.812E-1;1.156E-4 (pos.44500761) Zinc finger protein-155DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=55 G=0.0, A=1.0 0.00001 814.907 55 G=0/0, A=31/24

chr19:44501116 G/G A G SNV

LOC101928

063,ZNF155 ZNF155:exonic:NM_001260488.1, LOC101928063:exonic_nc:NR_110727.11
100

6 synonymous NM_001260488.1, NR_110727.1c.1140A>G p.(=) -1.24 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers388812 0.0066 YES 1.0 (pos.44501116) Zinc finger protein-155DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=141 A=0.0, G=1.0 0.00001 2362.68 141 A=0/0, G=58/83

chr19:35622492 C/T C T SNV LGI4 LGI4:intronic:NM_139284.2 1 95.45 intronic NM_139284.2c.459-33G>Ap.? -3.62 EPTP domain,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs1688001 0.3103 YES 4.099E-1 (pos.35622492) Leucine-rich gene, glioma-inactivated, 4adult locomotory behavior,extracellular region,extracellular space,glial cell proliferation,myelination in peripheral nervous system,neuron maturation,regulation of myelinationC=2, T=42 C=0.0455, T=0.9545 0.00001 663.774 44 C=0/2, T=15/27

chr19:35655151 C/C T C SNV FXYD5 FXYD5:intronic:NM_014164.5 1 100 intronic NM_014164.5c.382+3T>Cp.? -0.47 ATP1G1/PLM/MAT8 familyrs1672994 0.2188 YES 7.91E-1;0.0 (pos.35655151) FXYD domain-containing ion transport regulator 5actin binding,cadherin binding,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,membrane,microvillus assembly,negative regulation of calcium-dependent cell-cell adhesion,protein binding,regulation of sodium ion transmembrane transporter activity,sodium channel regulator activityT=0, C=51 T=0.0, C=1.0 0.00001 754.545 51 T=0/0, C=24/27

chr19:44501227 G/G A G SNV

LOC101928

063,ZNF155 ZNF155:exonic:NM_001260488.1, LOC101928063:exonic_nc:NR_110727.11
100

6 synonymous NM_001260488.1, NR_110727.1c.1251A>G p.(=) -5.96 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers388471 0.0067 YES 1.0 (pos.44501227) Zinc finger protein-155DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=85 A=0.0, G=1.0 0.00001 1385.96 85 A=0/0, G=37/48

chr6:128403745 G/G A G SNV

LOC101928

140,PTPRK LOC101928140:intronic_nc:NR_125849.1, PTPRK:exonic:NM_001135648.21
100

10 synonymous NM_001135648.2, NR_125849.1c.1614T>C p.(=) -0.14 Fibronectin type III domain,Immunoglobulin I-set domain,MAM domain, meprin/A5/mu,Protein-tyrosine phosphatasers17828130 0.3621 YES 5.704E-1 (pos.128403745) Protein-tyrosine phosphatase, receptor type, kappaadherens junction,axon,beta-catenin binding,cell adhesion,cell junction,cell migration,cell surface,cell-cell junction,cellular response to UV,cellular response to reactive oxygen species,dendrite,focal adhesion assembly,gamma-catenin binding,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,leading edge membrane,membrane,negative regulation of cell cycle,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of keratinocyte proliferation,negative regulation of transcription, DNA-templated,neuron projection development,neuronal cell body,peptidyl-tyrosine dephosphorylation,photoreceptor outer segment,plasma membrane,protein binding,protein dephosphorylation,protein kinase binding,protein localization to cell surface,protein tyrosine phosphatase activity,signal transduction,transforming growth factor beta receptor signaling pathway,transmembrane receptor protein tyrosine phosphatase activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, G=53 A=0.0, G=1.0 0.00001 782.018 53 A=0/0, G=26/27

chr6:169637763 G/C G C SNV

LOC101929

523,THBS2 LOC101929523:intronic_nc:NR_134621.1, THBS2:exonic:NM_003247.31
50

9 synonymous NR_134621.1, NM_003247.3c.1257C>G p.(=) 1.07 0.71(COSM450928)Calcium-binding EGF domain,EGF domain,EGF-like domain,Thrombospondin C-terminal region,Thrombospondin type 1 domain,Thrombospondin type 3 repeat,von Willebrand factor type C domainrs9766671 0.1862 YES 2.517E-1;0.0 (pos.169637763)adenocarcinoma,neoplasmThrombospondin 2basement membrane,calcium ion binding,cell adhesion,extracellular matrix,extracellular region,extracellular space,heparin binding,negative regulation of angiogenesis,platelet alpha granule,positive regulation of synapse assembly,protein bindingBone Diseases;Diabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Spinal DiseasesG=18, C=18 G=0.5, C=0.5 0.00001 185.875 36 G=10/8, C=12/6

chr2:167099158 G/G A G SNV

LOC101929

680,SCN9A SCN9A:exonic:NM_002977.3, LOC101929680:intronic_nc:NR_110260.11
100

19 missense NR_110260.1, NM_002977.3c.3448T>C p.Trp1150Arg 0.95 1 101 0 0.01(COSM5000611),0.01(COSM5000612)Cytoplasmic domain of voltage-gated Na+ ion channel,IQ calmodulin-binding motif,Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs6746030 0.1286 YES 9.543E-1 (pos.167099158)ductal_carcinomaSodium channel, voltage-gated, type IX, alpha subunitbehavioral response to pain,cell projection,inflammatory response,integral component of plasma membrane,membrane depolarization during action potential,neuronal action potential,post-embryonic development,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,response to toxic substance,sensory perception of pain,sodium ion binding,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Charcot-Marie-Tooth Disease;Chronic Pain;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsy;Epilepsy, Generalized;Erythromelalgia;Genetic Diseases, Inborn;Hereditary Sensory and Autonomic Neuropathies;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neuralgia;Neuralgia, Postherpetic;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Pain;Pain Insensitivity, Congenital;Peripheral Nervous System Diseases;Peripheral Vascular Diseases;Polyneuropathies;Pruritus;Seizures, Febrile;Skin Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesBrivaracetam,Lacosamide,Lidocaine,Ranolazine,Rufinamide,Valproic Acid,ZonisamideBenign A=0, G=56 A=0.0, G=1.0 0.00001 832.1 56 A=0/0, G=17/39

chr19:35835582 A/A G A SNV

CD22,MIR5

196 MIR5196:upstream:NR_049828.1, CD22:intronic:NM_001771.3 1
100

intronic NM_001771.3, NR_049828.1c.2036-150G>Ap.? -0.9 CD80-like C2-set immunoglobulin domain,Immunoglobulin C1-set domain,Immunoglobulin I-set domain,Immunoglobulin domainrs3746250 YES CD22 antigencarbohydrate binding,cell adhesion,extracellular exosome,integral component of membrane,plasma membrane,protein bindingEpratuzumab G=0, A=65 G=0.0, A=1.0 0.00001 996.461 65 G=0/0, A=16/49

chr19:35835940 C/T C T SNV

CD22,MIR5

196 MIR5196:upstream:NR_049828.1, CD22:intronic:NM_001771.3 1
57.14

intronic NM_001771.3, NR_049828.1c.2133-14C>Tp.? -1.75 CD80-like C2-set immunoglobulin domain,Immunoglobulin C1-set domain,Immunoglobulin I-set domain,Immunoglobulin domainrs45453699 0.2683 YES 2.665E-1 (pos.35835940) CD22 antigencarbohydrate binding,cell adhesion,extracellular exosome,integral component of membrane,plasma membrane,protein bindingEpratuzumab C=9, T=12 C=0.4286, T=0.5714 0.00001 108.879 21 C=7/2, T=11/1

chr2:167145142 G/G A G SNV

LOC101929

680,SCN9A SCN9A:exonic:NM_002977.3, LOC101929680:intronic_nc:NR_110260.11
100

10 synonymous NR_110260.1, NM_002977.3c.1119T>C p.(=) 1.61 0.9(COSM4001297),0.9(COSM4001298)Cytoplasmic domain of voltage-gated Na+ ion channel,IQ calmodulin-binding motif,Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs13414203 0.3879 YES 3.228E-1 (pos.167145142)acute_myeloid_leukaemiaSodium channel, voltage-gated, type IX, alpha subunitbehavioral response to pain,cell projection,inflammatory response,integral component of plasma membrane,membrane depolarization during action potential,neuronal action potential,post-embryonic development,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,response to toxic substance,sensory perception of pain,sodium ion binding,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Charcot-Marie-Tooth Disease;Chronic Pain;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsy;Epilepsy, Generalized;Erythromelalgia;Genetic Diseases, Inborn;Hereditary Sensory and Autonomic Neuropathies;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neuralgia;Neuralgia, Postherpetic;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Pain;Pain Insensitivity, Congenital;Peripheral Nervous System Diseases;Peripheral Vascular Diseases;Polyneuropathies;Pruritus;Seizures, Febrile;Skin Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesBrivaracetam,Lacosamide,Lidocaine,Ranolazine,Rufinamide,Valproic Acid,ZonisamideBenign/Likely benignA=0, G=40 A=0.0, G=1.0 0.00001 644.261 40 A=0/0, G=26/14

chr14:21467913 G/G T G SNV

LOC101929

718,SLC39A

2 LOC101929718:upstream:NR_110139.1, SLC39A2:exonic:NM_014579.31

100

2 missense NR_110139.1, NM_014579.3c.128T>G p.Leu43Arg 0.39 1 102 0 0(COSM5425313)ZIP Zinc transporterrs2234632,rs766129919 0.3248 YES 0.0;0.0 (pos.21467911),7.295E-1;0.0 (pos.21467913)acute_myeloid_leukaemiaSolute carrier family 39 (zinc transporter), member 2cytoplasmic vesicle,integral component of plasma membrane,plasma membrane,zinc II ion transmembrane transport,zinc II ion transport,zinc ion transmembrane transporter activityT=0, G=74 T=0.0, G=1.0 0.00001 1170.09 74 T=0/0, G=36/38

chr19:35978458 A/A G A SNV KRTDAP KRTDAP:intronic:NM_207392.2 1 100 intronic NM_207392.2c.262-90C>Tp.? -0.37 Keratinocyte differentiation-associatedrs17638216 YES biological_process,cell differentiation,extracellular space,lamellar body,molecular_functionG=0, A=49 G=0.0, A=1.0 0.00001 831.625 49 G=0/0, A=18/31

chr19:35979862 G/G A G SNV KRTDAP KRTDAP:intronic:NM_207392.2 1 100 intronic NM_207392.2c.88-120T>Cp.? -3.88 Keratinocyte differentiation-associatedrs1006767 YES biological_process,cell differentiation,extracellular space,lamellar body,molecular_functionA=0, G=100 A=0.0, G=1.0 0.00001 1565.98 100 A=0/0, G=51/49

chr19:35991373 T/T C T SNV DMKN DMKN:intronic:NM_033317.4 1 100 intronic NM_033317.4c.1287+62G>Ap.? 0.29 rs2293695 0.4956 YES 6.837E-1 (pos.35991373) Dermokine cornified envelope assembly,extracellular exosome,extracellular region,protein bindingC=0, T=24 C=0.0, T=1.0 0.00001 340.084 24 C=0/0, T=14/10

chr14:64988924 C/C T C SNV

LOC102723

809,ZBTB1 ZBTB1:exonic:NM_001123329.1, LOC102723809:intronic_nc:NR_110550.11
100

2 synonymous NM_001123329.1, NR_110550.1c.702T>C p.(=) -0.07 0.61(COSM1717712),0.61(COSM1717713)BTB/POZ domainrs10133411 0.219 YES 1.972E-1 (pos.64988924) adrenal_cortical_adenoma,diffuse_large_B_cell_lymphomaZinc finger- and BTB domain-containing protein 1B cell differentiation,DNA binding,DNA repair,K63-linked polyubiquitin modification-dependent protein binding,T cell differentiation in thymus,cellular response to DNA damage stimulus,cellular response to UV,chromatin remodeling,innate immune response,mRNA transcription from RNA polymerase II promoter,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nuclear membrane,nucleoplasm,nucleus,positive regulation of T cell differentiation,positive regulation of T cell mediated immunity,positive regulation of natural killer cell differentiation,positive regulation of pro-T cell differentiation,protein binding,protein heterodimerization activity,protein homodimerization activity,protein homooligomerization,thymus development,translesion synthesisT=0, C=30 T=0.0, C=1.0 0.00001 446.629 30 T=0/0, C=8/22

chr2:166892788 C/T C T SNV

LOC102724

058,SCN1A LOC102724058:exonic_nc:NR_110598.1, SCN1A:exonic:NM_006920.51
50

19 missense NR_110598.1, NM_006920.5c.3166G>A p.Ala1056Thr -0.56 0.83 58 0 0.01(COSM3757723),0.01(COSM3757724),0.01(COSM3757725)Cytoplasmic domain of voltage-gated Na+ ion channel,IQ calmodulin-binding motif,Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs2298771 0.3245 YES 8.979E-1 (pos.166892788)adenocarcinomaSodium channel, voltage-gated, type I, alpha polypeptideT-tubule,Z disc,adult walking behavior,axon initial segment,cardiac muscle cell action potential involved in contraction,detection of mechanical stimulus involved in sensory perception of pain,intercalated disc,membrane depolarization during action potential,neuromuscular process controlling posture,neuronal action potential,neuronal action potential propagation,neuronal cell body,node of Ranvier,nuclear body,nucleoplasm,plasma membrane,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexBrain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsies, Myoclonic;Epilepsy;Epilepsy, Generalized;Genetic Diseases, Inborn;Headache Disorders;Headache Disorders, Primary;Lennox Gastaut Syndrome;Mental Disorders;Migraine Disorders;Movement Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Seizures, FebrileBrivaracetam,Dronedarone,Nitrazepam,Permethrin,Phenacemide,Phenazopyridine,Phenytoin,Tetrodotoxin,Topiramate,Valproic Acid,ZonisamideBenign/Likely benignC=53, T=53 C=0.5, T=0.5 0.00001 540.551 106 C=29/24, T=31/22

chr21:44837551 AGGGA/AGGGAGGGGG AGGGA MNV

LOC102724

428,SIK1 LOC102724428:exonic:NM_001320643.2, SIK1:exonic:NM_173354.4 5
100

13 missense NM_001320643.2, NM_173354.4c.1844_1848delCCCCCinsTCCCT, c.1844_1848delCCCCCinsTCCCTp.Ala615Val, p.Ala615Val-0.2, 5.29, 1.05, -0.69, 5.720.05, 0.05 64.0, 64.0 0.281, 0.281 0.4(COSM3758921)Kinase-like,Protein kinase domain,Protein tyrosine kinasers430552,rs430554,rs7780739190.1946 YES 0.0;0.0 (pos.44837554),8.961E-1 (pos.44837551),9.072E-1 (pos.44837555)adenocarcinoma,hepatocellular_carcinomaSalt-inducible kinase 114-3-3 protein binding,ATP binding,cAMP response element binding protein binding,cardiac muscle cell differentiation,cell cycle,cellular response to hormone stimulus,cytoplasm,entrainment of circadian clock by photoperiod,intracellular signal transduction,magnesium ion binding,negative regulation of CREB transcription factor activity,negative regulation of gluconeogenesis,negative regulation of triglyceride biosynthetic process,nucleus,positive regulation of anoikis,protein autophosphorylation,protein binding,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of cell differentiation,regulation of mitotic cell cycle,regulation of myotube differentiation,regulation of sodium ion transport,rhythmic processArthritis;Arthritis, Juvenile;Autoimmune Diseases;Brain Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Central Nervous System Diseases;Connective Tissue Diseases;Epilepsy;Epilepsy, Generalized;Heart Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Nervous System Diseases;Rheumatic Diseases;Skin and Connective Tissue Diseases;Spasms, InfantileDabrafenib GGGGG=0, AGGGA=66GGGGG=0.0, AGGGA=1.0 0.00001 1009.45 66 GGGGG=0/0, AGGGA=43/23

chr20:1099523 G/G T G SNV

LOC105372

493,PSMF1 PSMF1:exonic:NM_006814.4, LOC105372493:upstream:NR_136535.11
100

1 missense NR_136535.1, NM_006814.4c.107T>G p.Phe36Cys -0.12 0.03 205 0 0.03(COSM3758429),0.03(COSM3758430)PI31 proteasome regulator,PI31 proteasome regulator N-terminalrs1803415 0.1708 YES 4.701E-1 (pos.1099523) acute_myeloid_leukaemia,adenocarcinoma,neoplasmFc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,endopeptidase inhibitor activity,endoplasmic reticulum,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of endopeptidase activity,negative regulation of proteasomal protein catabolic process,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nucleoplasm,perinuclear region of cytoplasm,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteT=0, G=20 T=0.0, G=1.0 0.00001 263.786 20 T=0/0, G=9/11

chr19:36642310 C/C T C SNV COX7A1 COX7A1:intronic:NM_001864.3 1 100 intronic NM_001864.3c.187+54A>Gp.? -0.23 Cytochrome c oxidase subunit VIIrs2008683 0.0179 Cytochrome c oxidase, subunit VIIa, polypeptide-1, musclecytochrome-c oxidase activity,electron transport chain,generation of precursor metabolites and energy,hydrogen ion transmembrane transport,integral component of membrane,mitochondrial respiratory chain,mitochondrionCholic Acid,N-FormylmethionineT=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=9/18

chr2:128321770 G/A G A SNV

LOC105373

609,MYO7B MYO7B:exonic:NM_001080527.1, LOC105373609:intronic_nc:NR_132317.11
58.33

3 missense NM_001080527.1, NR_132317.1c.61G>A p.Gly21Ser 0.45 56 0.027 0.09(COSM4999950),0.09(COSM4999951)FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain),Variant SH3 domainrs2404991 0.4992 YES 6.185E-1 (pos.128321770)ductal_carcinomaMyosin VIIb ATP binding,actin binding,apical cytoplasm,brush border,brush border assembly,cell differentiation,cytoskeleton,extracellular exosome,microvillus,motor activity,myosin complex,protein bindingG=25, A=35 G=0.4167, A=0.5833 0.00001 370.434 60 G=13/12, A=15/20

chr19:36940965 A/G A G SNV ZNF566 ZNF566:intronic:NM_001145343.1 1 46.43 intronic NM_001145343.1c.236-62T>Cp.? 0.01 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2912441 YES DNA binding,integral component of membrane,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=15, G=13 A=0.5357, G=0.4643 0.00001 117.924 28 A=10/5, G=6/7

chr1:46521517 A/A G A SNV

LOC110117

498-

PIK3R3,PIK3

R3 LOC110117498-PIK3R3:exonic:NM_001303427.1, PIK3R3:exonic:NM_003629.31

100

7 synonymous NM_003629.3, NM_001303427.1c.891C>T, c.1029C>Tp.(=), p.(=) 1.08 0.53(COSM3746987),0.87(COSM3677711)Phosphatidylinositol 3-kinase regulatory subunit P85 inter-SH2 domain,SH2 domainrs785468 0.2923 YES 6.729E-1 (pos.46521517) acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinomaPhosphatidylinositol 3-kinase, regulatory, 31-phosphatidylinositol-3-kinase activity,1-phosphatidylinositol-3-kinase regulator activity,cytosol,insulin receptor signaling pathway,phosphatidylinositol 3-kinase complex,phosphatidylinositol 3-kinase regulator activity,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphotyrosine residue binding,positive regulation of glucose import in response to insulin stimulus,protein binding,regulation of phosphatidylinositol 3-kinase activityIsoprenaline,SF1126 G=0, A=77 G=0.0, A=1.0 0.00001 1229.44 77 G=0/0, A=50/27

chr1:46521559 T/T A T SNV

LOC110117

498-

PIK3R3,PIK3

R3 LOC110117498-PIK3R3:exonic:NM_001303427.1, PIK3R3:exonic:NM_003629.31

100

7 missense NM_003629.3, NM_001303427.1c.849T>A, c.987T>Ap.Asn283Lys, p.Asn329Lys 1.16 1.0, 1.0 94.0, 94.0 0.0, 0.0 0.38(COSM3735974)Phosphatidylinositol 3-kinase regulatory subunit P85 inter-SH2 domain,SH2 domainrs785467 0.2919 YES 6.723E-1 (pos.46521559) adenocarcinoma,malignant_melanomaPhosphatidylinositol 3-kinase, regulatory, 31-phosphatidylinositol-3-kinase activity,1-phosphatidylinositol-3-kinase regulator activity,cytosol,insulin receptor signaling pathway,phosphatidylinositol 3-kinase complex,phosphatidylinositol 3-kinase regulator activity,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphotyrosine residue binding,positive regulation of glucose import in response to insulin stimulus,protein binding,regulation of phosphatidylinositol 3-kinase activityIsoprenaline,SF1126 A=0, T=78 A=0.0, T=1.0 0.00001 1249.34 78 A=0/0, T=50/28

chr8:22960704 C/C G C SNV

LOC254896,

TNFRSF10C LOC254896:exonic_nc:NR_046173.1, TNFRSF10C:intronic:NM_003841.41
100

4 exonic_nc NR_046173.1, NM_003841.4c.60+10G>Cp.? -1.51 TNFR/NGFR cysteine-rich regionrs6557616 0.2245 YES 8.005E-1;0.0 (pos.22960704) Tumor necrosis factor receptor superfamily, member 10CTRAIL binding,anchored component of membrane,apoptotic signaling pathway,immune response,inflammatory response,integral component of plasma membrane,multicellular organism development,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,plasma membrane,regulation of apoptotic process,regulation of cell proliferation,response to lipopolysaccharide,signal transduction,transmembrane signaling receptor activity,tumor necrosis factor-activated receptor activity,tumor necrosis factor-mediated signaling pathwayArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=0, C=58 G=0.0, C=1.0 0.00001 841.103 58 G=0/0, C=39/19

chr2:95537572 T/T C T SNV

LOC442028,

TEKT4 TEKT4:exonic:NM_144705.3, LOC442028:intronic_nc:NR_037597.1 1
100

1 missense NR_037597.1, NM_144705.3c.248C>T p.Thr83Met 3.63 0 81 0.973 0.74(COSM3749681),0.74(COSM5826188)Tektin family rs4854235 0.2952 YES 5.586E-1 (pos.95537572) adenocarcinoma,neoplasm cilium assembly,cilium movement involved in cell motility,cytoplasm,flagellated sperm motility,microtubule,nucleus,protein binding,sperm flagellumC=0, T=51 C=0.0, T=1.0 0.00001 754.584 51 C=0/0, T=37/14

chr19:37399412 T/T C T SNV ZNF829 ZNF829:intronic:NM_001171979.1 1 100 intronic NM_001171979.1c.340-51G>Ap.? -0.18 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers10418144 0.0987 YES 1.71E-1 (pos.37399412) DNA binding,DNA binding transcription factor activity,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=35 C=0.0, T=1.0 0.00001 543.902 35 C=0/0, T=11/24

chr19:37441111 T/T C T SNV ZNF568 ZNF568:intronic:NM_001204838.1 1 100 intronic NM_001204838.1c.358+12967C>Tp.? 0.2 0.01(COSM4000694)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers571294 0.4262 YES 3.732E-1 (pos.37441111) acute_myeloid_leukaemia,squamous_cell_carcinomaZinc finger protein 568DNA binding transcription factor activity,embryonic placenta morphogenesis,in utero embryonic development,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedC=0, T=34 C=0.0, T=1.0 0.00001 524.186 34 C=0/0, T=9/25

chr19:37441462 C/C T C SNV ZNF568 ZNF568:intronic:NM_001204838.1 1 100 intronic NM_001204838.1c.358+13318T>Cp.? -4.72 0.04(COSM4000695),0.04(COSM5427212)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers546589 0.428 YES 3.177E-1 (pos.37441462) acute_myeloid_leukaemiaZinc finger protein 568DNA binding transcription factor activity,embryonic placenta morphogenesis,in utero embryonic development,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedT=0, C=119 T=0.0, C=1.0 0.00001 1899.78 119 T=0/0, C=71/48

chr19:374453 T/C T C SNV THEG THEG:intronic:NM_016585.4 1 50 intronic NM_016585.4c.309-32A>Gp.? -2.43 Testicular haploid expressed repeatrs3815960 0.2175 YES 5.331E-1 (pos.374453) Testicular haploid expressed gene, mouse, homolog ofcell differentiation,chaperone-mediated protein complex assembly,multicellular organism development,nucleus,protein binding,spermatogenesisT=20, C=20 T=0.5, C=0.5 0.00001 214.33 40 T=10/10, C=10/10

chr19:374492 G/C G C SNV THEG THEG:intronic:NM_016585.4 1 47.37 intronic NM_016585.4c.309-71C>Gp.? -0.73 Testicular haploid expressed repeatrs10410345 YES 7.677E-1;0.0 (pos.374492) Testicular haploid expressed gene, mouse, homolog ofcell differentiation,chaperone-mediated protein complex assembly,multicellular organism development,nucleus,protein binding,spermatogenesisG=20, C=18 G=0.5263, C=0.4737 0.00001 184.534 38 G=10/10, C=8/10

chr2:95537622 G/G A G SNV

LOC442028,

TEKT4 TEKT4:exonic:NM_144705.3, LOC442028:intronic_nc:NR_037597.1 1
100

1 missense NR_037597.1, NM_144705.3c.298A>G p.Ser100Gly 0.39 0.15 56 0 0.04(COSM3749682),0.04(COSM5826189)Tektin family rs11164112 0.3656 YES 5.668E-1 (pos.95537622) adenocarcinoma,ductal_carcinoma,neoplasm,squamous_cell_carcinomacilium assembly,cilium movement involved in cell motility,cytoplasm,flagellated sperm motility,microtubule,nucleus,protein binding,sperm flagellumA=0, G=55 A=0.0, G=1.0 0.00001 814.772 55 A=0/0, G=39/16

chr2:100916306 A/G A G SNV LONRF2 LONRF2:exonic:NM_198461.3 1 97.3 5 synonymous NM_198461.3c.1140T>C p.(=) 0.9 ATP-dependent protease La (LON) substrate-binding domain,RING-type zinc-finger,Tetratricopeptide repeat,Zinc finger, C3HC4 type (RING finger)rs2033748 0.3555 YES 9.571E-1 (pos.100916306) intracellular,metal ion binding,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,protein polyubiquitination,ubiquitin conjugating enzyme binding,ubiquitin protein ligase activityA=1, G=36 A=0.027, G=0.973 0.00001 551.778 37 A=1/0, G=18/18

chr8:23167353 G/G T G SNV LOXL2 LOXL2:exonic:NM_002318.2 1 100 10 missense NM_002318.2c.1708A>C p.Met570Leu 0.01 0.49 15 0 Lysyl oxidase,Scavenger receptor cysteine-rich domainrs1063582 0.2283 YES 7.429E-1 (pos.23167353) Lysyl oxidase-like 2aging,basement membrane,cell adhesion,cellular protein modification process,chromosome,collagen fibril organization,copper ion binding,covalent chromatin modification,electron transfer activity,electron transport chain,endothelial cell migration,endothelial cell proliferation,epithelial to mesenchymal transition,extracellular matrix,extracellular space,membrane,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,oligosaccharide binding,positive regulation of chondrocyte differentiation,protein binding,protein-lysine 6-oxidase activity,receptor-mediated endocytosis,response to copper ion,response to hypoxia,scavenger receptor activity,sprouting angiogenesis,transcription, DNA-templatedBasal Ganglia Diseases;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Breast Diseases;Breast Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Squamous Cell;Cell Transformation, Neoplastic;Central Nervous System Diseases;Cholestasis;Cholestasis, Intrahepatic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Head and Neck Neoplasms;Hepatitis;Hepatitis B;Hepatitis C;Hepatitis, Viral, Human;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Movement Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic ProT=0, G=30 T=0.0, G=1.0 0.00001 446.639 30 T=0/0, G=10/20

chr3:188590446 G/G A G SNV LPP LPP:exonic:NM_005578.4 1 100 10 synonymous NM_005578.4c.1605A>G p.(=) -0.11 0.57(COSM4157499)LIM domain rs1136644 0.493 YES 4.56E-1 (pos.188590446) neoplasm Lipoma-preferred-partner genebiological_process,cell adhesion,cytosol,focal adhesion,metal ion binding,nucleus,plasma membrane,protein bindingArthritis;Arthritis, Juvenile;Autoimmune Diseases;Celiac Disease;Connective Tissue Diseases;Digestive System Diseases;Gastrointestinal Diseases;Hemic and Lymphatic Diseases;Hypopigmentation;Immune System Diseases;Immunoproliferative Disorders;Intestinal Diseases;Joint Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Lymphatic Diseases;Lymphoma;Lymphoma, Follicular;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Malabsorption Syndromes;Metabolic Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Nutritional and Metabolic Diseases;Pigmentation Disorders;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoA=0, G=47 A=0.0, G=1.0 0.00001 789.328 47 A=0/0, G=24/23

chr14:42360633 C/C T C SNV LRFN5 LRFN5:exonic:NM_152447.4 1 100 4 synonymous NM_152447.4c.1566T>C p.(=) 0.55 Immunoglobulin I-set domain,Immunoglobulin domain,Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeats (6 copies)rs6572117 0.292 YES 7.476E-1 (pos.42360633) Leucine-rich repeat and fibronectin type III domain-containing protein 5axonogenesis,cell surface,extracellular space,integral component of membrane,proteinaceous extracellular matrixT=0, C=36 T=0.0, C=1.0 0.00001 563.745 36 T=0/0, C=16/20

chr7:133848257 G/T G T SNV LRGUK LRGUK:exonic:NM_144648.2 1 50 7 missense NM_144648.2c.904G>T p.Asp302Tyr 1.52 0.5 160 0.902 0.16(COSM3736430)Guanylate kinase,Leucine Rich repeats (2 copies),Leucine-rich repeatrs17167553 0.1014 YES 3.168E-1 (pos.133848257)acute_myeloid_leukaemia,carcinoma,malignant_melanoma,neoplasmLeucine-rich repeats- and guanylate kinase domain-containing proteinATP binding,acrosomal vesicle,axoneme assembly,cell differentiation,cell projection,kinase activity,manchette,phosphorylation,spermatogenesisG=15, T=15 G=0.5, T=0.5 0.00001 144.994 30 G=7/8, T=8/7

chr3:66433676 A/G A G SNV LRIG1 LRIG1:exonic:NM_015541.2 1 59.09 15 synonymous NM_015541.2c.2221T>C p.(=) 7.53 0.97(COSM4158303)Immunoglobulin I-set domain,Immunoglobulin domain,Leucine Rich repeats (2 copies),Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs900171 0.4386 YES 8.243E-1 (pos.66433676) ductal_carcinoma,neoplasmLeucine-rich repeats- and immunoglobulin-like domains-containing protein 1hair cycle process,innervation,integral component of membrane,otolith morphogenesis,plasma membrane,sensory perception of soundBenign A=9, G=13 A=0.4091, G=0.5909 0.00001 122.568 22 A=6/3, G=7/6

chr1:113657092 C/C A C SNV LRIG2 LRIG2:exonic:NM_014813.2 1 100 15 synonymous NM_014813.2c.2124A>C p.(=) -0.48 Immunoglobulin I-set domain,Immunoglobulin domain,Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs1216793 0.0133 YES 9.677E-1 (pos.113657092) Leucine-rich repeats- and immunoglobulin-like domains-containing protein 2cytoplasm,growth cone,innervation,integral component of membrane,intracellular vesicle,negative regulation of axon regeneration,negative regulation of membrane protein ectodomain proteolysis,neuronal cell body,plasma membrane,positive regulation of protein localization to cell surface,receptor binding,regulation of neuron migration,regulation of platelet-derived growth factor receptor signaling pathway,sensory perception of soundFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Urologic DiseasesA=0, C=40 A=0.0, C=1.0 0.00001 644.286 40 A=0/0, C=16/24

chr4:110791413 C/T C T SNV LRIT3 LRIT3:exonic:NM_198506.4 1 50 4 missense NM_198506.4c.1508C>T p.Thr503Met -0.36 0.09 81 0.004 0.03(COSM3760335),0.03(COSM3760336),0.03(COSM3760337)Immunoglobulin I-set domain,Immunoglobulin domain,Leucine Rich Repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Leucine rich repeats (6 copies)rs2347132 0.1378 YES 2.821E-1 (pos.110791413)acute_myeloid_leukaemia,adenocarcinoma,carcinomaLeucine-rich repeat, immunoglobulin-like, and transmembrane domains-containing protein 3dendrite,endoplasmic reticulum membrane,integral component of membrane,perikaryon,regulation of fibroblast growth factor receptor signaling pathway,response to stimulus,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Vision DisordersBenign C=18, T=18 C=0.5, T=0.5 0.00001 185.884 36 C=12/6, T=11/7

chr19:38027715 GT/GT G GT INDEL ZNF793 ZNF793:intronic:NM_001013659.2 1 100 intronic NM_001013659.2c.239-84G>GTp.? -0.23 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers34919776,rs398034519 YES DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, GT=35 G=0.0, GT=1.0 0.00001 516.204 35 G=0/0, GT=22/13

chr12:25242595 G/G C G SNV LRMP LRMP:exonic:NM_001204126.1 1 100 10 missense NM_001204126.1c.421C>G p.Leu141Val 0.93 0.21 32 0.009 0.77(COSM4146956)MRVI1 proteinrs7969931 0.2365 YES 8.797E-1;0.0 (pos.25242595)neoplasm Lymphoid-restricted membrane proteinazurophil granule membrane,chromosome,endoplasmic reticulum membrane,integral component of membrane,integral component of plasma membrane,membrane,microtubule organizing center,neutrophil degranulation,nuclear envelope,plasma membrane,single fertilization,spindle pole,vesicle fusion,vesicle targetingC=0, G=45 C=0.0, G=1.0 0.00001 747.375 45 C=0/0, G=16/29

chr12:57593100 CA/CA C CA INDEL LRP1 LRP1:exonic:NM_002332.2 1 100 61 frameshiftInsertion NM_002332.2c.9782_9783insAp.Thr3263fs 2.04 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs753856435 0.0 (pos.57593100) Low density lipoprotein-related protein-1 (alpha-2-macroglobulin receptor)RNA binding,aging,alpha-2 macroglobulin receptor activity,amyloid-beta clearance,aorta morphogenesis,apolipoprotein binding,apolipoprotein receptor activity,apoptotic cell clearance,astrocyte activation involved in immune response,basolateral plasma membrane,calcium ion binding,cell proliferation,cellular response to amyloid-beta,cerebral cortex development,clathrin heavy chain binding,clathrin-coated pit,clathrin-coated vesicle,cytosol,dendrite,early endosome,endocytic vesicle membrane,focal adhesion,heparan sulfate proteoglycan binding,integral component of membrane,integral component of plasma membrane,lipid metabolic process,lipoprotein metabolic process,lipoprotein particle receptor binding,lipoprotein transport,lipoprotein transporter activity,low-density lipoprotein receptor activity,lysosomal membrane,membrane,negative regulation of Wnt signaling pathway,negative regulation of neuron apoptotic process,negative regulation of neuron projection development,negative regulation of platelet-derived growth fAlzheimer Disease;Aneurysm;Aortic Aneurysm;Aortic Aneurysm, Abdominal;Aortic Diseases;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Headache Disorders;Headache Disorders, Primary;Mental Disorders;Migraine Disorders;Migraine without Aura;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Tauopathies;Vascular DiseasesAntihemophilic factor, human recombinant,Coagulation Factor IX (Recombinant),Coagulation Factor IX Human,TenecteplaseC=0, CA=51 C=0.0, CA=1.0 0.00001 635.587 51 C=0/0, CA=30/21

chr2:141130695 T/T C T SNV LRP1B LRP1B:exonic:NM_018557.2 1 100 69 synonymous NM_018557.2c.10650G>Ap.(=) 0.49 0.09(COSM3757649)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),EGF-like domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs16843864 0.1293 YES 1.414E-2 (pos.141130695)adenocarcinoma,haemangioblastoma,neoplasmcalcium ion binding,integral component of membrane,protein transport,receptor complex,receptor-mediated endocytosisAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, T=58 C=0.0, T=1.0 0.00001 871.934 58 C=0/0, T=36/22

chr19:3819275 T/T A T SNV

MIR1268A,Z

FR2 MIR1268A:intronic_nc:NR_031672.1, ZFR2:intronic:NM_015174.1 1
100

intronic NR_031672.1, NM_015174.1c.1741-42T>Ap.? -2.89 DZF domain,Zinc-finger of C2H2 typers2301840 0.4326 YES 8.066E-1 (pos.3819275) nucleic acid binding,zinc ion binding A=0, T=36 A=0.0, T=1.0 0.00001 563.54 36 A=0/0, T=33/3

chr19:3819403 G/G A G SNV

MIR1268A,Z

FR2 MIR1268A:intronic_nc:NR_031672.1, ZFR2:intronic:NM_015174.1 1
100

intronic NR_031672.1, NM_015174.1c.1741-170T>Cp.? -0.2 DZF domain,Zinc-finger of C2H2 typers2301841 YES nucleic acid binding,zinc ion binding A=0, G=25 A=0.0, G=1.0 0.00001 352.993 25 A=0/0, G=9/16

chr2:141274576 C/C T C SNV LRP1B LRP1B:exonic:NM_018557.2 1 100 50 synonymous NM_018557.2c.8031A>G p.(=) 2.95 0.94(COSM4001201)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),EGF-like domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs4954672 0.2271 YES 4.041E-1 (pos.141274576)acute_myeloid_leukaemia,carcinoma,squamous_cell_carcinomacalcium ion binding,integral component of membrane,protein transport,receptor complex,receptor-mediated endocytosisAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=52 T=0.0, C=1.0 0.00001 767.015 52 T=0/0, C=32/20

chr19:3820293 G/G A G SNV

MIR1268A,Z

FR2 MIR1268A:intronic_nc:NR_031672.1, ZFR2:intronic:NM_015174.1 1
100

intronic NR_031672.1, NM_015174.1c.1632-5T>Cp.? -0.99 DZF domain,Zinc-finger of C2H2 typers2301844 0.4268 YES 7.287E-1 (pos.3820293) nucleic acid binding,zinc ion binding A=0, G=32 A=0.0, G=1.0 0.00001 477.601 32 A=0/0, G=7/25

chr19:3820305 G/G T G SNV

MIR1268A,Z

FR2 MIR1268A:intronic_nc:NR_031672.1, ZFR2:intronic:NM_015174.1 1
100

intronic NR_031672.1, NM_015174.1c.1632-17A>Cp.? -0.01 DZF domain,Zinc-finger of C2H2 typers2301845 0.4207 YES 7.179E-1 (pos.3820305) nucleic acid binding,zinc ion binding T=0, G=32 T=0.0, G=1.0 0.00001 485.141 32 T=0/0, G=7/25

chr19:3822008 G/G C G SNV

MIR1268A,Z

FR2 MIR1268A:intronic_nc:NR_031672.1, ZFR2:intronic:NM_015174.1 1
100

intronic NR_031672.1, NM_015174.1c.1491+71G>Cp.? -0.74 DZF domain,Zinc-finger of C2H2 typers28510805 YES nucleic acid binding,zinc ion binding C=0, G=57 C=0.0, G=1.0 0.00001 849.593 57 C=0/0, G=53/4

chr2:141571329 C/C T C SNV LRP1B LRP1B:exonic:NM_018557.2 1 100 32 synonymous NM_018557.2c.5256A>G p.(=) -1.43 0.04(COSM4133144)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),EGF-like domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs3749010 0.1122 YES 9.888E-1;0.0 (pos.141571329)neoplasm calcium ion binding,integral component of membrane,protein transport,receptor complex,receptor-mediated endocytosisAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=42 T=0.0, C=1.0 0.00001 681.63 42 T=0/0, C=14/28

chr2:141816621 G/G A G SNV LRP1B LRP1B:exonic:NM_018557.2 1 100 9 synonymous NM_018557.2c.1239T>C p.(=) -0.2 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),EGF-like domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs1525579 2.00E-04 YES 1.0 (pos.141816621) calcium ion binding,integral component of membrane,protein transport,receptor complex,receptor-mediated endocytosisAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=10/10

chr2:142567910 C/C T C SNV LRP1B LRP1B:exonic:NM_018557.2 1 100 2 missense NM_018557.2c.143A>G p.Gln48Arg 3.52 0.33 43 0.001 0.82(COSM5019848)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),EGF-like domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs12990449 0.2153 YES 4.024E-1 (pos.142567910)acute_myeloid_leukaemia,haemangioblastomacalcium ion binding,integral component of membrane,protein transport,receptor complex,receptor-mediated endocytosisAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=30 T=0.0, C=1.0 0.00001 446.624 30 T=0/0, C=22/8

chr19:38943728 A/A G A SNV RYR1 RYR1:intronic:NM_000540.2 1 100 intronic NM_000540.2c.1440+74G>Ap.? -2.86 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs12460768,rs931450562 YES Ryanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,Tetracainenot provided G=0, A=20 G=0.0, A=1.0 0.00001 263.754 20 G=0/0, A=10/10

chr19:38949729 G/G T G SNV RYR1 RYR1:intronic:NM_000540.2 1 100 intronic NM_000540.2c.2168-57T>Gp.? 0.13 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs4802474 YES Ryanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,Tetracainenot provided T=0, G=66 T=0.0, G=1.0 0.00001 1009.19 66 T=0/0, G=47/19

chr2:142888376 G/C G C SNV LRP1B LRP1B:utr_5:NM_018557.2 1 46.43 1 utr_5 NM_018557.2c.-78C>G p.? 0.85 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),EGF-like domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs1375610,rs767585425 YES 2.942E-1;0.0 (pos.142888376) calcium ion binding,integral component of membrane,protein transport,receptor complex,receptor-mediated endocytosisAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=7, C=13 G=0.35, C=0.65 0.00001 238.215 28 G=7/0, C=5/8

chr19:38950947 C/T C T SNV RYR1 RYR1:intronic:NM_000540.2 1 95.83 intronic NM_000540.2c.2361-68C>Tp.? -0.18 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2304147 YES Ryanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,Tetracainenot provided C=1, T=23 C=0.0417, T=0.9583 0.00001 293.605 24 C=0/1, T=12/11

chr2:170003432 G/G T G SNV LRP2 LRP2:exonic:NM_004525.2 1 100 69 missense NM_004525.2c.12628A>Cp.Ile4210Leu 6.29 0.01 5 0.995 0.98(COSM1401028),0.98(COSM4419635)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs4667591 0.2099 YES 4.631E-1 (pos.170003432)acute_myeloid_leukaemia,adenocarcinoma,diffuse_large_B_cell_lymphomaLow density lipoprotein-related protein 2Golgi apparatus,SH3 domain binding,aorta development,apical plasma membrane,axon,brush border membrane,calcium ion binding,cell proliferation,chaperone binding,clathrin-coated pit,clathrin-coated vesicle membrane,coronary artery morphogenesis,dendrite,drug binding,endocytic vesicle,endocytosis,endoplasmic reticulum,endosome lumen,external side of plasma membrane,extracellular exosome,folic acid import across plasma membrane,forebrain development,integral component of membrane,lipid metabolic process,lipoprotein transport,lipoprotein transporter activity,low-density lipoprotein receptor activity,lysosomal membrane,lysosome,male gonad development,membrane organization,metal ion transport,negative regulation of BMP signaling pathway,neural tube closure,neuron projection arborization,outflow tract septum morphogenesis,plasma membrane,positive regulation of neurogenesis,positive regulation of oligodendrocyte progenitor proliferation,protein binding,pulmonary artery morphogenesis,receptor complex,receptor-mediated Agenesis of Corpus Callosum;Avitaminosis;Bone Diseases;Bone Diseases, Metabolic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Deficiency Diseases;Developmental Disabilities;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hernias, Diaphragmatic, Congenital;Kidney Diseases;Male Urogenital Diseases;Malnutrition;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myopia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Proteinuria;Refractive Errors;Renal Tubular Gentamicin,Insulin Human,Insulin Pork,UrokinaseBenign/Likely benignT=0, G=21 T=0.0, G=1.0 0.00001 281.231 21 T=0/0, G=9/12



chr2:170032989 T/T C T SNV LRP2 LRP2:exonic:NM_004525.2 1 100 54 synonymous NM_004525.2c.10503G>Ap.(=) -1.79 0.05(COSM4133222)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs2229265 0.4824 YES 1.025E-1 (pos.170032989)adenocarcinoma,neoplasm,squamous_cell_carcinomaLow density lipoprotein-related protein 2Golgi apparatus,SH3 domain binding,aorta development,apical plasma membrane,axon,brush border membrane,calcium ion binding,cell proliferation,chaperone binding,clathrin-coated pit,clathrin-coated vesicle membrane,coronary artery morphogenesis,dendrite,drug binding,endocytic vesicle,endocytosis,endoplasmic reticulum,endosome lumen,external side of plasma membrane,extracellular exosome,folic acid import across plasma membrane,forebrain development,integral component of membrane,lipid metabolic process,lipoprotein transport,lipoprotein transporter activity,low-density lipoprotein receptor activity,lysosomal membrane,lysosome,male gonad development,membrane organization,metal ion transport,negative regulation of BMP signaling pathway,neural tube closure,neuron projection arborization,outflow tract septum morphogenesis,plasma membrane,positive regulation of neurogenesis,positive regulation of oligodendrocyte progenitor proliferation,protein binding,pulmonary artery morphogenesis,receptor complex,receptor-mediated Agenesis of Corpus Callosum;Avitaminosis;Bone Diseases;Bone Diseases, Metabolic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Deficiency Diseases;Developmental Disabilities;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hernias, Diaphragmatic, Congenital;Kidney Diseases;Male Urogenital Diseases;Malnutrition;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myopia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Proteinuria;Refractive Errors;Renal Tubular Gentamicin,Insulin Human,Insulin Pork,UrokinaseBenign/Likely benignC=0, T=48 C=0.0, T=1.0 0.00001 810.424 48 C=0/0, T=26/22

chr2:170099473 C/C T C SNV LRP2 LRP2:exonic:NM_004525.2 1 100 24 synonymous NM_004525.2c.3660A>G p.(=) -0.75 0.07(COSM5008422)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs386652562,rs831042 0.4493 YES 4.705E-1 (pos.170099473)adenocarcinomaLow density lipoprotein-related protein 2Golgi apparatus,SH3 domain binding,aorta development,apical plasma membrane,axon,brush border membrane,calcium ion binding,cell proliferation,chaperone binding,clathrin-coated pit,clathrin-coated vesicle membrane,coronary artery morphogenesis,dendrite,drug binding,endocytic vesicle,endocytosis,endoplasmic reticulum,endosome lumen,external side of plasma membrane,extracellular exosome,folic acid import across plasma membrane,forebrain development,integral component of membrane,lipid metabolic process,lipoprotein transport,lipoprotein transporter activity,low-density lipoprotein receptor activity,lysosomal membrane,lysosome,male gonad development,membrane organization,metal ion transport,negative regulation of BMP signaling pathway,neural tube closure,neuron projection arborization,outflow tract septum morphogenesis,plasma membrane,positive regulation of neurogenesis,positive regulation of oligodendrocyte progenitor proliferation,protein binding,pulmonary artery morphogenesis,receptor complex,receptor-mediated Agenesis of Corpus Callosum;Avitaminosis;Bone Diseases;Bone Diseases, Metabolic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Deficiency Diseases;Developmental Disabilities;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hernias, Diaphragmatic, Congenital;Kidney Diseases;Male Urogenital Diseases;Malnutrition;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myopia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Proteinuria;Refractive Errors;Renal Tubular Gentamicin,Insulin Human,Insulin Pork,UrokinaseBenign/Likely benignT=0, C=46 T=0.0, C=1.0 0.00001 768.294 46 T=0/0, C=24/22

chr2:170103336 C/C T C SNV LRP2 LRP2:exonic:NM_004525.2 1 100 21 synonymous NM_004525.2c.3069A>G p.(=) -0.99 0.03(COSM5008423)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs831043 0.4559 YES 4.72E-1 (pos.170103336) adenocarcinomaLow density lipoprotein-related protein 2Golgi apparatus,SH3 domain binding,aorta development,apical plasma membrane,axon,brush border membrane,calcium ion binding,cell proliferation,chaperone binding,clathrin-coated pit,clathrin-coated vesicle membrane,coronary artery morphogenesis,dendrite,drug binding,endocytic vesicle,endocytosis,endoplasmic reticulum,endosome lumen,external side of plasma membrane,extracellular exosome,folic acid import across plasma membrane,forebrain development,integral component of membrane,lipid metabolic process,lipoprotein transport,lipoprotein transporter activity,low-density lipoprotein receptor activity,lysosomal membrane,lysosome,male gonad development,membrane organization,metal ion transport,negative regulation of BMP signaling pathway,neural tube closure,neuron projection arborization,outflow tract septum morphogenesis,plasma membrane,positive regulation of neurogenesis,positive regulation of oligodendrocyte progenitor proliferation,protein binding,pulmonary artery morphogenesis,receptor complex,receptor-mediated Agenesis of Corpus Callosum;Avitaminosis;Bone Diseases;Bone Diseases, Metabolic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Deficiency Diseases;Developmental Disabilities;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hernias, Diaphragmatic, Congenital;Kidney Diseases;Male Urogenital Diseases;Malnutrition;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myopia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Proteinuria;Refractive Errors;Renal Tubular Gentamicin,Insulin Human,Insulin Pork,UrokinaseBenign/Likely benignT=0, C=81 T=0.0, C=1.0 0.00001 1309.48 81 T=0/0, C=52/29

chr2:170115588 C/C T C SNV LRP2 LRP2:exonic:NM_004525.2 1 100 17 synonymous NM_004525.2c.2460A>G p.(=) 0.41 0.55(COSM5008424)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs2241190 0.4677 YES 4.714E-1 (pos.170115588)adenocarcinoma,neoplasmLow density lipoprotein-related protein 2Golgi apparatus,SH3 domain binding,aorta development,apical plasma membrane,axon,brush border membrane,calcium ion binding,cell proliferation,chaperone binding,clathrin-coated pit,clathrin-coated vesicle membrane,coronary artery morphogenesis,dendrite,drug binding,endocytic vesicle,endocytosis,endoplasmic reticulum,endosome lumen,external side of plasma membrane,extracellular exosome,folic acid import across plasma membrane,forebrain development,integral component of membrane,lipid metabolic process,lipoprotein transport,lipoprotein transporter activity,low-density lipoprotein receptor activity,lysosomal membrane,lysosome,male gonad development,membrane organization,metal ion transport,negative regulation of BMP signaling pathway,neural tube closure,neuron projection arborization,outflow tract septum morphogenesis,plasma membrane,positive regulation of neurogenesis,positive regulation of oligodendrocyte progenitor proliferation,protein binding,pulmonary artery morphogenesis,receptor complex,receptor-mediated Agenesis of Corpus Callosum;Avitaminosis;Bone Diseases;Bone Diseases, Metabolic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Deficiency Diseases;Developmental Disabilities;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hernias, Diaphragmatic, Congenital;Kidney Diseases;Male Urogenital Diseases;Malnutrition;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myopia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Proteinuria;Refractive Errors;Renal Tubular Gentamicin,Insulin Human,Insulin Pork,UrokinaseBenign/Likely benignT=0, C=131 T=0.0, C=1.0 0.00001 2161.94 131 T=0/0, C=46/85

chr19:38996620 T/T C T SNV RYR1 RYR1:intronic:NM_000540.2 1 100 intronic NM_000540.2c.8541+34C>Tp.? -0.22 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2960342 0.2355 YES 3.388E-1 (pos.38996620) Ryanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,TetracaineBenign C=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=9/15

chr19:38996623 G/G T G SNV RYR1 RYR1:intronic:NM_000540.2 1 100 intronic NM_000540.2c.8541+37T>Gp.? -0.38 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2960343,rs747073959 0.2081 YES 0.0 (pos.38996622),3.38E-1;0.0;0.0 (pos.38996623)Ryanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,TetracaineBenign T=0, G=24 T=0.0, G=1.0 0.00001 334.793 24 T=0/0, G=9/15

chr19:38996640 G/G A G SNV RYR1 RYR1:intronic:NM_000540.2 1 100 intronic NM_000540.2c.8541+54A>Gp.? -2.23 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2915954 YES Ryanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,Tetracainenot provided A=0, G=27 A=0.0, G=1.0 0.00001 389.961 27 A=0/0, G=9/18

chr19:38997214 G/G T G SNV RYR1 RYR1:intronic:NM_000540.2 1 100 intronic NM_000540.2c.8692+28T>Gp.? -1.9 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2960345 0.2483 YES 3.479E-1;0.0 (pos.38997214) Ryanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,TetracaineBenign T=0, G=78 T=0.0, G=1.0 0.00001 1253.5 78 T=0/0, G=35/43

chr19:38997323 C/C T C SNV RYR1 RYR1:intronic:NM_000540.2 1 100 intronic NM_000540.2c.8692+137T>Cp.? -0.98 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2915957 YES Ryanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,TetracaineT=0, C=73 T=0.0, C=1.0 0.00001 1154.5 73 T=0/0, C=28/45

chr19:38997609 A/A T A SNV RYR1 RYR1:intronic:NM_000540.2 1 100 intronic NM_000540.2c.8816+17T>Ap.? -3.9 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2915959 0.2466 YES 3.4E-1 (pos.38997609) Ryanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,TetracaineBenign T=0, A=43 T=0.0, A=1.0 0.00001 705.822 43 T=0/0, A=28/15

chr19:38997635 C/C A C SNV RYR1 RYR1:intronic:NM_000540.2 1 100 intronic NM_000540.2c.8816+43A>Cp.? -0.32 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2960346 0.2458 YES 3.372E-1 (pos.38997635) Ryanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,TetracaineBenign A=0, C=43 A=0.0, C=1.0 0.00001 704.342 43 A=0/0, C=27/16

chr19:38997679 G/T G T SNV RYR1 RYR1:intronic:NM_000540.2 1 97.56 intronic NM_000540.2c.8816+87G>Tp.? -3.04 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2960347 YES Ryanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,Tetracainenot provided G=1, T=40 G=0.0244, T=0.9756 0.00001 634.906 41 G=1/0, T=24/16

chr2:170218847 G/G C G SNV LRP2 LRP2:exonic:NM_004525.2 1 100 1 synonymous NM_004525.2c.63G>C p.(=) 0.05 0.13(COSM3749605)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs1559014 1.00E-04 1.0 (pos.170218847) adenocarcinoma,neoplasmLow density lipoprotein-related protein 2Golgi apparatus,SH3 domain binding,aorta development,apical plasma membrane,axon,brush border membrane,calcium ion binding,cell proliferation,chaperone binding,clathrin-coated pit,clathrin-coated vesicle membrane,coronary artery morphogenesis,dendrite,drug binding,endocytic vesicle,endocytosis,endoplasmic reticulum,endosome lumen,external side of plasma membrane,extracellular exosome,folic acid import across plasma membrane,forebrain development,integral component of membrane,lipid metabolic process,lipoprotein transport,lipoprotein transporter activity,low-density lipoprotein receptor activity,lysosomal membrane,lysosome,male gonad development,membrane organization,metal ion transport,negative regulation of BMP signaling pathway,neural tube closure,neuron projection arborization,outflow tract septum morphogenesis,plasma membrane,positive regulation of neurogenesis,positive regulation of oligodendrocyte progenitor proliferation,protein binding,pulmonary artery morphogenesis,receptor complex,receptor-mediated Agenesis of Corpus Callosum;Avitaminosis;Bone Diseases;Bone Diseases, Metabolic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Deficiency Diseases;Developmental Disabilities;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hernias, Diaphragmatic, Congenital;Kidney Diseases;Male Urogenital Diseases;Malnutrition;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myopia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Proteinuria;Refractive Errors;Renal Tubular Gentamicin,Insulin Human,Insulin Pork,UrokinaseBenign/Likely benignC=0, G=23 C=0.0, G=1.0 0.00001 308.841 23 C=0/0, G=18/5

chr19:39191380 GC/GC G GC INDEL ACTN4 ACTN4:intronic:NM_004924.5 1 100 intronic NM_004924.5c.277+26G>GCp.? -0.61 CAMSAP CH domain,Ca2+ insensitive EF hand,Calponin homology (CH) domain,EF-hand domain pair,Spectrin repeatActinin, alpha-4RNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,Z disc,actin binding,actin cytoskeleton,actin filament binding,actin filament bundle assembly,bicellular tight junction assembly,brush border,calcium ion binding,cell-cell junction,chromatin DNA binding,cortical cytoskeleton,cytoplasm,cytosol,extracellular exosome,extracellular region,extracellular space,focal adhesion,integrin binding,intracellular,intracellular ribonucleoprotein complex,ion channel binding,ligand-dependent nuclear receptor transcription coactivator activity,negative regulation of cellular component movement,negative regulation of substrate adhesion-dependent cell spreading,neuron projection,nuclear body,nuclear hormone receptor binding,nucleoside binding,nucleus,perinuclear region of cytoplasm,peroxisome proliferator activated receptor signaling pathway,platelet alpha granule lumen,platelet degranulation,positive regulation of NIK/NF-kappaB signaling,positive regulation of cell migration,positive regulation of celFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nephritis;Urologic DiseasesG=0, GC=34 G=0.0, GC=1.0 0.00001 315.303 34 G=0/0, GC=13/21

chr19:39191383 C/C G C SNV ACTN4 ACTN4:intronic:NM_004924.5 1 100 intronic NM_004924.5c.277+29G>Cp.? 0.12 CAMSAP CH domain,Ca2+ insensitive EF hand,Calponin homology (CH) domain,EF-hand domain pair,Spectrin repeatrs2112649 0.2544 YES 6.269E-1;0.0 (pos.39191383) Actinin, alpha-4RNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,Z disc,actin binding,actin cytoskeleton,actin filament binding,actin filament bundle assembly,bicellular tight junction assembly,brush border,calcium ion binding,cell-cell junction,chromatin DNA binding,cortical cytoskeleton,cytoplasm,cytosol,extracellular exosome,extracellular region,extracellular space,focal adhesion,integrin binding,intracellular,intracellular ribonucleoprotein complex,ion channel binding,ligand-dependent nuclear receptor transcription coactivator activity,negative regulation of cellular component movement,negative regulation of substrate adhesion-dependent cell spreading,neuron projection,nuclear body,nuclear hormone receptor binding,nucleoside binding,nucleus,perinuclear region of cytoplasm,peroxisome proliferator activated receptor signaling pathway,platelet alpha granule lumen,platelet degranulation,positive regulation of NIK/NF-kappaB signaling,positive regulation of cell migration,positive regulation of celFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nephritis;Urologic DiseasesG=0, C=33 G=0.0, C=1.0 0.00001 505.716 33 G=0/0, C=13/20

chr19:33696708 C/C T C SNV LRP3 LRP3:exonic:NM_002333.3 1 100 5 synonymous NM_002333.3c.1032T>C p.(=) -3.49 0.01(COSM3756618),0.01(COSM3756619)CUB domain,Low-density lipoprotein receptor domain class Ars2112800 0.1616 YES 4.001E-1 (pos.33696708) adenocarcinoma,carcinomaLow density lipoprotein receptor related protein 3clathrin-coated pit,integral component of membrane,receptor-mediated endocytosisT=0, C=81 T=0.0, C=1.0 0.00001 1307.96 81 T=0/0, C=35/46

chr11:46914583 C/C T C SNV LRP4 LRP4:exonic:NM_002334.3 1 100 13 synonymous NM_002334.3c.1638A>G p.(=) 0.38 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class B,SMP-30/Gluconolaconase/LRE-like regionrs10838631 0.013 YES 9.999E-1 (pos.46914583) Low density lipoprotein receptor-related protein 4BMP signaling pathway,Wnt signaling pathway involved in dorsal/ventral axis specification,Wnt-activated receptor activity,Wnt-protein binding,animal organ development,apolipoprotein binding,calcium ion binding,cell surface,dendrite,dendrite morphogenesis,embryonic digit morphogenesis,endocytosis,flotillin complex,hair follicle development,integral component of membrane,kidney development,limb development,negative regulation of axonogenesis,negative regulation of canonical Wnt signaling pathway,negative regulation of ossification,neuromuscular junction,neuronal cell body,odontogenesis of dentin-containing tooth,plasma membrane,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of presynaptic membrane organization,positive regulation of skeletal muscle acetylcholine-gated channel clustering,postsynaptic density,postsynaptic membrane assembly,presynaptic membrane assembly,protein binding,protein heterotetramerization,protein homodimerization activity,proximal/distal pattern formation,reBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dysostoses;Hyperostosis;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Syndactyly;Synostosis;Tooth Abnormalities;Tooth DiseasesBenign T=0, C=25 T=0.0, C=1.0 0.00001 344.671 25 T=0/0, C=11/14

chr19:39334811 A/A T A SNV HNRNPL HNRNPL:intronic:NM_001533.2 1 100 intronic NM_001533.2c.713-69A>Tp.? -0.3 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2278011 YES Heterogeneous nuclear riboprotein 1RNA binding,RNA metabolic process,RNA processing,cytoplasm,extracellular exosome,intracellular ribonucleoprotein complex,mRNA processing,mRNA splicing, via spliceosome,membrane,nucleoplasm,nucleus,pre-mRNA intronic binding,pronucleus,protein binding,regulation of alternative mRNA splicing, via spliceosome,ribonucleoprotein granule,transcription regulatory region DNA binding,viral nucleocapsidBreast Diseases;Breast Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach NeoplasmsT=0, A=22 T=0.0, A=1.0 0.00001 298.892 22 T=0/0, A=5/17

chr19:39334830 T/T C T SNV HNRNPL HNRNPL:intronic:NM_001533.2 1 100 intronic NM_001533.2c.713-88G>Ap.? -1.17 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2278012 YES Heterogeneous nuclear riboprotein 1RNA binding,RNA metabolic process,RNA processing,cytoplasm,extracellular exosome,intracellular ribonucleoprotein complex,mRNA processing,mRNA splicing, via spliceosome,membrane,nucleoplasm,nucleus,pre-mRNA intronic binding,pronucleus,protein binding,regulation of alternative mRNA splicing, via spliceosome,ribonucleoprotein granule,transcription regulatory region DNA binding,viral nucleocapsidBreast Diseases;Breast Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach NeoplasmsC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=5/17

chr19:39408688 G/G C G SNV SARS2 SARS2:intronic:NM_001145901.1 1 100 intronic NM_001145901.1c.969-40G>Cp.? -0.15 tRNA synthetase class II core domain (G, H, P, S and T)rs4803034 0.3794 YES 9.722E-1 (pos.39408688) Seryl-tRNA synthetase 2ATP binding,RNA binding,cytoplasm,ligase activity,mitochondrial matrix,mitochondrion,selenocysteinyl-tRNA(Sec) biosynthetic process,serine-tRNA ligase activity,seryl-tRNA aminoacylation,tRNA aminoacylation for protein translationC=0, G=37 C=0.0, G=1.0 0.00001 583.696 37 C=0/0, G=26/11

chr19:39409236 A/A C A SNV SARS2 SARS2:intronic:NM_001145901.1 1 100 intronic NM_001145901.1c.814-66G>Tp.? 1.58 tRNA synthetase class II core domain (G, H, P, S and T)rs11083489 YES Seryl-tRNA synthetase 2ATP binding,RNA binding,cytoplasm,ligase activity,mitochondrial matrix,mitochondrion,selenocysteinyl-tRNA(Sec) biosynthetic process,serine-tRNA ligase activity,seryl-tRNA aminoacylation,tRNA aminoacylation for protein translationC=0, A=25 C=0.0, A=1.0 0.00001 353.019 25 C=0/0, A=10/15

chr11:46914598 G/G A G SNV LRP4 LRP4:exonic:NM_002334.3 1 100 13 synonymous NM_002334.3c.1623T>C p.(=) -0.26 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class B,SMP-30/Gluconolaconase/LRE-like regionrs10769215 0 1.0 (pos.46914598) Low density lipoprotein receptor-related protein 4BMP signaling pathway,Wnt signaling pathway involved in dorsal/ventral axis specification,Wnt-activated receptor activity,Wnt-protein binding,animal organ development,apolipoprotein binding,calcium ion binding,cell surface,dendrite,dendrite morphogenesis,embryonic digit morphogenesis,endocytosis,flotillin complex,hair follicle development,integral component of membrane,kidney development,limb development,negative regulation of axonogenesis,negative regulation of canonical Wnt signaling pathway,negative regulation of ossification,neuromuscular junction,neuronal cell body,odontogenesis of dentin-containing tooth,plasma membrane,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of presynaptic membrane organization,positive regulation of skeletal muscle acetylcholine-gated channel clustering,postsynaptic density,postsynaptic membrane assembly,presynaptic membrane assembly,protein binding,protein heterotetramerization,protein homodimerization activity,proximal/distal pattern formation,reBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dysostoses;Hyperostosis;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Syndactyly;Synostosis;Tooth Abnormalities;Tooth DiseasesBenign A=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=10/14

chr19:39435485 A/A G A SNV FBXO17 FBXO17:intronic:NM_148169.2 1 100 intronic NM_148169.2c.720+124C>Tp.? -0.6 rs10416055 YES F-box only protein 17SCF ubiquitin ligase complex,cytosol,post-translational protein modification,protein binding,protein polyubiquitination,ubiquitin-protein transferase activityG=0, A=41 G=0.0, A=1.0 0.00001 664.694 41 G=0/0, A=23/18

chr19:39517715 C/T C T SNV FBXO27 FBXO27:intronic:NM_178820.4 1 50 intronic NM_178820.4c.573-70G>Ap.? -1.81 F-box associated region,F-box domain,F-box-likers57724551 YES F-box only protein 27SCF ubiquitin ligase complex,cytosol,post-translational protein modification,protein binding,protein polyubiquitination,ubiquitin-protein transferase activityC=10, T=10 C=0.5, T=0.5 0.00001 82.8861 20 C=7/3, T=1/9

chr11:68171013 C/C T C SNV LRP5 LRP5:exonic:NM_002335.3 1 100 8 synonymous NM_002335.3c.1647T>C p.(=) -0.01 0.48(COSM4146219)Coagulation Factor Xa inhibitory site,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs545382 0.093 YES 9.884E-1 (pos.68171013) neoplasm Low density lipoprotein receptor-related protein-5Wnt signaling pathway,Wnt signaling pathway involved in dorsal/ventral axis specification,Wnt signalosome,Wnt-Frizzled-LRP5/6 complex,Wnt-activated receptor activity,Wnt-protein binding,adipose tissue development,anatomical structure regression,anterior/posterior pattern specification,apoptotic process involved in blood vessel morphogenesis,beta-catenin destruction complex disassembly,bone marrow development,bone morphogenesis,bone remodeling,branching involved in mammary gland duct morphogenesis,canonical Wnt signaling pathway,cell migration involved in gastrulation,cell-cell signaling involved in mammary gland development,cholesterol homeostasis,cholesterol metabolic process,coreceptor activity involved in Wnt signaling pathway,coreceptor activity involved in canonical Wnt signaling pathway,embryonic digit morphogenesis,endocytosis,endoplasmic reticulum,extracellular matrix-cell signaling,gastrulation with mouth forming second,glucose catabolic process,integral component of membrane,mitochondrion,negative rBone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cysts;Digestive System Diseases;Eye Diseases;Genetic Diseases, Inborn;Hyperostosis;Hyperostosis, Cortical, Congenital;Infant, Newborn, Diseases;Infant, Premature, Diseases;Liver Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Nervous System Diseases;Neuromuscular Diseases;Osteochondrodysplasias;Osteogenesis Imperfecta;Osteopetrosis;Osteoporosis;Osteosclerosis;Peripheral Nervous System Diseases;Retinal Diseases;Retinopathy of Prematurity;Skin and Connective Tissue Diseases;Vitreoretinopathy, ProliferativeBenign T=0, C=51 T=0.0, C=1.0 0.00001 754.51 51 T=0/0, C=25/26

chr8:145745182 C/C T C SNV LRRC14 LRRC14:exonic:NM_014665.3 1 100 2 synonymous NM_014665.3c.73T>C p.(=) 0.21 0.06(COSM4162865)Leucine Rich Repeat,Leucine Rich repeatrs2721172 9.00E-04 YES 7.908E-1 (pos.145745182)neoplasm cytoplasm,kinase binding,negative regulation of NF-kappaB transcription factor activity,negative regulation of toll-like receptor signaling pathwayBenign T=0, C=41 T=0.0, C=1.0 0.00001 640.021 41 T=0/0, C=23/18

chr8:145747920 T/G T G SNV

LRRC14,LRR

C24 LRRC14:utr_3:NM_014665.3, LRRC24:exonic:NM_001024678.3 1
58.33

5 missense NM_014665.3, NM_001024678.3c.2540T>G, c.1481A>Cp.?, p.Glu494Ala 0.07 0.92 107 0 0.01(COSM3750123)Immunoglobulin I-set domain,Immunoglobulin domain,Leucine Rich Repeat,Leucine Rich repeat,Leucine rich repeat,Leucine rich repeat C-terminal domainrs13277542 0.4407 YES 5.29E-1;0.0 (pos.145747920)adenocarcinoma,neoplasm cytoplasm,integral component of membrane,kinase binding,negative regulation of NF-kappaB transcription factor activity,negative regulation of toll-like receptor signaling pathway,positive regulation of synapse assemblyT=10, G=14 T=0.4167, G=0.5833 0.00001 135.339 24 T=6/4, G=8/6

chr19:39949764 T/T C T SNV SUPT5H SUPT5H:intronic:NM_001130824.1 1 100 intronic NM_001130824.1c.458+51C>Tp.? -2.53 Early transcription elongation factor of RNA pol II, NGN section,KOW motif,Spt5 transcription elongation factor, acidic N-terminalrs1529733 0.3517 YES 4.61E-1 (pos.39949764) Suppressor of Ty 5, S. cerevisiae, homolog of7-methylguanosine mRNA capping,DNA binding,DNA-templated transcription, elongation,DSIF complex,RNA binding,cell cycle,chromatin binding,chromatin remodeling,enzyme binding,mRNA binding,negative regulation of DNA-templated transcription, elongation,negative regulation of mRNA polyadenylation,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, elongation,positive regulation of macroautophagy,positive regulation of transcription from RNA polymerase II promoter,positive regulation of viral transcription,protein binding,protein heterodimerization activity,regulation of transcription, DNA-templated,response to organic substance,single stranded viral RNA replication via double stranded DNA intermediate,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterC=0, T=41 C=0.0, T=1.0 0.00001 664.686 41 C=0/0, T=20/21

chr19:39957030 T/T C T SNV SUPT5H SUPT5H:intronic:NM_001130824.1 1 100 intronic NM_001130824.1c.877-90C>Tp.? -0.36 Early transcription elongation factor of RNA pol II, NGN section,KOW motif,Spt5 transcription elongation factor, acidic N-terminalrs4802030 YES Suppressor of Ty 5, S. cerevisiae, homolog of7-methylguanosine mRNA capping,DNA binding,DNA-templated transcription, elongation,DSIF complex,RNA binding,cell cycle,chromatin binding,chromatin remodeling,enzyme binding,mRNA binding,negative regulation of DNA-templated transcription, elongation,negative regulation of mRNA polyadenylation,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, elongation,positive regulation of macroautophagy,positive regulation of transcription from RNA polymerase II promoter,positive regulation of viral transcription,protein binding,protein heterodimerization activity,regulation of transcription, DNA-templated,response to organic substance,single stranded viral RNA replication via double stranded DNA intermediate,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterC=0, T=24 C=0.0, T=1.0 0.00001 334.718 24 C=0/0, T=8/16

chr19:39963828 A/A T A SNV SUPT5H SUPT5H:intronic:NM_001130824.1 1 100 intronic NM_001130824.1c.2259-15T>Ap.? 0.47 Early transcription elongation factor of RNA pol II, NGN section,KOW motif,Spt5 transcription elongation factor, acidic N-terminalrs45568533 0.3496 YES 4.557E-1;0.0 (pos.39963828) Suppressor of Ty 5, S. cerevisiae, homolog of7-methylguanosine mRNA capping,DNA binding,DNA-templated transcription, elongation,DSIF complex,RNA binding,cell cycle,chromatin binding,chromatin remodeling,enzyme binding,mRNA binding,negative regulation of DNA-templated transcription, elongation,negative regulation of mRNA polyadenylation,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, elongation,positive regulation of macroautophagy,positive regulation of transcription from RNA polymerase II promoter,positive regulation of viral transcription,protein binding,protein heterodimerization activity,regulation of transcription, DNA-templated,response to organic substance,single stranded viral RNA replication via double stranded DNA intermediate,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterT=0, A=23 T=0.0, A=1.0 0.00001 316.745 23 T=0/0, A=5/18

chr5:195507 T/T C T SNV LRRC14B LRRC14B:utr_3:NM_001080478.2 1 100 2 utr_3 NM_001080478.2c.1584C>T p.? 1.77 rs13167067 0.4609 YES 2.942E-1 (pos.195507) C=0, T=47 C=0.0, T=1.0 0.00001 789.307 47 C=0/0, T=29/18

chr19:40009683 C/T C T SNV SELENOV SELENOV:intronic:NM_182704.1 1 97.5 intronic NM_182704.1c.964-28C>Tp.? -0.47 Rdx family rs4802034 0.2323 YES 3.495E-1 (pos.40009683) Selenoprotein Vprotein binding C=1, T=39 C=0.025, T=0.975 0.00001 616.043 40 C=0/1, T=8/31

chr11:76370792 G/G A G SNV LRRC32 LRRC32:exonic:NM_005512.2 1 100 3 synonymous NM_005512.2c.1845T>C p.(=) -5.19 0.03(COSM4146334)Leucine Rich Repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies)rs4304809 YES 1.0 (pos.76370792) neoplasm,squamous_cell_carcinomaLeucine rich repeat containing 32integral component of plasma membrane,negative regulation of activated T cell proliferation,negative regulation of cytokine secretion,positive regulation of gene expression,protein bindingA=0, G=40 A=0.0, G=1.0 0.00001 644.286 40 A=0/0, G=16/24

chr19:40224901 G/A G A SNV CLC CLC:intronic:NM_001828.5 1 50 intronic NM_001828.5c.303+22C>Tp.? -2.38 Galactoside-binding lectinrs453827 0.3337 YES 3.239E-1 (pos.40224901) Cardiotrophin-like cytokine,Charcot-Leyden crystal proteinT cell apoptotic process,carbohydrate binding,cysteine-type endopeptidase activity involved in apoptotic process,cytosol,identical protein binding,lysophospholipase activity,multicellular organism development,protein binding,regulation of T cell anergy,regulation of T cell cytokine production,regulation of activated T cell proliferationN-Ethylmaleimide,Para-Mercury-Benzenesulfonic AcidG=23, A=23 G=0.5, A=0.5 0.00001 258.521 46 G=8/15, A=12/11

chr11:76372418 C/C T C SNV LRRC32 LRRC32:exonic:NM_005512.2 1 100 3 synonymous NM_005512.2c.219A>G p.(=) -1.99 0.03(COSM6353327)Leucine Rich Repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies)rs3740778 0.1292 YES 7.847E-1 (pos.76372418) carcinoma Leucine rich repeat containing 32integral component of plasma membrane,negative regulation of activated T cell proliferation,negative regulation of cytokine secretion,positive regulation of gene expression,protein bindingT=0, C=59 T=0.0, C=1.0 0.00001 885.163 59 T=0/0, C=55/4

chr17:45915788 C/C T C SNV

LRRC46,SCR

N2 LRRC46:downstream:NM_033413.3, SCRN2:exonic:NM_138355.3 1
100

7 missense NM_033413.3, NM_138355.3c.*1302T>C, c.967A>Gp.?, p.Met323Val -0.39 0.22 21 0 Peptidase family C69rs7350974 0.0199 YES 9.981E-1 (pos.45915788) Secernin 2 biological_process,dipeptidase activity,exocytosis,extracellular exosome,molecular_function,positive regulation of protein targeting to mitochondrion,protein binding,proteolysis,regulation of protein stabilityT=0, C=34 T=0.0, C=1.0 0.00001 538.034 34 T=0/0, C=20/14

chr19:40408857 C/C T C SNV FCGBP FCGBP:intronic:NM_003890.2 1 100 intronic NM_003890.2c.3991-9A>Gp.? -4.06 C8 domain,IgGFc binding protein,TILa domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs4802064 0.2569 YES 4.895E-1 (pos.40408857) Fc fragment of IgG-binding proteinextracellular exosome,protein bindingDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsT=0, C=31 T=0.0, C=1.0 0.00001 465.818 31 T=0/0, C=14/17

chr9:131670919 C/C T C SNV LRRC8A LRRC8A:exonic:NM_001127245.1 1 100 2 synonymous NM_001127245.1c.1476T>C p.(=) -2.48 Leucine Rich Repeat,Leucine Rich repeat,Leucine rich repeat,Leucine rich repeats (6 copies),Pannexin-like TM region of LRRC8rs3750319 0.2752 YES 6.903E-1 (pos.131670919) Leucine-rich repeat-containing 8Aanion channel activity,anion transmembrane transport,anion transport,cell surface,cell volume homeostasis,cytoplasm,identical protein binding,ion channel complex,membrane,plasma membrane,pre-B cell differentiation,protein binding,regulation of anion transport,response to osmotic stress,signal transduction,transmembrane transport,volume-sensitive anion channel activityAgammaglobulinemia;Blood Protein Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Lymphatic Diseases;Lymphoproliferative DisordersBenign T=0, C=49 T=0.0, C=1.0 0.00001 831.548 49 T=0/0, C=30/19

chr1:90178743 G/G A G SNV LRRC8C LRRC8C:exonic:NM_032270.4 1 100 3 missense NM_032270.4c.614A>G p.Asp205Gly 3.26 0.54 94 0 Leucine Rich repeat,Leucine rich repeat,Leucine rich repeats (6 copies),Pannexin-like TM region of LRRC8rs474536 3.00E-04 1.0 (pos.90178743) Leucine-rich repeat-containing protein 8Canion transmembrane transport,cytoplasm,endoplasmic reticulum membrane,fat cell differentiation,integral component of membrane,integral component of plasma membrane,ion channel complex,membrane,plasma membrane,protein binding,regulation of anion transport,signal transduction,transmembrane transport,volume-sensitive anion channel activityA=0, G=23 A=0.0, G=1.0 0.00001 316.683 23 A=0/0, G=6/17

chr19:41083444 C/T C T SNV SHKBP1 SHKBP1:intronic:NM_138392.3 1 50 intronic NM_138392.3c.187-19C>Tp.? 0.24 BTB/POZ domainrs2290682 0.3036 YES 2.532E-1 (pos.41083444) SH3KBP1-binding protein 1lysosome,positive regulation of epidermal growth factor receptor signaling pathway,protein binding,protein homooligomerizationC=11, T=11 C=0.5, T=0.5 0.00001 94.6063 22 C=11/0, T=5/6

chr15:101606889 AA/AA GC AA MNV LRRK1 LRRK1:exonic:NM_024652.5 2 100 33 missense NM_024652.5c.5813_5814delGCinsAAp.Gly1938Glu 3.32, -2.72 0.05 98 0.216 0.66(COSM3736124),0.66(COSM3736125),0.66(COSM3736126)ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers2924835,rs2959197,rs375358524,rs3867874040.3015 YES 3.611E-1;1.16E-4 (pos.101606890),3.61E-1 (pos.101606889)carcinoma,ductal_carcinoma,malignant_melanomaLeucine-rich repeat kinase 1ATP binding,GTP binding,bone resorption,cytoplasm,cytosol,identical protein binding,intracellular signal transduction,metal ion binding,mitochondrion,negative regulation of peptidyl-tyrosine phosphorylation,osteoclast development,positive regulation of canonical Wnt signaling pathway,positive regulation of intracellular signal transduction,positive regulation of peptidyl-tyrosine phosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,signal transducer activityGC=0, AA=48GC=0.0, AA=1.0 0.00001 810.435 48 GC=0/0, AA=33/15

chr15:101591923 A/G A G SNV LRRK1 LRRK1:exonic:NM_024652.5 1 57.58 24 synonymous NM_024652.5c.3447A>G p.(=) -2.59 0.04(COSM3754221),0.04(COSM3754222),0.04(COSM3754223)ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers4965778 0.3866 YES 8.068E-1 (pos.101591923)adenocarcinoma,neoplasmLeucine-rich repeat kinase 1ATP binding,GTP binding,bone resorption,cytoplasm,cytosol,identical protein binding,intracellular signal transduction,metal ion binding,mitochondrion,negative regulation of peptidyl-tyrosine phosphorylation,osteoclast development,positive regulation of canonical Wnt signaling pathway,positive regulation of intracellular signal transduction,positive regulation of peptidyl-tyrosine phosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,signal transducer activityA=14, G=19 A=0.4242, G=0.5758 0.00001 204.387 33 A=11/3, G=16/3

chr12:40631791 C/C T C SNV LRRK2 LRRK2:exonic:NM_198578.3 1 100 5 synonymous NM_198578.3c.457T>C p.(=) -0.73 0.03(COSM1128598),0.03(COSM1128599)ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers10878245 0.3969 YES 3.466E-1 (pos.40631791) adenocarcinoma,carcinomaLeucine-rich repeat kinase 2 (dardarin)ATP binding,GTP binding,GTP metabolic process,GTP-dependent protein kinase activity,GTPase activator activity,GTPase activity,Golgi apparatus,Golgi organization,Golgi-associated vesicle,MAP kinase kinase activity,MAPK cascade,Rho GTPase binding,SNARE binding,Wnt signalosome,Wnt signalosome assembly,actin binding,activation of MAPK activity,activation of MAPKK activity,amphisome,autolysosome,autophagy,axon,beta-catenin destruction complex binding,calcium-mediated signaling,canonical Wnt signaling pathway,caveola neck,cell junction,cellular protein localization,cellular response to dopamine,cellular response to manganese ion,cellular response to oxidative stress,cellular response to starvation,clathrin binding,co-receptor binding,cytoplasm,cytoplasmic side of mitochondrial outer membrane,cytoplasmic vesicle,cytosol,dendrite,dendrite cytoplasm,determination of adult lifespan,endocytosis,endoplasmic reticulum,endosome,excitatory postsynaptic potential,exploration behavior,extracellular exosome,extracellular spaceAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsConflicting interpretations of pathogenicityT=0, C=67 T=0.0, C=1.0 0.00001 1034.43 67 T=0/0, C=41/26

chr19:41206208 A/G A G SNV COQ8B COQ8B:intronic:NM_024876.3 1 45.83 intronic NM_024876.3c.1035+7T>Cp.? -1.17 0.05(COSM6353525),0.05(COSM6353526)ABC1 family rs1064794994,rs22460950.4536 YES 5.203E-1 (pos.41206208) carcinoma Coenzyme Q8BATP binding,cerebellar Purkinje cell layer morphogenesis,cytosol,integral component of membrane,mitochondrial membrane,mitochondrion,plasma membrane,protein kinase activity,protein phosphorylation,ubiquinone biosynthetic processBenign A=13, G=11 A=0.5417, G=0.4583 0.00001 92.9839 24 A=8/5, G=4/7

chr12:40713834 A/A C A SNV LRRK2 LRRK2:exonic:NM_198578.3 1 100 34 synonymous NM_198578.3c.4872C>A p.(=) 0.69 0.17(COSM3753216),0.17(COSM3753217)ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers1427263 0.3517 YES 5.005E-1 (pos.40713834) adenocarcinoma,carcinomaLeucine-rich repeat kinase 2 (dardarin)ATP binding,GTP binding,GTP metabolic process,GTP-dependent protein kinase activity,GTPase activator activity,GTPase activity,Golgi apparatus,Golgi organization,Golgi-associated vesicle,MAP kinase kinase activity,MAPK cascade,Rho GTPase binding,SNARE binding,Wnt signalosome,Wnt signalosome assembly,actin binding,activation of MAPK activity,activation of MAPKK activity,amphisome,autolysosome,autophagy,axon,beta-catenin destruction complex binding,calcium-mediated signaling,canonical Wnt signaling pathway,caveola neck,cell junction,cellular protein localization,cellular response to dopamine,cellular response to manganese ion,cellular response to oxidative stress,cellular response to starvation,clathrin binding,co-receptor binding,cytoplasm,cytoplasmic side of mitochondrial outer membrane,cytoplasmic vesicle,cytosol,dendrite,dendrite cytoplasm,determination of adult lifespan,endocytosis,endoplasmic reticulum,endosome,excitatory postsynaptic potential,exploration behavior,extracellular exosome,extracellular spaceAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsConflicting interpretations of pathogenicityC=0, A=53 C=0.0, A=1.0 0.00001 782.03 53 C=0/0, A=25/28

chr19:41313202 C/A C A SNV

EGLN2,RAB4

B-EGLN2 EGLN2:intronic:NM_053046.3, RAB4B-EGLN2:intronic_nc:NR_037791.11
50

intronic NR_037791.1, NM_053046.3c.1100+23C>Ap.? -0.07 2OG-Fe(II) oxygenase superfamilyrs3736329 0.3692 YES 3.652E-1;0.0 (pos.41313202) Egl9, C. elegans, homolog of, 2L-ascorbic acid binding,cell redox homeostasis,ferrous iron binding,intracellular estrogen receptor signaling pathway,iron ion binding,nucleoplasm,nucleus,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, 2-oxoglutarate as one donor, and incorporation of one atom each of oxygen into both donors,oxygen sensor activity,peptidyl-proline 4-dioxygenase activity,peptidyl-proline hydroxylation to 4-hydroxy-L-proline,positive regulation of protein catabolic process,protein binding,regulation of cell growth,regulation of neuron apoptotic process,regulation of transcription from RNA polymerase II promoter in response to hypoxia,response to hypoxiaRoxadustat,Vitamin C C=10, A=10 C=0.5, A=0.5 0.00001 82.8861 20 C=6/4, A=1/9

chr12:40716260 C/C T C SNV LRRK2 LRRK2:exonic:NM_198578.3 1 100 37 synonymous NM_198578.3c.5457T>C p.(=) -0.51 0.19(COSM5654229),0.19(COSM5654230)ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers10878371 0.4585 YES 4.756E-1 (pos.40716260) diffuse_large_B_cell_lymphomaLeucine-rich repeat kinase 2 (dardarin)ATP binding,GTP binding,GTP metabolic process,GTP-dependent protein kinase activity,GTPase activator activity,GTPase activity,Golgi apparatus,Golgi organization,Golgi-associated vesicle,MAP kinase kinase activity,MAPK cascade,Rho GTPase binding,SNARE binding,Wnt signalosome,Wnt signalosome assembly,actin binding,activation of MAPK activity,activation of MAPKK activity,amphisome,autolysosome,autophagy,axon,beta-catenin destruction complex binding,calcium-mediated signaling,canonical Wnt signaling pathway,caveola neck,cell junction,cellular protein localization,cellular response to dopamine,cellular response to manganese ion,cellular response to oxidative stress,cellular response to starvation,clathrin binding,co-receptor binding,cytoplasm,cytoplasmic side of mitochondrial outer membrane,cytoplasmic vesicle,cytosol,dendrite,dendrite cytoplasm,determination of adult lifespan,endocytosis,endoplasmic reticulum,endosome,excitatory postsynaptic potential,exploration behavior,extracellular exosome,extracellular spaceAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsConflicting interpretations of pathogenicityT=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=17/14

chr19:41704832 G/G A G SNV CYP2S1 CYP2S1:intronic:NM_030622.7 1 100 intronic NM_030622.7c.834+39A>Gp.? -0.59 Cytochrome P450rs338592 9.998E-1 (pos.41704832) Cytochrome P450, family 2, subfamily S, polypeptide 1arachidonic acid epoxygenase activity,aromatase activity,endoplasmic reticulum,endoplasmic reticulum membrane,epoxygenase P450 pathway,heme binding,integral component of membrane,iron ion binding,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,protein binding,retinoic acid 4-hydroxylase activity,steroid hydroxylase activityPsoriasis;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue DiseasesA=0, G=37 A=0.0, G=1.0 0.00001 583.706 37 A=0/0, G=28/9

chr19:41707094 G/G A G SNV CYP2S1 CYP2S1:intronic:NM_030622.7 1 100 intronic NM_030622.7c.835-42A>Gp.? -1.45 Cytochrome P450rs1628289,rs756037606 0.4967 YES 5.472E-1;0.0 (pos.41707094) Cytochrome P450, family 2, subfamily S, polypeptide 1arachidonic acid epoxygenase activity,aromatase activity,endoplasmic reticulum,endoplasmic reticulum membrane,epoxygenase P450 pathway,heme binding,integral component of membrane,iron ion binding,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,protein binding,retinoic acid 4-hydroxylase activity,steroid hydroxylase activityPsoriasis;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue DiseasesA=0, G=122 A=0.0, G=1.0 0.00001 1973.22 122 A=0/0, G=68/54

chr12:40758652 C/C T C SNV LRRK2 LRRK2:exonic:NM_198578.3 1 100 49 missense NM_198578.3c.7190T>C p.Met2397Thr 0.38 0.44 81 0 0.08(COSM3753218),0.08(COSM3753219)ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers3761863 0.3449 YES 4.731E-1 (pos.40758652) adenocarcinoma,carcinomaLeucine-rich repeat kinase 2 (dardarin)ATP binding,GTP binding,GTP metabolic process,GTP-dependent protein kinase activity,GTPase activator activity,GTPase activity,Golgi apparatus,Golgi organization,Golgi-associated vesicle,MAP kinase kinase activity,MAPK cascade,Rho GTPase binding,SNARE binding,Wnt signalosome,Wnt signalosome assembly,actin binding,activation of MAPK activity,activation of MAPKK activity,amphisome,autolysosome,autophagy,axon,beta-catenin destruction complex binding,calcium-mediated signaling,canonical Wnt signaling pathway,caveola neck,cell junction,cellular protein localization,cellular response to dopamine,cellular response to manganese ion,cellular response to oxidative stress,cellular response to starvation,clathrin binding,co-receptor binding,cytoplasm,cytoplasmic side of mitochondrial outer membrane,cytoplasmic vesicle,cytosol,dendrite,dendrite cytoplasm,determination of adult lifespan,endocytosis,endoplasmic reticulum,endosome,excitatory postsynaptic potential,exploration behavior,extracellular exosome,extracellular spaceAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsBenign T=0, C=148 T=0.0, C=1.0 0.00001 2509.49 148 T=0/0, C=71/77

chr19:41928701 C/T C T SNV BCKDHA BCKDHA:intronic:NM_000709.3 1 57.14 intronic NM_000709.3c.995+26C>Tp.? -0.27 Dehydrogenase E1 componentrs284653 0.4431 YES 7.942E-2 (pos.41928701) Branched chain keto acid dehydrogenase E1, alpha polypeptide3-methyl-2-oxobutanoate dehydrogenase (2-methylpropanoyl-transferring) activity,alpha-ketoacid dehydrogenase activity,branched-chain amino acid catabolic process,carboxy-lyase activity,cellular nitrogen compound metabolic process,metal ion binding,mitochondrial alpha-ketoglutarate dehydrogenase complex,mitochondrial matrix,mitochondrion,oxidation-reduction process,protein bindingAmino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Genetic Diseases, Inborn;Maple Syrup Urine Disease;Maple syrup urine disease;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Recommended Newborn Screening PanelsBenign/Likely benignC=12, T=16 C=0.4286, T=0.5714 0.00001 161.771 28 C=8/4, T=5/11

chr19:41945837 T/A T A SNV DMAC2 DMAC2:upstream:NM_001167867.1 1 50 intronic NM_001167867.1c.-423A>T p.? -0.5 rs13346603 0.3959 YES 5.62E-1 (pos.41945837) mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assemblyT=30, A=30 T=0.5, A=0.5 0.00001 293.697 60 T=16/14, A=19/11

chr19:4229635 G/G A G SNV EBI3 EBI3:intronic:NM_005755.2 1 100 intronic NM_005755.2c.67+21A>Gp.? -2.52 Fibronectin type III domainrs400089,rs754313395 0.4602 YES 0.0 (pos.4229634),5.365E-1 (pos.4229635)Epstein-Barr virus-induced gene 3T cell proliferation,T-helper 1 type immune response,cytokine activity,cytokine receptor activity,endoplasmic reticulum lumen,extracellular region,extracellular space,humoral immune response,interleukin-12-mediated signaling pathway,interleukin-27 receptor binding,plasma membrane,positive regulation of alpha-beta T cell proliferation,positive regulation of interferon-gamma biosynthetic process,protein binding,regulation of receptor activityDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsA=0, G=32 A=0.0, G=1.0 0.00001 484.39 32 A=0/0, G=17/15

chr19:42373893 T/T C T SNV

MIR6797,RP

S19 RPS19:intronic:NM_001022.3, MIR6797:downstream:NR_106855.1 1
100

intronic NM_001022.3, NR_106855.1c.411+70C>Tp.? 0 Ribosomal protein S19ers2075751 0.3394 YES Ribosomal protein S19Notch signaling pathway,RNA binding,SRP-dependent cotranslational protein targeting to membrane,antimicrobial humoral immune response mediated by antimicrobial peptide,cytoplasm,cytosol,cytosolic small ribosomal subunit,defense response to Gram-negative bacterium,erythrocyte differentiation,extracellular exosome,extracellular matrix,fibroblast growth factor binding,focal adhesion,killing of cells of other organism,maturation of SSU-rRNA,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),membrane,monocyte chemotaxis,negative regulation of respiratory burst involved in inflammatory response,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleolus,nucleolus organization,nucleoplasm,positive regulation of cellular component movement,positive regulation of respiratory burst involved in inflammatory response,protein binding,protein homodimerization activity,protein kinase binding,protein tetramerization,rRNA processing,response to extracellular stimulus,ribAnemia;Anemia, Aplastic;Anemia, Diamond-Blackfan;Anemia, Hypoplastic, Congenital;Bone Marrow Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hematologic Diseases;Hemic and Lymphatic Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Red-Cell Aplasia, Pure;Stomach Diseases;Stomach Neoplasms;Urogenital NeoplasmsC=0, T=27 C=0.0, T=1.0 0.00001 388.818 27 C=0/0, T=8/19

chr12:40713901 T/A T A SNV LRRK2 LRRK2:exonic:NM_198578.3 1 57.14 34 missense NM_198578.3c.4939T>A p.Ser1647Thr 0.83 0.74 58 0 0.69(COSM4441423),0.69(COSM4441424)ADP-ribosylation factor family,C-terminal of Roc, COR, domain,Leucine Rich repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Protein kinase domain,Protein tyrosine kinase,Ras family,Ras of Complex, Roc, domain of DAPkinasers11564148 0.2981 YES 3.341E-1 (pos.40713901) adenocarcinoma,carcinoma,diffuse_large_B_cell_lymphomaLeucine-rich repeat kinase 2 (dardarin)ATP binding,GTP binding,GTP metabolic process,GTP-dependent protein kinase activity,GTPase activator activity,GTPase activity,Golgi apparatus,Golgi organization,Golgi-associated vesicle,MAP kinase kinase activity,MAPK cascade,Rho GTPase binding,SNARE binding,Wnt signalosome,Wnt signalosome assembly,actin binding,activation of MAPK activity,activation of MAPKK activity,amphisome,autolysosome,autophagy,axon,beta-catenin destruction complex binding,calcium-mediated signaling,canonical Wnt signaling pathway,caveola neck,cell junction,cellular protein localization,cellular response to dopamine,cellular response to manganese ion,cellular response to oxidative stress,cellular response to starvation,clathrin binding,co-receptor binding,cytoplasm,cytoplasmic side of mitochondrial outer membrane,cytoplasmic vesicle,cytosol,dendrite,dendrite cytoplasm,determination of adult lifespan,endocytosis,endoplasmic reticulum,endosome,excitatory postsynaptic potential,exploration behavior,extracellular exosome,extracellular spaceAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsConflicting interpretations of pathogenicityT=24, A=32 T=0.4286, A=0.5714 0.00001 331.823 56 T=8/16, A=15/17

chr3:3886580 G/G A G SNV LRRN1 LRRN1:exonic:NM_020873.6 1 100 2 synonymous NM_020873.6c.255A>G p.(=) -0.42 Immunoglobulin I-set domain,Immunoglobulin domain,Leucine Rich Repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs4685689 2.00E-04 9.876E-1 (pos.3886580) axonogenesis,extracellular space,integral component of membrane,positive regulation of synapse assembly,proteinaceous extracellular matrixA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=10/10

chr1:204587240 A/A G A SNV LRRN2 LRRN2:exonic:NM_201630.1 1 100 2 synonymous NM_201630.1c.1881C>T p.(=) 1.72 0.92(COSM1748102)Immunoglobulin I-set domain,Immunoglobulin domain,Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs3747632 0.4519 YES 3.044E-1 (pos.204587240)adenocarcinoma,carcinoma,ductal_carcinoma,neoplasm,transitional_cell_carcinomaaxonogenesis,cell adhesion,extracellular space,integral component of membrane,proteinaceous extracellular matrix,receptor activity,signal transductionG=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=13/9

chr2:77745725 T/C T C SNV LRRTM4 LRRTM4:exonic:NM_001134745.2 1 46.43 3 missense NM_001134745.2c.1270A>G p.Lys424Glu 8.04 0 56 0.995 Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeats (6 copies)rs374627195 0 0.0 (pos.77745725) Leucine-rich repeat transmembrane protein 4cell junction,cytokine-mediated signaling pathway,cytoplasm,integral component of membrane,negative regulation of JAK-STAT cascade,negative regulation of protein kinase activity,postsynaptic membrane,protein kinase inhibitor activity,synapse organizationT=15, C=13 T=0.5357, C=0.4643 0.00001 117.972 28 T=3/12, C=2/11

chr19:35741456 C/C T C SNV LSR LSR:exonic:NM_205834.3 1 100 2 synonymous NM_205834.3c.492T>C p.(=) 1.01 0.59(COSM5427176)Lipolysis stimulated receptor (LSR)rs2073900 0.2564 YES 4.642E-1 (pos.35741456) acute_myeloid_leukaemiaLipolysis-stimulated lipoprotein receptorchylomicron,establishment of blood-brain barrier,extracellular exosome,integral component of membrane,liver development,low-density lipoprotein particle,plasma membrane,protein localization to tricellular tight junction,regulation of lipid metabolic process,tricellular tight junction,tricellular tight junction assembly,very-low-density lipoprotein particleMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalT=0, C=46 T=0.0, C=1.0 0.00001 767.436 46 T=0/0, C=23/23

chr19:35758275 GGGA/GGGA G GGGA INDEL LSR LSR:exonic:NM_205834.3 3 100 9 nonframeshiftInsertion NM_205834.3c.1556_1557insGAGp.Gly518_Arg519insArg 0.34 Lipolysis stimulated receptor (LSR)rs142507475,rs397751431,rs797032610.2399 YES 5.113E-1;0.0 (pos.35758275) Lipolysis-stimulated lipoprotein receptorchylomicron,establishment of blood-brain barrier,extracellular exosome,integral component of membrane,liver development,low-density lipoprotein particle,plasma membrane,protein localization to tricellular tight junction,regulation of lipid metabolic process,tricellular tight junction,tricellular tight junction assembly,very-low-density lipoprotein particleMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalG=0, GGGA=44G=0.0, GGGA=1.0 0.00001 730.942 44 G=0/0, GGGA=28/16

chr2:33585796 T/C T C SNV LTBP1 LTBP1:exonic:NM_206943.2 1 100 27 missense NM_206943.2c.4133T>C p.Val1378Ala 3.9 1 64 0 Calcium-binding EGF domain,Complement Clr-like EGF-like,Human growth factor-like EGF,TB domainrs4422143,rs752348137 0 0.0 (pos.33585791),1.0 (pos.33585796) Latent transforming growth factor beta binding protein 1aorta development,calcium ion binding,cellular protein metabolic process,coronary vasculature development,endoplasmic reticulum lumen,extracellular matrix,extracellular region,extracellular space,microfibril,microfibril binding,post-translational protein modification,protein binding,protein complex,proteinaceous extracellular matrix,sequestering of TGFbeta in extracellular matrix,transforming growth factor beta binding,transforming growth factor beta-activated receptor activity,transmembrane receptor protein serine/threonine kinase signaling pathway,ventricular septum developmentT=0, C=35 T=0.0, C=1.0 0.00001 516.809 35 T=0/0, C=22/13

chr19:43439793 A/A G A SNV PSG7 PSG7:intronic:NM_001206650.1 1 100 intronic NM_001206650.1c.64+1372C>Tp.? -0.39 Immunoglobulin domainrs7245978 1.0 (pos.43439793) Pregnancy-specific beta-1-glycoprotein-7 G=0, A=28 G=0.0, A=1.0 0.00001 408.718 28 G=0/0, A=10/18

chr19:41123093 AG/G A AG INDEL LTBP4 LTBP4:exonic:NM_001042544.1 1 95.56 24 missense NM_001042544.1c.3233A>G p.Gln1078Arg 3.37 43 Calcium-binding EGF domain,Complement Clr-like EGF-like,Human growth factor-like EGF,TB domainrs201314196,rs397728155,rs590308013.00E-04 1.0 (pos.41123093) osteosarcoma Latent transforming growth factor-beta-binding protein 4calcium ion binding,extracellular exosome,extracellular matrix,extracellular region,extracellular space,glycosaminoglycan binding,growth hormone secretion,integrin binding,multicellular organism development,protein binding,protein folding,proteinaceous extracellular matrix,regulation of cell differentiation,regulation of cell growth,regulation of proteolysis,regulation of transforming growth factor beta receptor signaling pathway,transforming growth factor beta binding,transforming growth factor beta receptor signaling pathway,transforming growth factor beta-activated receptor activityCartilage Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Cutis Laxa;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Duchenne;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urologic DiseasesBenign A=0, AG=86, G=4A=0.0, AG=0.9556, G=0.04440.00001 1318.8 90 A=0/0, AG=43/43, G=4/0

chr3:46501284 CCTT/CCTT C CCTT INDEL LTF LTF:exonic:NM_002343.5 3 100 2 nonframeshiftInsertion NM_002343.5c.68_69insAAGp.Arg23dup -2.03 Transferrin rs10662431,rs55665884,rs767877060.0275 YES 9.998E-1 (pos.46501284) LactotransferrinDNA binding,antibacterial humoral response,antifungal humoral response,antimicrobial humoral immune response mediated by antimicrobial peptide,antimicrobial humoral response,bone morphogenesis,cell surface,cellular protein metabolic process,cysteine-type endopeptidase inhibitor activity,cytoplasm,defense response to Gram-negative bacterium,extracellular exosome,extracellular region,extracellular space,heparin binding,humoral immune response,innate immune response in mucosa,ion transport,iron assimilation by chelation and transport,iron ion binding,killing of cells of other organism,lipopolysaccharide binding,membrane disruption in other organism,negative regulation by host of viral process,negative regulation of ATPase activity,negative regulation of apoptotic process,negative regulation of cysteine-type endopeptidase activity,negative regulation of lipopolysaccharide-mediated signaling pathway,negative regulation of osteoclast development,negative regulation of single-species biofilm formation in or on host Bone Diseases;Bone Diseases, Metabolic;Candidiasis, Oral;Candidiasis, Vulvovaginal;Cardiovascular Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Endometriosis;Enterocolitis;Enterocolitis, Necrotizing;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Hemorrhage;Gastrointestinal Neoplasms;Genital Diseases, Female;Hypertension;Hypotension;Inflammatory Bowel Diseases;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Liver Diseases;Liver Neoplasms;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Obstetric Labor Complications;Obstetric Labor, Premature;Osteoporosis;Pregnancy Complications;Premature Birth;Stomatognathic Diseases;Vaginal Diseases;Vaginitis;Vascular Diseases;Vulvar Diseases;Vulvitis;Vulvovaginitis2-(4-(2-HYDROXY-3-(ISOPROPYLAMINO)PROPOXY)PHENYL)ETHANAMIDE,3h-Indole-5,6-Diol,Alpha-D-Fucose,Lauric Acid,Nimesulide,Nitrilotriacetic Acid,ParecoxibC=0, CCTT=35C=0.0, CCTT=1.0 0.00001 543.903 35 C=0/0, CCTT=21/14

chr19:43688898 TC/T TC T INDEL PSG5 PSG5:intronic:NM_001130014.1 1 50 intronic NM_001130014.1c.430+36GA>Ap.? -0.19, 0.0 Immunoglobulin V-set domain,Immunoglobulin domainrs71336844 0.2589 YES 3.467E-4 (pos.43688898) Pregnancy-specific beta-1-glycoprotein-5extracellular region,female pregnancy,protein bindingArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesTC=11, T=11TC=0.5, T=0.5 0.00001 69.1319 22 TC=1/10, T=4/7

chr1:23418153 T/T C T SNV LUZP1 LUZP1:exonic:NM_001142546.1 1 100 3 missense NM_001142546.1c.2602G>A p.Asp868Asn 0.8 1 23 0 0(COSM5002336) rs10799790 0.1707 YES 8.123E-1 (pos.23418153) ductal_carcinomaLeucine zipper protein 1artery development,extracellular exosome,membrane,neural fold bending,nucleus,ventricular septum developmentC=0, T=80 C=0.0, T=1.0 0.00001 1289.34 80 C=0/0, T=45/35

chr11:25100229 G/A G A SNV LUZP2 LUZP2:utr_3:NM_001009909.3 1 56 12 utr_3 NM_001009909.3c.1066G>A p.? -0.34 rs10500994 0.421 YES 7.979E-1 (pos.25100229) Leucine zipper protein 2extracellular regionAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=11, A=14 G=0.44, A=0.56 0.00001 134.349 25 G=7/4, A=8/6

chr5:115298378 C/T C T SNV LVRN LVRN:exonic:NM_173800.4 1 53.13 1 synonymous NM_173800.4c.64C>T p.(=) 0.23 0.1(COSM1130961)ERAP1-like C-terminal domain,Peptidase family M1 domainrs10062297 0.1758 YES 7.527E-1 (pos.115298378)adenocarcinoma,carcinoma,neoplasmLaeverin aminopeptidase activity,cell-cell signaling,cytoplasm,integral component of membrane,metalloaminopeptidase activity,metallopeptidase activity,peptide binding,peptide catabolic process,plasma membrane,proteolysis,regulation of blood pressure,signal transduction,zinc ion bindingC=30, T=34 C=0.4688, T=0.5313 0.00001 347.787 64 C=16/14, T=17/17

chr5:115298475 T/C T C SNV LVRN LVRN:exonic:NM_173800.4 1 50 1 missense NM_173800.4c.161T>C p.Leu54Ser -0.55 0.75 145 0 0.01(COSM6292160)ERAP1-like C-terminal domain,Peptidase family M1 domainrs12520255 0.1887 YES 7.467E-1 (pos.115298475)neoplasm Laeverin aminopeptidase activity,cell-cell signaling,cytoplasm,integral component of membrane,metalloaminopeptidase activity,metallopeptidase activity,peptide binding,peptide catabolic process,plasma membrane,proteolysis,regulation of blood pressure,signal transduction,zinc ion bindingT=29, C=29 T=0.5, C=0.5 0.00001 282.583 58 T=15/14, C=13/16

chr19:43922300 G/A G A SNV TEX101 TEX101:intronic:NM_001130011.1 1 50 intronic NM_001130011.1c.521-20G>Ap.? -0.18 u-PAR/Ly-6 domainrs2278834 0.2264 YES 5.882E-1 (pos.43922300) Testis-expressed gene 101C-terminal protein lipidation,acrosomal membrane,acrosomal vesicle,anchored component of plasma membrane,binding of sperm to zona pellucida,extracellular region,fertilization,membrane raft,plasma membrane,regulation of flagellated sperm motility,sperm motilityG=11, A=11 G=0.5, A=0.5 0.00001 94.6067 22 G=4/7, A=8/3

chr5:115298977 C/T C T SNV LVRN LVRN:exonic:NM_173800.4 1 50 1 synonymous NM_173800.4c.663C>T p.(=) 1.09 0.66(COSM448466)ERAP1-like C-terminal domain,Peptidase family M1 domainrs1445708 0.39 YES 4.356E-1 (pos.115298977)acute_myeloid_leukaemiaLaeverin aminopeptidase activity,cell-cell signaling,cytoplasm,integral component of membrane,metalloaminopeptidase activity,metallopeptidase activity,peptide binding,peptide catabolic process,plasma membrane,proteolysis,regulation of blood pressure,signal transduction,zinc ion bindingC=18, T=18 C=0.5, T=0.5 0.00001 185.082 36 C=4/14, T=5/13

chr4:4276131 GC/GC G GC INDEL LYAR LYAR:exonic:NM_017816.2 1 100 7 frameshiftInsertion NM_017816.2c.794_795insGp.His265fs -0.52 LYAR-type C2HC zinc finger Ly1 antibody-reactive protein, mouse, homolog ofRNA binding,metal ion binding,nucleolus,nucleus,protein bindingG=0, GC=62 G=0.0, GC=1.0 0.00001 601.638 62 G=0/0, GC=33/29

chr4:4276132 C/C T C SNV LYAR LYAR:exonic:NM_017816.2 1 100 7 missense NM_017816.2c.794A>G p.His265Arg 0.57 0.37 29 0 LYAR-type C2HC zinc fingerrs7376390 0 9.997E-1 (pos.4276132) Ly1 antibody-reactive protein, mouse, homolog ofRNA binding,metal ion binding,nucleolus,nucleus,protein bindingT=0, C=62 T=0.0, C=1.0 0.00001 913.749 62 T=0/0, C=33/29

chr19:44131297 C/C T C SNV CADM4 CADM4:intronic:NM_145296.1 1 100 intronic NM_145296.1c.364+21A>Gp.? -3.6 CD80-like C2-set immunoglobulin domain,Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs407049 0.0109 1.0 (pos.44131297) Cell adhesion molecule 4cell adhesion molecule binding,cell recognition,cell-cell adherens junction,extracellular exosome,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of plasma membrane,protein homodimerization activity,receptor activity,receptor bindingT=0, C=35 T=0.0, C=1.0 0.00001 543.901 35 T=0/0, C=24/11

chr19:4429007 T/T C T SNV CHAF1A CHAF1A:intronic:NM_005483.2 1 100 intronic NM_005483.2c.1604+120C>Tp.? -1.7 CAF1 complex subunit p150, region binding to CAF1-p60 at C-term,CAF1 complex subunit p150, region binding to PCNA,Chromatin assembly factor 1 complex p150 subunit, N-terminal,Chromatin assembly factor 1 subunit Ars62130978 YES Chromatin assembly factor I, subunit ACAF-1 complex,DNA repair,DNA replication,DNA replication-dependent nucleosome assembly,cell cycle,chromatin assembly,chromatin binding,chromo shadow domain binding,identical protein binding,nuclear chromatin,protein binding,protein complex,protein complex assembly,unfolded protein bindingMouth Diseases;Stomatognathic Diseases C=0, T=39 C=0.0, T=1.0 0.00001 605.325 39 C=0/0, T=7/32

chr19:4432973 A/A G A SNV CHAF1A CHAF1A:intronic:NM_005483.2 1 100 intronic NM_005483.2c.2204-94G>Ap.? -1.52 CAF1 complex subunit p150, region binding to CAF1-p60 at C-term,CAF1 complex subunit p150, region binding to PCNA,Chromatin assembly factor 1 complex p150 subunit, N-terminal,Chromatin assembly factor 1 subunit Ars243372 YES Chromatin assembly factor I, subunit ACAF-1 complex,DNA repair,DNA replication,DNA replication-dependent nucleosome assembly,cell cycle,chromatin assembly,chromatin binding,chromo shadow domain binding,identical protein binding,nuclear chromatin,protein binding,protein complex,protein complex assembly,unfolded protein bindingMouth Diseases;Stomatognathic Diseases G=0, A=28 G=0.0, A=1.0 0.00001 408.718 28 G=0/0, A=19/9

chr1:219383905 G/G A G SNV LYPLAL1 LYPLAL1:exonic:NM_138794.4 1 100 4 missense NM_138794.4c.393A>G p.Ile131Met 1.71 0.92 10 0 Dienelactone hydrolase family,Phospholipase/Carboxylesterase,Putative esterasers940570 2.00E-04 YES 1.0 (pos.219383905) Lysophospholipase-like 1biological_process,carboxylic ester hydrolase activity,cytoplasm,cytosol,extracellular exosome,lysophospholipase activity,palmitoyl-(protein) hydrolase activity,protein depalmitoylationA=0, G=161 A=0.0, G=1.0 0.00001 2600.12 161 A=0/0, G=72/89

chr6:5086070 G/G A G SNV

LYRM4-

AS1,PPP1R3

G PPP1R3G:exonic:NM_001145115.2, LYRM4-AS1:intronic_nc:NR_126015.11

100

1 synonymous NR_126015.1, NM_001145115.2c.351A>G p.(=) 1.86 0(COSM3762124)Carbohydrate/starch-binding module (family 21),Starch/carbohydrate-binding module (family 53)rs667752,rs796297442 YES 1.0 (pos.5086070) adenocarcinoma,neoplasm A=0, G=43 A=0.0, G=1.0 0.00001 705.823 43 A=0/0, G=18/25

chr15:100269309 G/G T G SNV LYSMD4 LYSMD4:utr_3:NM_152449.3 1 100 6 utr_3 NM_152449.3c.913A>C p.? 0.52 rs6598263 9.00E-04 YES 9.998E-1;1.156E-4;0.0 (pos.100269309) integral component of membrane T=0, G=33 T=0.0, G=1.0 0.00001 504.595 33 T=0/0, G=9/24

chr15:100269796 G/G A G SNV LYSMD4 LYSMD4:exonic:NM_152449.3 1 100 6 synonymous NM_152449.3c.426T>C p.(=) -0.99 0.01(COSM4148337),0.01(COSM4909360)rs6598264 8.00E-04 YES 9.999E-1 (pos.100269796)neoplasm integral component of membrane A=0, G=255 A=0.0, G=1.0 0.00001 4181.37 255 A=0/0, G=119/136

chr19:4446995 T/T C T SNV

MIR4746,U

BXN6 MIR4746:downstream:NR_039901.1, UBXN6:intronic:NM_025241.2 1
100

intronic NM_025241.2, NR_039901.1c.616-78G>Ap.? -1.65 PUB domain,UBX domainrs243389 YES UBX domain protein 6ERAD pathway,cytoplasm,cytosol,early endosome membrane,endosome to lysosome transport via multivesicular body sorting pathway,extracellular exosome,extrinsic component of membrane,late endosome membrane,lysosomal membrane,macroautophagy,microtubule organizing center,nucleus,protein binding,protein complexC=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=13/11

chr1:235972435 C/C T C SNV LYST LYST:exonic:NM_000081.3 1 100 5 synonymous NM_000081.3c.1683A>G p.(=) -0.45 0.04(COSM3746868)Beige/BEACH domain,PH domain associated with Beige/BEACH,WD domain, G-beta repeatrs3820553 0.3997 YES 6.02E-2 (pos.235972435) ductal_carcinoma,hepatocellular_carcinomaLysosomal trafficking regulatorcytoplasm,defense response to bacterium,defense response to protozoan,defense response to virus,endosome to lysosome transport via multivesicular body sorting pathway,leukocyte chemotaxis,lysosome organization,mast cell secretory granule organization,melanosome organization,microtubule cytoskeleton,natural killer cell mediated cytotoxicity,pigmentation,protein binding,protein transportChediak-Higashi Syndrome;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Leukocyte Disorders;Phagocyte Bactericidal DysfunctionBenign T=0, C=37 T=0.0, C=1.0 0.00001 583.706 37 T=0/0, C=16/21

chr1:235972867 C/C T C SNV LYST LYST:exonic:NM_000081.3 1 100 5 synonymous NM_000081.3c.1251A>G p.(=) -0.06 0.52(COSM3746869)Beige/BEACH domain,PH domain associated with Beige/BEACH,WD domain, G-beta repeatrs1063128 0.3994 YES 6.009E-2 (pos.235972867)hepatocellular_carcinomaLysosomal trafficking regulatorcytoplasm,defense response to bacterium,defense response to protozoan,defense response to virus,endosome to lysosome transport via multivesicular body sorting pathway,leukocyte chemotaxis,lysosome organization,mast cell secretory granule organization,melanosome organization,microtubule cytoskeleton,natural killer cell mediated cytotoxicity,pigmentation,protein binding,protein transportChediak-Higashi Syndrome;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Leukocyte Disorders;Phagocyte Bactericidal DysfunctionBenign T=0, C=73 T=0.0, C=1.0 0.00001 1150.51 73 T=0/0, C=22/51

chr3:42438754 C/C T C SNV LYZL4 LYZL4:utr_3:NM_144634.3 1 100 5 utr_3 NM_144634.3c.444A>G p.? -4.51 C-type lysozyme/alpha-lactalbumin familyrs13054 0.4002 YES 5.507E-1;0.0;0.0 (pos.42438754) Lysozyme-like 4acrosomal vesicle,cell wall macromolecule catabolic process,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,defense response to bacterium,extracellular space,fertilization,lysozyme activity,nucleus,single fertilization,sperm flagellumT=0, C=61 T=0.0, C=1.0 0.00001 921.792 61 T=0/0, C=32/29

chr10:102766574 A/G A G SNV

LZTS2,PDZD

7 LZTS2:exonic:NM_032429.3, PDZD7:downstream:NM_001195263.1 1
57.14

5 unknown NM_032429.3, NM_001195263.1c.1659A>G, c.*1650T>Cp.(=), p.? -1.36 0.03(COSM3722442)Fez1 rs386747052,rs807024 0.2431 YES 5.555E-1 (pos.102766574)neoplasm,squamous_cell_carcinomaLeucine zipper, putative tumor suppressor 2,PDZ domain-containing 7USH2 complex,Wnt signaling pathway,auditory receptor cell stereocilium organization,cell cycle,cell division,cilium,cytosol,detection of mechanical stimulus involved in sensory perception of sound,establishment of protein localization,extracellular space,kidney development,microtubule,microtubule organizing center,negative regulation of canonical Wnt signaling pathway,negative regulation of cell proliferation,negative regulation of protein localization to nucleus,nucleus,plasma membrane,protein binding,protein heterodimerization activity,protein homodimerization activity,stereocilia ankle link,vesicleAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersA=45, G=60 A=0.4286, G=0.5714 0.00001 649.332 105 A=32/13, G=43/17

chr20:3147762 G/G A G SNV LZTS3 LZTS3:exonic:NM_001282533.1 1 100 3 synonymous NM_001282533.1c.48T>C p.(=) 0.07 Fez1 rs6051612 0.0153 YES 9.543E-1 (pos.3147762) cell junction,cytoplasm,cytoskeleton,postsynaptic density,postsynaptic membrane,regulation of dendritic spine morphogenesis,synapseA=0, G=41 A=0.0, G=1.0 0.00001 664.7 41 A=0/0, G=25/16

chr3:119434527 C/C G C SNV MAATS1 MAATS1:exonic:NM_033364.3 1 100 6 missense NM_033364.3c.619G>C p.Ala207Pro 3.13 1 27 0 0.64(COSM5915123),0.64(COSM5915124)Solute carrier (proton/amino acid symporter), TRAMD3 or PAT1rs6438544 9.00E-04 YES 1.0 (pos.119434527) basal_cell_carcinomaMYCBP-associated testis-expressed protein 1axoneme,cilium movement,integral component of membrane,mitochondrion,motile cilium,protein binding,radial spoke stalkG=0, C=23 G=0.0, C=1.0 0.00001 321.75 23 G=0/0, C=13/10

chr1:39908506 A/A G A SNV MACF1 MACF1:exonic:NM_012090.5 1 100 73 missense NM_012090.5c.13048G>Ap.Ala4350Thr 1.86 0.68 58 0 0.53(COSM3751186),0.53(COSM3751187),0.53(COSM3751188)Calponin homology (CH) domain,EF hand,EF-hand domain pair,Growth-Arrest-Specific Protein 2 Domain,Spectrin repeatrs587404 0.3066 YES 3.609E-1 (pos.39908506) adenocarcinoma,carcinomaMicrotubule-actin cross-linking factor 1ATPase activity,Golgi apparatus,Golgi to plasma membrane protein transport,RNA binding,Wnt signaling pathway,actin binding,actin cytoskeleton,actin filament binding,cadherin binding,calcium ion binding,cell junction,cytoplasm,cytoskeleton,integral component of membrane,microtubule,microtubule binding,microtubule minus-end binding,plasma membrane,positive regulation of Wnt signaling pathway,positive regulation of axon extension,protein binding,regulation of cell migration,regulation of epithelial cell migration,regulation of focal adhesion assembly,regulation of microtubule-based process,ruffle membrane,wound healingG=0, A=31 G=0.0, A=1.0 0.00001 472.58 31 G=0/0, A=19/12

chr4:120981214 C/C T C SNV MAD2L1 MAD2L1:utr_3:NM_002358.3 1 100 5 utr_3 NM_002358.3c.677A>G p.? -0.25 HORMA domainrs2908990 YES Mitotic arrest deficient, yeast, homolog-like 1anaphase-promoting complex-dependent catabolic process,cell division,condensed chromosome kinetochore,cytosol,identical protein binding,kinetochore,mitotic cell cycle checkpoint,mitotic sister chromatid segregation,mitotic spindle,mitotic spindle assembly checkpoint,negative regulation of apoptotic process,negative regulation of mitotic cell cycle,negative regulation of protein catabolic process,negative regulation of ubiquitin protein ligase activity,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nuclear pore,nucleoplasm,nucleus,perinuclear region of cytoplasm,positive regulation of mitotic cell cycle spindle assembly checkpoint,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein homodimerization activity,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,sister chromatid cohesion,spindle pAdnexal Diseases;Autoimmune Diseases;Carcinoma;Carcinoma, Squamous Cell;Cysts;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Head and Neck Neoplasms;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nephritis;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Urologic DiseasesT=0, C=38 T=0.0, C=1.0 0.00001 603.78 38 T=0/0, C=27/11

chr11:47298360 A/A G A SNV MADD MADD:exonic:NM_003682.3 1 100 5 synonymous NM_003682.3c.1041G>A p.(=) 4.67 0.93(COSM4415741)DENN (AEX-3) domain,uDENN domainrs326214 0.3076 YES 2.976E-1 (pos.47298360) acute_myeloid_leukaemiaElectron transfer flavoprotein, alpha polypeptide,Electron transfer flavoprotein, beta polypeptide,Electron transfer flavoprotein:ubiquinone oxidoreductase,MAP kinase-activating death domain (differentially expressed in normal and neoplastic cells)Rab guanyl-nucleotide exchange factor activity,activation of MAPK activity,cell surface receptor signaling pathway,cytoplasm,cytosol,death receptor binding,execution phase of apoptosis,integral component of membrane,plasma membrane,protein binding,protein kinase activator activity,regulation of Rab protein signal transduction,regulation of apoptotic process,regulation of cell cycle,regulation of extrinsic apoptotic signaling pathway,regulation of extrinsic apoptotic signaling pathway via death domain receptors,regulation of tumor necrosis factor-mediated signaling pathwayG=0, A=23 G=0.0, A=1.0 0.00001 316.676 23 G=0/0, A=15/8

chr19:4453324 CC/CC TG CC MNV UBXN6 UBXN6:intronic:NM_025241.2 2 100 intronic NM_025241.2c.312+131CA>GGp.? -0.67, -0.1 PUB domain,UBX domainrs376965,rs411833,rs70947751,rs879440764YES UBX domain protein 6ERAD pathway,cytoplasm,cytosol,early endosome membrane,endosome to lysosome transport via multivesicular body sorting pathway,extracellular exosome,extrinsic component of membrane,late endosome membrane,lysosomal membrane,macroautophagy,microtubule organizing center,nucleus,protein binding,protein complexTG=0, CC=41TG=0.0, CC=1.0 0.00001 664.042 41 TG=0/0, CC=28/13

chr11:47303275 C/C T C SNV MADD MADD:exonic:NM_003682.3 1 100 8 synonymous NM_003682.3c.1440T>C p.(=) -0.01 0.81(COSM4145743)DENN (AEX-3) domain,uDENN domainrs326217 0.3065 YES 2.742E-1 (pos.47303275) acute_myeloid_leukaemia,neoplasmElectron transfer flavoprotein, alpha polypeptide,Electron transfer flavoprotein, beta polypeptide,Electron transfer flavoprotein:ubiquinone oxidoreductase,MAP kinase-activating death domain (differentially expressed in normal and neoplastic cells)Rab guanyl-nucleotide exchange factor activity,activation of MAPK activity,cell surface receptor signaling pathway,cytoplasm,cytosol,death receptor binding,execution phase of apoptosis,integral component of membrane,plasma membrane,protein binding,protein kinase activator activity,regulation of Rab protein signal transduction,regulation of apoptotic process,regulation of cell cycle,regulation of extrinsic apoptotic signaling pathway,regulation of extrinsic apoptotic signaling pathway via death domain receptors,regulation of tumor necrosis factor-mediated signaling pathwayT=0, C=82 T=0.0, C=1.0 0.00001 1333.74 82 T=0/0, C=27/55

chr8:145160646 C/C T C SNV MAF1 MAF1:exonic:NM_032272.4 1 100 2 synonymous NM_032272.4c.60T>C p.(=) -4.7 0.16(COSM4162832)Maf1 regulatorrs11136256 0.0012 YES 9.999E-1 (pos.145160646)neoplasm Maf1, S. cerevisiae, homolog ofGABA receptor binding,RNA polymerase III core binding,RNA polymerase III type 1 promoter DNA binding,RNA polymerase III type 2 promoter DNA binding,RNA polymerase III type 3 promoter DNA binding,axon,cytoplasm,cytosol,dendrite,inhibitory synapse,intracellular,intracellular membrane-bounded organelle,negative regulation of transcription from RNA polymerase III promoter,nucleolus,nucleoplasm,nucleus,perinuclear region of cytoplasm,plasma membrane,transcription, DNA-templatedBenign T=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=17/4

chrX:27839572 C/C T C SNV MAGEB10 MAGEB10:exonic:NM_182506.3 1 100 3 missense NM_182506.3c.149T>C p.Phe50Ser -0.59 155 0(COSM4998285),0(COSM4998286),0.01(COSM6018394),0.01(COSM6018395)MAGE family,Melanoma associated antigen family N terminalrs1368769 0.4679 YES 9.662E-2 (pos.27839572) Merkel_cell_carcinoma,ductal_carcinomaMelanoma antigen, family B, 10 T=0, C=40 T=0.0, C=1.0 0.00001 625.037 40 T=0/0, C=15/25

chrX:27839616 CA/CA C CA INDEL MAGEB10 MAGEB10:exonic:NM_182506.3 1 100 3 frameshiftInsertion NM_182506.3c.193_194insAp.Arg65fs -1.1 0.01(COSM5534174),0.01(COSM5534175)MAGE family,Melanoma associated antigen family N terminalrs777281486 0.0 (pos.27839616) malignant_melanomaMelanoma antigen, family B, 10 C=0, CA=42 C=0.0, CA=1.0 0.00001 540.78 42 C=0/0, CA=11/31

chr19:44585159 A/A T A SNV ZNF284 ZNF284:intronic:NM_001037813.3 1 100 intronic NM_001037813.3c.16-9T>A p.? -1.34 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers4803674 0.1236 YES 5.886E-1 (pos.44585159) DNA binding,DNA binding transcription factor activity,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, A=33 T=0.0, A=1.0 0.00001 504.583 33 T=0/0, A=13/20

chrX:35820696 A/A G A SNV MAGEB16 MAGEB16:exonic:NM_001099921.1 1 100 2 missense NM_001099921.1c.383G>A p.Cys128Tyr 1.39 194 0(COSM5905165),0(COSM5905166)MAGE family,Melanoma associated antigen family N terminalrs1410962 0.4639 YES 7.666E-1 (pos.35820696) basal_cell_carcinomaMelanoma antigen, family B, 16 G=0, A=29 G=0.0, A=1.0 0.00001 427.602 29 G=0/0, A=16/13

chrX:35820795 G/G A G SNV MAGEB16 MAGEB16:exonic:NM_001099921.1 1 100 2 missense NM_001099921.1c.482A>G p.His161Arg -1.03 29 0(COSM150777),0(COSM4386393)MAGE family,Melanoma associated antigen family N terminalrs5973488 0.4647 YES 7.646E-1 (pos.35820795) adenocarcinoma,basal_cell_carcinomaMelanoma antigen, family B, 16 A=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=15/15

chr19:44604914 C/C T C SNV ZNF224 ZNF224:intronic:NM_013398.3 1 100 intronic NM_013398.3c.16-40T>C p.? -3.04 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers62115526 0.1824 YES 5.34E-1 (pos.44604914) Zinc finger protein-224DNA binding transcription factor activity,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear membrane,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,transcriptional repressor complexT=0, C=46 T=0.0, C=1.0 0.00001 768.041 46 T=0/0, C=29/17

chrX:35821304 AT/AT A AT INDEL MAGEB16 MAGEB16:utr_3:NM_001099921.1 1 100 2 utr_3 NM_001099921.1c.991_992insTp.? -0.02 MAGE family,Melanoma associated antigen family N terminal Melanoma antigen, family B, 16 A=0, AT=79 A=0.0, AT=1.0 0.00001 487.374 79 A=0/0, AT=38/41

chrX:30254361 A/A G A SNV MAGEB3 MAGEB3:exonic:NM_002365.4 1 100 5 missense NM_002365.4c.320G>A p.Arg107His -3.47 29 0(COSM1132338)MAGE family,Melanoma associated antigen family N terminalrs2071308 0.4466 YES 5.49E-1 (pos.30254361) adenocarcinoma,neoplasmMelanoma antigen, family B, 3 G=0, A=50 G=0.0, A=1.0 0.00001 852.739 50 G=0/0, A=28/22

chrX:30254376 C/C T C SNV MAGEB3 MAGEB3:exonic:NM_002365.4 1 100 5 missense NM_002365.4c.335T>C p.Ile112Thr -2.95 89 0(COSM1467436)MAGE family,Melanoma associated antigen family N terminalrs2071309 0.1029 YES 5.708E-1 (pos.30254376) neoplasm Melanoma antigen, family B, 3 T=0, C=47 T=0.0, C=1.0 0.00001 789.328 47 T=0/0, C=25/22

chrX:30261002 G/G A G SNV MAGEB4 MAGEB4:exonic:NM_002367.3 1 100 1 synonymous NM_002367.3c.750A>G p.(=) -0.87 0(COSM1132336)MAGE family,Melanoma associated antigen family N terminalrs2071311 0.103 YES 5.664E-1 (pos.30261002) acute_myeloid_leukaemia,adenocarcinoma,neoplasmMelanoma antigen, family B, 4cytoplasm,protein binding A=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=12/9

chrX:30261158 C/C G C SNV MAGEB4 MAGEB4:exonic:NM_002367.3 1 100 1 synonymous NM_002367.3c.906G>C p.(=) -1.32 0(COSM4002295)MAGE family,Melanoma associated antigen family N terminalrs2856733 0.103 YES 5.649E-1 (pos.30261158) acute_myeloid_leukaemiaMelanoma antigen, family B, 4cytoplasm,protein binding G=0, C=50 G=0.0, C=1.0 0.00001 743.032 50 G=0/0, C=39/11

chrX:140983127 A/A G A SNV MAGEC3 MAGEC3:exonic:NM_138702.1 1 100 5 missense NM_138702.1c.982G>A p.Ala328Thr 0.47 0 58 0.98 0.01(COSM1466088),0.01(COSM4002264)rs176026 0.0709 YES 4.74E-1 (pos.140983127) acute_myeloid_leukaemia,adenocarcinomaMelanoma antigen, family C, 3 G=0, A=53 G=0.0, A=1.0 0.00001 782.03 53 G=0/0, A=27/26

chr7:78119109 C/T C T SNV MAGI2 MAGI2:exonic:NM_012301.3 1 50 6 synonymous NM_012301.3c.1014G>A p.(=) 1.82 0.7(COSM5764561),0.7(COSM5764562),0.7(COSM5878557)Guanylate kinase,PDZ domain (Also known as DHR or GLGF),Unstructured region on MAGI,WW domainrs3735442 0.3036 YES 2.36E-1 (pos.78119109) adenocarcinoma,carcinomaMembrane-associated guanylate kinase, WW and PDZ domains-containing, 2SMAD binding,SMAD protein signal transduction,beta-1 adrenergic receptor binding,bicellular tight junction,cellular response to nerve growth factor stimulus,cytoplasm,dendrite,glomerular visceral epithelial cell development,kinase activity,late endosome,mitotic cell cycle arrest,negative regulation of activin receptor signaling pathway,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of protein kinase B signaling,nerve growth factor signaling pathway,neuroligin clustering involved in postsynaptic membrane assembly,nucleus,perinuclear region of cytoplasm,phosphatase binding,phosphorylation,planar cell polarity pathway involved in axis elongation,plasma membrane,positive regulation of neuron projection development,positive regulation of phosphoprotein phosphatase activity,positive regulation of receptor internalization,positive regulation of synaptic vesicle clustering,postsynaptic density,protein binding,protein complex,protein complex scaffold activity,proteiAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and EpithelialLikely benign C=11, T=11 C=0.5, T=0.5 0.00001 94.586 22 C=10/1, T=6/5

chrX:49021537 C/C G C SNV MAGIX MAGIX:exonic:NM_024859.3 1 100 5 missense NM_024859.3c.517G>C p.Val173Leu 2.46 1 32 0.001 0.01(COSM4156884),0.01(COSM4156885)PDZ domain (Also known as DHR or GLGF)rs5905720,rs782156460 0.0017 0.0 (pos.49021533),9.995E-1 (pos.49021537)neoplasm G=0, C=53 G=0.0, C=1.0 0.00001 782.025 53 G=0/0, C=25/28

chr6:10764727 G/G A G SNV MAK MAK:exonic:NM_001242957.2 1 100 14 synonymous NM_001242957.2c.1905T>C p.(=) -0.31 Protein kinase domain,Protein tyrosine kinasers126405 0.2309 YES 9.245E-1 (pos.10764727) Male germ cell-associated kinaseATP binding,cell differentiation,centrosome,cilium,cilium assembly,cytoplasm,intracellular signal transduction,intraciliary transport,metal ion binding,midbody,mitotic spindle,multicellular organism development,nucleus,photoreceptor cell maintenance,photoreceptor inner segment,photoreceptor outer segment,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of gene expression,regulation of transcription, DNA-templated,spermatogenesis,transcription coactivator activity,transcription, DNA-templatedCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign A=0, G=49 A=0.0, G=1.0 0.00001 831.633 49 A=0/0, G=38/11

chr19:44896487 C/C G C SNV ZNF285 ZNF285:intronic:NM_001291488.1 1 100 intronic NM_001291488.1c.163+17C>Gp.? 0.09 rs2571123 0.1522 YES 2.346E-1 (pos.44896487) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, C=25 G=0.0, C=1.0 0.00001 353.018 25 G=0/0, C=10/15

chr19:4491476 C/C G C SNV HDGFL2 HDGFL2:intronic:NM_001001520.2 1 100 intronic NM_001001520.2c.490-87G>Cp.? -0.89 Lens epithelium-derived growth factor (LEDGF),PWWP domainrs11878416 YES nucleus,positive regulation of cell growth,protein bindingG=0, C=31 G=0.0, C=1.0 0.00001 465.785 31 G=0/0, C=15/16

chr9:72741312 A/A G A SNV MAMDC2 MAMDC2:exonic:NM_153267.4 1 100 6 missense NM_153267.4c.881G>A p.Ser294Asn 0.77 0.9 46 0.011 0.22(COSM4164000)MAM domain, meprin/A5/murs1998972 0.0628 YES 9.998E-1 (pos.72741312) neoplasm MAM domain-containing 2endoplasmic reticulum,membrane,proteinaceous extracellular matrixG=0, A=33 G=0.0, A=1.0 0.00001 504.597 33 G=0/0, A=18/15

chr11:95825797 A/G A G SNV MAML2 MAML2:exonic:NM_032427.3 1 98.41 2 synonymous NM_032427.3c.1398T>C p.(=) -0.74 0.04(COSM3773616)MamL-1 domainrs7931870 0.4217 YES 1.942E-1 (pos.95825797) clear_cell_renal_cell_carcinoma,neoplasmMastermind-like 2Notch signaling pathway,nuclear speck,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription of Notch receptor target,transcription coactivator activity,transcription initiation from RNA polymerase II promoterArthritis;Arthritis, Juvenile;Autoimmune Diseases;Cardiovascular Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Connective Tissue Diseases;Death, Sudden, Cardiac;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Heart Arrest;Heart Diseases;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=1, G=62 A=0.0159, G=0.9841 0.00001 925.354 63 A=0/1, G=27/35

chrX:149680554 T/T C T SNV MAMLD1 MAMLD1:exonic:NM_001177465.2 1 100 5 synonymous NM_001177465.2c.2208C>T p.(=) 0.04 0.01(COSM456959) rs2070779 YES 5.447E-1 (pos.149680554)neoplasm,squamous_cell_carcinomaMastermind-like domain containing 1Golgi apparatus,cellular_component,centrosome,male gonad development,molecular_function,nuclear body,nucleoplasm,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Genital Diseases, Male;Hypospadias;Male Urogenital Diseases;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular Diseases;Penile Diseases;Urogenital AbnormalitiesC=0, T=28 C=0.0, T=1.0 0.00001 407.776 28 C=0/0, T=15/13

chr19:45162189 C/A C A SNV PVR PVR:intronic:NM_006505.4 1 50 intronic NM_006505.4c.1150+21C>Ap.? 0.66 0.09(COSM5461774)CD80-like C2-set immunoglobulin domain,Immunoglobulin V-set domainrs35385129 0.1607 YES 3.67E-1 (pos.45162189) adenocarcinomaPolio virus receptoradherens junction organization,cell adhesion molecule binding,cell migration,cell recognition,cell surface,cell-cell adherens junction,cell-cell adhesion,cytoplasm,dynein light chain binding,extracellular exosome,extracellular space,focal adhesion,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,plasma membrane,positive regulation of natural killer cell mediated cytotoxicity,positive regulation of natural killer cell mediated cytotoxicity directed against tumor cell target,protein binding,protein homodimerization activity,receptor activity,receptor binding,regulation of immune response,susceptibility to T cell mediated cytotoxicity,susceptibility to natural killer cell mediated cytotoxicity,viral entry into host cell,virus receptor activityAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Central Nervous System Diseases;Central Nervous System Infections;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Myelitis;Nervous System Diseases;Neuromuscular Diseases;Poliomyelitis;Spinal Cord DiseasesMYRISTIC ACID,SphingosineC=10, A=10 C=0.5, A=0.5 0.00001 82.886 20 C=5/5, A=5/5

chr4:6623032 G/T G T SNV MAN2B2 MAN2B2:utr_3:NM_015274.2 1 96.77 19 utr_3 NM_015274.2c.3050G>T p.? -0.31 Alpha mannosidase middle domain,Glycosyl hydrolases family 38 C-terminal domain,Glycosyl hydrolases family 38 N-terminal domainrs4234768 3.00E-04 YES 9.988E-1 (pos.6623032) alpha-mannosidase activity,carbohydrate binding,extracellular exosome,lysosomal lumen,mannan endo-1,6-alpha-mannosidase activity,mannose metabolic process,metal ion binding,oligosaccharide catabolic process,protein deglycosylationG=1, T=30 G=0.0323, T=0.9677 0.00001 435.399 31 G=1/0, T=15/15

chr12:12483713 A/G A G SNV MANSC1 MANSC1:exonic:NM_018050.2 1 57.14 4 synonymous NM_018050.2c.544T>C p.(=) 0.27 0.04(COSM147446)MANEC domain,PAN domainrs4763282 0.245 YES 3.708E-1 (pos.12483713) adenocarcinoma integral component of membrane A=30, G=40 A=0.4286, G=0.5714 0.00001 434.763 70 A=15/15, G=16/24

chr19:45488567 C/C T C SNV CLPTM1 CLPTM1:intronic:NM_001294.3 1 100 intronic NM_001294.3c.672+6T>Cp.? -1.38 Cleft lip and palate transmembrane protein 1 (CLPTM1)rs204471 0.0443 YES 9.288E-1 (pos.45488567) Cleft lip and palate-associated transmembrane protein 1cell differentiation,external side of plasma membrane,integral component of membrane,integral component of plasma membrane,membrane,multicellular organism development,protein binding,regulation of T cell differentiation in thymusDigestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Neoplasms;Neoplasms by Site;Pancreatic Diseases;Pancreatic NeoplasmsT=0, C=20 T=0.0, C=1.0 0.00001 263.785 20 T=0/0, C=6/14

chr19:45573405 A/C A C SNV CLASRP CLASRP:intronic:NM_007056.2 1 46.43 intronic NM_007056.2c.1957+43A>Cp.? -1.09 Alternative splicing regulatorrs117782853 0.0222 YES 1.187E-4;0.0 (pos.45573405) RNA splicing,mRNA processing,nucleus,protein binding A=15, C=13 A=0.5357, C=0.4643 0.00001 117.993 28 A=6/9, C=6/7

chr1:232940974 G/A G A SNV MAP10 MAP10:exonic:NM_019090.2 1 47.37 1 missense NM_019090.2c.205G>A p.Gly69Ser 0.18 56 0.07(COSM4985010),0.07(COSM4985011)Domain of unknown function,Protein of unknown function (DUF4497)rs201625156 0 0.0 (pos.232940974) rhabdomyosarcoma cell division,centrosome,cytoplasmic microtubule,cytoplasmic microtubule organization,microtubule binding,midbody,mitotic spindle midzone,mitotic spindle midzone assembly,mitotic spindle pole,positive regulation of cytokinesis,regulation of microtubule-based processG=110, A=99G=0.5263, A=0.4737 0.00001 1018.92 209 G=56/54, A=60/39

chr19:45681560 C/C T C SNV

BLOC1S3,TR

APPC6A TRAPPC6A:upstream:NM_024108.2, BLOC1S3:upstream:NM_212550.41
100

intronic NM_024108.2, NM_212550.4c.-84A>G, c.-995T>Cp.?, p.? -1.62 rs7254936 Biogenesis of lysosome-related organelles complex 1, subunit 3,Trafficking protein particle complex, subunit 6ABLOC-1 complex,COPII vesicle coating,ER to Golgi vesicle-mediated transport,Golgi membrane,Rab guanyl-nucleotide exchange factor activity,TRAPP complex,anterograde axonal transport,anterograde synaptic vesicle transport,axon cytoplasm,cis-Golgi network,cytosol,endoplasmic reticulum,endosome to melanosome transport,eye development,melanosome assembly,melanosome organization,melanosome transport,molecular_function,neuron projection development,pigmentation,platelet activation,platelet dense granule organization,protein binding,regulation of molecular function,trans-Golgi network,transport vesicleAdnexal Diseases;Albinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hermanski-Pudlak Syndrome;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Nutritional and Metabolic Diseases;Ovarian Cysts;Ovarian Diseases;Pigmentation Disorders;Platelet Storage Pool Deficiency;Polycystic Ovary Syndrome;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesS-PALMITOYL-L-CYSTEINE T=0, C=20 T=0.0, C=1.0 0.00001 263.781 20 T=0/0, C=12/8

chr1:232942028 A/G A G SNV MAP10 MAP10:exonic:NM_019090.2 1 45.83 1 missense NM_019090.2c.1259A>G p.Asn420Ser 0.33 46 Domain of unknown function,Protein of unknown function (DUF4497)rs61739198 0.0012 YES 3.508E-2 (pos.232942028) cell division,centrosome,cytoplasmic microtubule,cytoplasmic microtubule organization,microtubule binding,midbody,mitotic spindle midzone,mitotic spindle midzone assembly,mitotic spindle pole,positive regulation of cytokinesis,regulation of microtubule-based processA=13, G=11 A=0.5417, G=0.4583 0.00001 93.44 24 A=10/3, G=10/1

chr19:46027752 T/T C T SNV VASP VASP:intronic:NM_003370.3 1 100 intronic NM_003370.3c.957-76C>Tp.? -1.15 VASP tetramerisation domain,WH1 domainrs4802260 YES Vasodilator-stimulated phosphoproteinSH3 domain binding,actin binding,actin cytoskeleton,actin polymerization or depolymerization,axon guidance,bicellular tight junction,cadherin binding,cell junction assembly,cytosol,extracellular exosome,filopodium membrane,focal adhesion,lamellipodium membrane,neural tube closure,plasma membrane,positive regulation of actin filament polymerization,profilin binding,protein binding,protein homotetramerizationC=0, T=54 C=0.0, T=1.0 0.00001 800.067 54 C=0/0, T=35/19

chr19:46121020 T/C T C SNV EML2 EML2:intronic:NM_001193268.2 1 45.45 intronic NM_001193268.2c.1858-65A>Gp.? -0.17 HELP motif,WD domain, G-beta repeatrs12985660 0.4774 YES Echinoderm microtubule-associated protein-like 2cytoplasm,integral component of membrane,microtubule,microtubule associated complex,microtubule binding,mitotic spindle,negative regulation of microtubule polymerization,protein C-terminus binding,protein binding,receptor binding,regulation of microtubule nucleation,sensory perception of sound,tubulin binding,visual perceptionT=18, C=15 T=0.5455, C=0.4545 0.00001 143.132 33 T=7/11, C=6/9

chr19:46180150 G/G A G SNV GIPR GIPR:intronic:NM_000164.3 1 100 intronic NM_000164.3c.634-57A>Gp.? -0.35 7 transmembrane receptor (Secretin family),Hormone receptor domainrs4803846 YES Gastric inhibitory polypeptide receptorG-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,cell surface receptor signaling pathway,desensitization of G-protein coupled receptor protein signaling pathway,endocrine pancreas development,gastric inhibitory peptide receptor activity,gastric inhibitory peptide signaling pathway,generation of precursor metabolites and energy,integral component of membrane,peptide hormone binding,plasma membrane,positive regulation of cytosolic calcium ion concentration,positive regulation of insulin secretion,protein binding,regulation of insulin secretion,response to axon injury,response to calcium ion,response to fatty acid,response to glucose,response to nutrient,transmembrane signaling receptor activityBronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Diabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsA=0, G=73 A=0.0, G=1.0 0.00001 1152.71 73 A=0/0, G=26/47

chr16:87436720 T/T G T SNV MAP1LC3B MAP1LC3B:utr_3:NM_022818.4 1 100 4 utr_3 NM_022818.4c.395G>T p.? -0.11 Autophagy protein Atg8 ubiquitin like,Ubiquitin-like autophagy protein Apg12rs1054521 0.0614 YES 9.999E-1;0.0 (pos.87436720) Microtubule-associated protein 1, light chain 3, betaautophagosome,autophagosome assembly,autophagosome maturation,autophagosome membrane,autophagy,autophagy of mitochondrion,axoneme,cellular response to nitrogen starvation,cellular response to starvation,cytoplasmic vesicle,cytosol,endomembrane system,intracellular,macroautophagy,microtubule,mitochondrion,organelle membrane,protein binding,ubiquitin protein ligase bindingG=0, T=31 G=0.0, T=1.0 0.00001 465.819 31 G=0/0, T=19/12

chr19:46205050 C/C T C SNV QPCTL QPCTL:intronic:NM_017659.3 1 100 intronic NM_017659.3c.887-6T>C p.? -0.43 0.01(COSM5437945)Peptidase family M28rs4803848 0.348 YES 7.915E-1 (pos.46205050) squamous_cell_carcinoma Golgi apparatus,Golgi membrane,glutaminyl-peptide cyclotransferase activity,integral component of membrane,membrane,peptidyl-pyroglutamic acid biosynthetic process, using glutaminyl-peptide cyclotransferase,zinc ion bindingT=0, C=26 T=0.0, C=1.0 0.00001 371.377 26 T=0/0, C=12/14



chr19:46332194 T/T C T SNV SYMPK SYMPK:intronic:NM_004819.2 1 100 intronic NM_004819.2c.1985+34G>Ap.? -0.57 Domain of unknown function (DUF3453),HEAT repeat associated with sister chromatid cohesion,Symplekin tight junction protein C terminalrs3745929 0.147 YES 8.984E-1 (pos.46332194) bicellular tight junction,cell adhesion,cytoplasm,cytoskeleton,cytosol,mRNA 3'-end processing,mRNA export from nucleus,mRNA polyadenylation,mRNA splicing, via spliceosome,nuclear stress granule,nucleoplasm,plasma membrane,positive regulation of protein dephosphorylation,protein binding,termination of RNA polymerase II transcriptionDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=21/10

chr19:17837425 C/G C G SNV MAP1S MAP1S:exonic:NM_018174.5 1 52.38 5 missense NM_018174.5c.1232C>G p.Ser411Cys 7.63 0.01 112 1 0.99(COSM3749486) rs17710707,rs7812590160.1553 YES 7.113E-2;0.0 (pos.17837425)adenocarcinoma,neoplasmMicrotubule-associated protein 1SDNA binding,actin filament binding,apoptotic process,autophagy,beta-tubulin binding,brain development,cell junction,cell projection,cytosol,dendrite,deoxyribonuclease activity,identical protein binding,microtubule,microtubule binding,microtubule bundle formation,microtubule cytoskeleton organization,mitochondrion transport along microtubule,nervous system development,neuron projection morphogenesis,neuronal cell body,nucleolus,nucleus,perinuclear region of cytoplasm,protein binding,regulation of chromatin disassembly,spindle,synapse,tubulin bindingC=40, G=44 C=0.4762, G=0.5238 0.00001 482.866 84 C=27/13, G=18/26

chr19:4117621 G/C G C SNV MAP2K2 MAP2K2:exonic:NM_030662.3 1 47.62 2 missense NM_030662.3c.99C>G p.Asn33Lys 2.26 0 94 0.469 Protein kinase domain,Protein tyrosine kinasers940667388 Mitogen-activated protein kinase kinase 2ATP binding,ERK1 and ERK2 cascade,Golgi apparatus,MAP kinase kinase activity,MAPK cascade,PDZ domain binding,activation of MAPK activity,cell-cell junction,cytoplasmic side of plasma membrane,cytosol,early endosome,endoplasmic reticulum,extracellular region,focal adhesion,late endosome,metal ion binding,microtubule,mitochondrion,negative regulation of gene expression,nucleus,peptidyl-serine autophosphorylation,peptidyl-tyrosine phosphorylation,perinuclear region of cytoplasm,peroxisomal membrane,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positive regulation of production of miRNAs involved in gene silencing by miRNA,positive regulation of protein serine/threonine kinase activity,positive regulation of transcription, DNA-templated,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activator activity,protein serine/threonine kinase activity,protein serine/threonine/tyrosine kinase activity,protein tyrosine kinase activity,proteolysis in other organiAbnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Costello Syndrome;Craniofacial Abnormalities;Ectodermal Dysplasia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Heredodegenerative Disorders, Nervous System;Melanoma;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplastic Syndromes, Hereditary;Nerve Sheath Neoplasms;Nervous System Diseases;Neurocutaneous Syndromes;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurofibroma;Neurofibromatoses;Neurofibromatosis 1;Neuromuscular Diseases;Nevi and Melanomas;Noonan Syndrome;Peripheral Nervous System Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DBosutinib,Trametinib G=11, C=10 G=0.5238, C=0.4762 0.00001 82.2792 21 G=3/8, C=6/4

chr17:21204266 C/C T C SNV MAP2K3 MAP2K3:exonic:NM_145109.2 1 100 5 synonymous NM_145109.2c.360T>C p.(=) 0.27 0.31(COSM5437891),0.31(COSM5437892),0.31(COSM5437893)Protein kinase domain,Protein tyrosine kinasers2230435 0.4869 YES 5.23E-1 (pos.21204266) squamous_cell_carcinoma ATP binding,MAP kinase kinase activity,MAPK cascade,activation of MAPK activity,activation of protein kinase activity,cardiac muscle contraction,cytoplasm,cytosol,inflammatory response,membrane,nucleoplasm,peptidyl-tyrosine phosphorylation,positive regulation of protein kinase activity,positive regulation of transcription, DNA-templated,protein binding,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,protein tyrosine kinase activity,proteolysis in other organism,regulation of apoptotic process,regulation of cytokine biosynthetic process,regulation of mitotic cell cycle,signal transduction,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascadeT=0, C=65 T=0.0, C=1.0 0.00001 993.535 65 T=0/0, C=43/22

chr5:56177443 A/A G A SNV MAP3K1 MAP3K1:exonic:NM_005921.1 1 100 14 missense NM_005921.1c.2416G>A p.Asp806Asn 8.1 0 23 0.999 0.98(COSM4003564),0.98(COSM4003565)Protein kinase domain,Protein tyrosine kinasers702689 0.2792 YES 2.066E-1 (pos.56177443) acute_myeloid_leukaemiaMitogen-activated protein kinase kinase kinase 1ATP binding,Fc-epsilon receptor signaling pathway,MAP kinase kinase kinase activity,MAPK cascade,MyD88-dependent toll-like receptor signaling pathway,activation of MAPKK activity,activation of protein kinase activity,cellular response to mechanical stimulus,cytoplasm,cytosol,protein binding,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of apoptotic process,regulation of mitotic cell cycle,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascade,zinc ion binding46, XY Disorders of Sex Development;Breast Diseases;Breast Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gonadal Disorders;Gonadal Dysgenesis;Gonadal Dysgenesis, 46,XY;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital AbnormalitiesAZD-8330 G=0, A=90 G=0.0, A=1.0 0.00001 1493.12 90 G=0/0, A=46/44

chr5:56178217 C/C A C SNV MAP3K1 MAP3K1:exonic:NM_005921.1 1 100 14 synonymous NM_005921.1c.3190A>C p.(=) 3.42 0.18(COSM4159918),0.18(COSM4159919)Protein kinase domain,Protein tyrosine kinasers832583 0.1767 YES 5.712E-1;0.0 (pos.56178217)acute_myeloid_leukaemia,carcinoma,neoplasmMitogen-activated protein kinase kinase kinase 1ATP binding,Fc-epsilon receptor signaling pathway,MAP kinase kinase kinase activity,MAPK cascade,MyD88-dependent toll-like receptor signaling pathway,activation of MAPKK activity,activation of protein kinase activity,cellular response to mechanical stimulus,cytoplasm,cytosol,protein binding,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of apoptotic process,regulation of mitotic cell cycle,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascade,zinc ion binding46, XY Disorders of Sex Development;Breast Diseases;Breast Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gonadal Disorders;Gonadal Dysgenesis;Gonadal Dysgenesis, 46,XY;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital AbnormalitiesAZD-8330 A=0, C=53 A=0.0, C=1.0 0.00001 782.029 53 A=0/0, C=21/32

chr19:47030044 A/G A G SNV PPP5D1 PPP5D1:intronic:NM_001205281.1 1 50 intronic NM_001205281.1c.235+138T>Cp.? -2.46 PPP5 TPR repeat regionrs3745793 YES A=100, G=100A=0.5, G=0.5 0.00001 1121.03 200 A=60/40, G=41/59

chr19:47111663 C/C T C SNV CALM3 CALM3:intronic:NM_005184.3 1 100 intronic NM_005184.3c.178+66T>Cp.? -1.22 Ca2+ insensitive EF hand,Cytoskeletal-regulatory complex EF hand,EF hand,EF-hand domain,EF-hand domain pairrs3729760 YES Calmodulin-3Fc-epsilon receptor signaling pathway,G2/M transition of mitotic cell cycle,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Wnt signaling pathway, calcium modulating pathway,adenylate cyclase binding,calcium channel complex,calcium channel inhibitor activity,calcium ion binding,catalytic complex,cytoplasm,cytosol,detection of calcium ion,disordered domain specific binding,extracellular region,glycogen catabolic process,inositol phosphate metabolic process,inositol-1,4,5-trisphosphate 3-kinase activity,ion channel binding,ion transmembrane transport,kinase activity,ligand-gated ion channel activity,muscle contraction,myelin sheath,negative regulation of peptidyl-threonine phosphorylation,negative regulation of ryanodine-sensitive calcium-release channel activity,nucleoplasm,phosphorylation,plasma membrane,platelet degranulation,positive regulation of DNA binding,positive regulation of cAMP biosynthetic process,positive regulation of cyclic nucleotide metabolic process,positive regulation of cyclic-T=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=8/13

chr17:43342141 C/C G C SNV

MAP3K14,M

AP3K14-AS1 MAP3K14-AS1:intronic_nc:NR_024435.2, MAP3K14:exonic:NM_003954.41

100

16 synonymous NR_024435.2, NM_003954.4c.2705C>G p.(=) -0.07 Protein kinase domain,Protein tyrosine kinasers1047833 0.2765 YES 7.308E-1 (pos.43342141) Mitogen-activated protein kinase kinase kinase-14ATP binding,I-kappaB kinase/NF-kappaB signaling,MAP kinase kinase kinase activity,MAPK cascade,NF-kappaB-inducing kinase activity,NIK/NF-kappaB signaling,T cell costimulation,activation of MAPKK activity,activation of protein kinase activity,cellular response to mechanical stimulus,cytoplasm,cytosol,defense response to virus,fibrillar center,immune response,intracellular membrane-bounded organelle,kinase activity,nucleus,positive regulation of I-kappaB kinase/NF-kappaB signaling,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of apoptotic process,regulation of mitotic cell cycle,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascade,tumor necrosis factor-mediated signaling pathwayG=0, C=55 G=0.0, C=1.0 0.00001 814.906 55 G=0/0, C=19/36

chr19:47193850 C/C T C SNV PRKD2 PRKD2:intronic:NM_016457.4 1 100 intronic NM_016457.4c.1809+7A>Gp.? -1.04 0.03(COSM148675)Lipopolysaccharide kinase (Kdo/WaaP) family,Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase domain,Protein tyrosine kinasers314671,rs386809876 0.2608 YES 5.638E-1;0.0 (pos.47193850)adenocarcinoma,lymphoid_neoplasm,neoplasmProtein kinase D2ATP binding,Golgi apparatus,T cell receptor signaling pathway,adaptive immune response,angiogenesis,cell adhesion,cell death,cellular response to vascular endothelial growth factor stimulus,cytoplasm,cytosol,endothelial tube morphogenesis,intracellular,intracellular signal transduction,metal ion binding,nucleoplasm,nucleus,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,plasma membrane,positive regulation of CREB transcription factor activity,positive regulation of DNA binding transcription factor activity,positive regulation of DNA biosynthetic process,positive regulation of ERK1 and ERK2 cascade,positive regulation of NF-kappaB transcription factor activity,positive regulation of T cell receptor signaling pathway,positive regulation of angiogenesis,positive regulation of blood vessel endothelial cell migration,positive regulation of cell adhesion,positive regulation of endothelial cell chemotaxis,positive regulation of endothelial cell chemotaxis by VEGF-activated vascular endothelial groAdnexal Diseases;Autoimmune Diseases;Cysts;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glucose Metabolism Disorders;Gonadal Disorders;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Nutritional and Metabolic Diseases;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeT=0, C=30 T=0.0, C=1.0 0.00001 446.615 30 T=0/0, C=17/13

chr19:47935352 C/C T C SNV SLC8A2 SLC8A2:intronic:NM_015063.2 1 100 intronic NM_015063.2c.2389+72A>Gp.? -0.17 C-terminal extension of sodium/calcium exchanger domain,Calx-beta domain,Sodium/calcium exchanger proteinrs4801722 1.0 (pos.47935352) Solute carrier family 8, member 2 (sodium-calcium exchanger 2)basolateral plasma membrane,calcium ion transmembrane transport,calcium ion transport,calcium:sodium antiporter activity,calmodulin binding,cell communication,cellular calcium ion homeostasis,dendritic spine,integral component of membrane,integral component of plasma membrane,ion transport,learning,long-term synaptic potentiation,memory,metal ion binding,perikaryon,plasma membrane,regulation of cardiac conduction,regulation of short-term neuronal synaptic plasticity,sodium ion transmembrane transport,transmembrane transportBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Nervous System Diseases;Vascular DiseasesT=0, C=42 T=0.0, C=1.0 0.00001 684.496 42 T=0/0, C=32/10

chr2:135745545 C/T C T SNV MAP3K19 MAP3K19:exonic:NM_025052.4 1 57.14 7 synonymous NM_025052.4c.897G>A p.(=) 0.2 0(COSM4415123)Protein kinase domain,Protein tyrosine kinasers11899779,rs7648634990.2299 YES 0.0 (pos.135745539),5.371E-1 (pos.135745545)acute_myeloid_leukaemia ATP binding,activation of protein kinase activity,cytoplasm,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of apoptotic process,regulation of mitotic cell cycle,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascadeC=18, T=24 C=0.4286, T=0.5714 0.00001 278.976 42 C=16/2, T=15/9

chr2:174128513 C/T C T SNV

MAP3K20,M

AP3K20-AS1 MAP3K20:exonic:NM_016653.2, MAP3K20-AS1:intronic_nc:NR_033882.11

50

19 missense NM_016653.2, NR_033882.1c.1592C>T p.Ser531Leu 0.55 0.15 145 0.002 0.17(COSM3757779)Protein kinase domain,Protein tyrosine kinase,SAM domain (Sterile alpha motif)rs3769148 0.4924 YES 2.524E-1;0.0 (pos.174128513)adenocarcinoma ATP binding,DNA damage checkpoint,MAP kinase kinase kinase activity,MAPK cascade,RNA binding,activation of JUN kinase activity,activation of MAPKK activity,cell cycle arrest,cell cycle checkpoint,cell death,cell differentiation,cell proliferation,cytoplasm,cytoskeleton organization,cytosol,embryonic digit morphogenesis,intracellular,intracellular signal transduction,limb development,magnesium ion binding,nucleus,positive regulation of apoptotic process,protein binding,protein phosphorylation,protein serine/threonine kinase activity,response to radiation,response to stressC=11, T=11 C=0.5, T=0.5 0.00001 94.6048 22 C=3/8, T=8/3

chr6:137113137 A/A G A SNV MAP3K5 MAP3K5:exonic:NM_005923.3 1 100 1 synonymous NM_005923.3c.159C>T p.(=) 0.18 0.17(COSM3749950)Domain of unknown function (DUF4071),Protein kinase domain,Protein tyrosine kinasers55666429 0.403 YES 5.615E-1 (pos.137113137)NS,adenocarcinoma,carcinoma,neoplasmMitogen-activated protein kinase kinase kinase 5ATP binding,IRE1-TRAF2-ASK1 complex,JNK cascade,MAP kinase kinase kinase activity,MAPK cascade,activation of JUN kinase activity,activation of MAPKK activity,apoptotic signaling pathway,cellular response to amino acid starvation,cellular response to hydrogen peroxide,cellular response to reactive nitrogen species,cellular response to tumor necrosis factor,cytosol,endothelial cell apoptotic process,external side of plasma membrane,identical protein binding,innate immune response,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,intrinsic apoptotic signaling pathway in response to oxidative stress,magnesium ion binding,p38MAPK cascade,positive regulation of JNK cascade,positive regulation of JUN kinase activity,positive regulation of apoptotic process,positive regulation of cardiac muscle cell apoptotic process,positive regulation of cysteine-type endopeptidase activity involved in apoptotic process,positive regulation of myoblast differentiation,positive regulation of neuron deaBasal Ganglia Diseases;Brain Diseases;Brain Ischemia;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Diabetes Mellitus;Diabetes Mellitus, Experimental;Digestive System Diseases;Drug-Induced Liver Injury;Endocrine System Diseases;Glucose Metabolism Disorders;Heart Diseases;Liver Diseases;Melanoma;Metabolic Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nutritional and Metabolic Diseases;Parkinson Disease;Parkinsonian Disorders;Vascular DiseasesG=0, A=36 G=0.0, A=1.0 0.00001 563.71 36 G=0/0, A=16/20

chr19:48254392 T/C T C SNV NOP53 NOP53:intronic:NM_015710.4 1 59.09 intronic NM_015710.4c.598+28T>Cp.? -3.49 Nop53 (60S ribosomal biogenesis)rs10402957 0.2936 YES 5.615E-1 (pos.48254392) 5S rRNA binding,DNA repair,RNA binding,cellular response to DNA damage stimulus,cellular response to hypoxia,cytosol,fibrillar center,identical protein binding,intracellular,intracellular membrane-bounded organelle,mitotic G2 DNA damage checkpoint,negative regulation of phosphatidylinositol 3-kinase signaling,negative regulation of proteasomal ubiquitin-dependent protein catabolic process,negative regulation of protein complex assembly,negative regulation of protein kinase B signaling,negative regulation of signal transduction by p53 class mediator,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription of nuclear large rRNA transcript from RNA polymerase I promoter,nucleolus,nucleoplasm,p53 binding,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,positive regulation of protein K63-linked deubiquitination,protein binding,protein localization to nucleolus,protein localization to nucleoplasm,protein stabilization,rDNA heterochromaT=17, C=26 T=0.3953, C=0.6047 0.00001 325.458 44 T=2/15, C=3/23

chr6:137026266 T/G T G SNV MAP3K5 MAP3K5:exonic:NM_005923.3 1 97.92 3 synonymous NM_005923.3c.594A>C p.(=) 0.32 0.11(COSM4407091)Domain of unknown function (DUF4071),Protein kinase domain,Protein tyrosine kinasers9321567 0.488 YES 5.615E-1 (pos.137026266)hepatocellular_carcinomaMitogen-activated protein kinase kinase kinase 5ATP binding,IRE1-TRAF2-ASK1 complex,JNK cascade,MAP kinase kinase kinase activity,MAPK cascade,activation of JUN kinase activity,activation of MAPKK activity,apoptotic signaling pathway,cellular response to amino acid starvation,cellular response to hydrogen peroxide,cellular response to reactive nitrogen species,cellular response to tumor necrosis factor,cytosol,endothelial cell apoptotic process,external side of plasma membrane,identical protein binding,innate immune response,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,intrinsic apoptotic signaling pathway in response to oxidative stress,magnesium ion binding,p38MAPK cascade,positive regulation of JNK cascade,positive regulation of JUN kinase activity,positive regulation of apoptotic process,positive regulation of cardiac muscle cell apoptotic process,positive regulation of cysteine-type endopeptidase activity involved in apoptotic process,positive regulation of myoblast differentiation,positive regulation of neuron deaBasal Ganglia Diseases;Brain Diseases;Brain Ischemia;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Diabetes Mellitus;Diabetes Mellitus, Experimental;Digestive System Diseases;Drug-Induced Liver Injury;Endocrine System Diseases;Glucose Metabolism Disorders;Heart Diseases;Liver Diseases;Melanoma;Metabolic Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nutritional and Metabolic Diseases;Parkinson Disease;Parkinsonian Disorders;Vascular DiseasesT=1, G=47 T=0.0208, G=0.9792 0.00001 780.598 48 T=0/1, G=17/30

chr19:48258551 T/C T C SNV

NOP53,SNO

RD23 SNORD23:upstream:NR_003048.1, NOP53:intronic:NM_015710.4 1
50

intronic NM_015710.4, NR_003048.1c.1054-54T>Cp.? 0.41 Nop53 (60S ribosomal biogenesis)rs10406879 YES 5S rRNA binding,DNA repair,RNA binding,cellular response to DNA damage stimulus,cellular response to hypoxia,cytosol,fibrillar center,identical protein binding,intracellular,intracellular membrane-bounded organelle,mitotic G2 DNA damage checkpoint,negative regulation of phosphatidylinositol 3-kinase signaling,negative regulation of proteasomal ubiquitin-dependent protein catabolic process,negative regulation of protein complex assembly,negative regulation of protein kinase B signaling,negative regulation of signal transduction by p53 class mediator,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription of nuclear large rRNA transcript from RNA polymerase I promoter,nucleolus,nucleoplasm,p53 binding,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,positive regulation of protein K63-linked deubiquitination,protein binding,protein localization to nucleolus,protein localization to nucleoplasm,protein stabilization,rDNA heterochromaT=13, C=13 T=0.5, C=0.5 0.00001 119.166 26 T=2/11, C=8/5

chr19:48282077 C/CGCAGCGG C CGCAGCGG INDEL SELENOW SELENOW:intronic:NM_003009.3 7 50 intronic NM_003009.3c.29+6C>CGCAGCGGp.? 0.16 Rdx family rs111841672,rs867010548,rs9903881600.3334 YES 4.933E-1;0.0;0.0 (pos.48282077) Selenoprotein Wantioxidant activity,cellular oxidant detoxification,cytoplasmC=13, CGCAGCGG=13C=0.5, CGCAGCGG=0.5 0.00001 129.442 26 C=4/9, CGCAGCGG=7/6

chr1:27687466 G/T G T SNV MAP3K6 MAP3K6:exonic:NM_004672.4 1 54.46 14 missense NM_004672.4c.1866C>A p.Asn622Lys 0.03 0.03 94 0.001 0.01(COSM1559294),0.01(COSM1559295),0.03(COSM1559292),0.03(COSM1559293)Domain of unknown function (DUF4071),Protein kinase domain,Protein tyrosine kinasers35659744 0.2959 YES 1.118E-1 (pos.27687466) adenocarcinoma,astrocytoma_Grade_IVMitogen-activated protein kinase kinase kinase 6ATP binding,MAP kinase kinase kinase activity,activation of JUN kinase activity,activation of MAPKK activity,intracellular,magnesium ion binding,protein kinase activity,protein phosphorylation,signal transductionDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsBenign G=51, T=61 G=0.4554, T=0.5446 0.00001 655.753 112 G=17/34, T=27/34

chr3:47956424 C/T C T SNV MAP4 MAP4:exonic:NM_002375.4 1 58.33 8 missense NM_002375.4c.1882G>A p.Val628Ile -0.08 0.21 29 0.49 0.04(COSM4828009),0.04(COSM4828010)Tau and MAP protein, tubulin-binding repeatrs1137524 0.3135 YES 2.847E-1 (pos.47956424) squamous_cell_carcinomaMicrotubule-associated protein 4RNA binding,axoneme,cell division,cytoplasm,establishment of spindle orientation,extracellular exosome,microtubule,microtubule associated complex,microtubule binding,microtubule sliding,mitotic spindle,mitotic spindle organization,negative regulation of non-motile cilium assembly,neuron projection,neuron projection development,postsynaptic density,protein binding,structural molecule activity,tubulin bindingDocetaxel,Paclitaxel C=10, T=14 C=0.4167, T=0.5833 0.00001 135.334 24 C=5/5, T=10/4

chr3:47958037 G/T G T SNV MAP4 MAP4:exonic:NM_002375.4 1 50 7 missense NM_002375.4c.1280C>A p.Ser427Tyr 1.87 0 144 0.319 0.45(COSM4158102),0.45(COSM4158103)Tau and MAP protein, tubulin-binding repeatrs1060407 0.3093 YES 2.647E-1 (pos.47958037) neoplasm Microtubule-associated protein 4RNA binding,axoneme,cell division,cytoplasm,establishment of spindle orientation,extracellular exosome,microtubule,microtubule associated complex,microtubule binding,microtubule sliding,mitotic spindle,mitotic spindle organization,negative regulation of non-motile cilium assembly,neuron projection,neuron projection development,postsynaptic density,protein binding,structural molecule activity,tubulin bindingDocetaxel,Paclitaxel G=16, T=16 G=0.5, T=0.5 0.00001 158.383 32 G=7/9, T=9/7

chr19:48544753 A/A G A SNV CABP5 CABP5:intronic:NM_019855.4 1 100 intronic NM_019855.4c.94+77C>Tp.? -1.24 EF hand,EF-hand domain,EF-hand domain pairrs3745745 0.0739 YES Calcium-binding protein 5calcium ion binding,cytosol,protein binding,signal transductionG=0, A=37 G=0.0, A=1.0 0.00001 583.706 37 G=0/0, A=32/5

chrX:20134980 A/A G A SNV MAP7D2 MAP7D2:exonic:NM_001168465.1 1 100 1 synonymous NM_001168465.1c.18C>T p.(=) -2.04 MAP7 (E-MAP-115) familyrs17523345 0.2436 YES 2.481E-2 (pos.20134980) microtubule cytoskeleton,microtubule cytoskeleton organization,structural molecule activityG=0, A=20 G=0.0, A=1.0 0.00001 263.736 20 G=0/0, A=8/12

chr22:50705466 A/G A G SNV MAPK11 MAPK11:exonic:NM_002751.6 1 96.67 7 synonymous NM_002751.6c.507T>C p.(=) -1.02 Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinasers760748 0.0056 1.0;0.0 (pos.50705466) ATP binding,MAP kinase activity,MAPK cascade,Ras protein signal transduction,activation of MAPK activity,cellular response to virus,cytoplasm,cytosol,intracellular signal transduction,negative regulation of cardiac muscle cell proliferation,nucleoplasm,nucleus,positive regulation of erythrocyte differentiation,positive regulation of gene expression,positive regulation of interleukin-12 secretion,positive regulation of muscle cell differentiation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of DNA binding transcription factor activity,regulation of signal transduction by p53 class mediator,response to stress,signal transduction,transcription, DNA-templated,vascular endothelial growth factor receptor signaling pathwayCardiomyopathies;Cardiovascular Diseases;Heart DiseasesKC706,Regorafenib A=1, G=29 A=0.0333, G=0.9667 0.00001 416.07 30 A=1/0, G=12/17

chr19:48601350 C/C T C SNV PLA2G4C PLA2G4C:intronic:NM_003706.2 1 100 intronic NM_003706.2c.568+46A>Gp.? 0.13 Lysophospholipase catalytic domainrs251685 0.3617 YES 7.349E-1;0.0 (pos.48601350) Phospholipase A2, group IVCarachidonic acid metabolic process,calcium-independent phospholipase A2 activity,cytosol,endoplasmic reticulum membrane,glycerophospholipid catabolic process,inflammatory response,intracellular signal transduction,lysophospholipase activity,membrane,metabolic process,parturition,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylinositol acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipase activity,phospholipid binding,phospholipid catabolic process,phospholipid metabolic processT=0, C=23 T=0.0, C=1.0 0.00001 316.737 23 T=0/0, C=13/10

chr22:51042513 CG/CG C CG INDEL MAPK8IP2 MAPK8IP2:exonic:NM_012324.5 1 100 5 unknown NM_012324.5 1.81 0.75(COSM1172789),0.75(COSM1172790)Phosphotyrosine interaction domain (PTB/PID),SH3 domain,Variant SH3 domainrs140511 0.0062 YES 1.0 (pos.51042513) small_cell_carcinoma,squamous_cell_carcinomaMitogen-activated protein kinase 8-interacting protein 2JNK cascade,MAP-kinase scaffold activity,MAPK cascade,activation of protein kinase activity,amyloid-beta binding,behavioral fear response,cytoplasm,dendrite morphogenesis,excitatory postsynaptic potential,intracellular,kinesin binding,mating behavior,neuronal cell body,nonassociative learning,positive regulation of stress-activated MAPK cascade,postsynaptic density,protein binding,protein complex,protein complex binding,protein kinase activator activity,protein kinase binding,regulation of AMPA receptor activity,regulation of JNK cascade,regulation of NMDA receptor activity,regulation of receptor activity,regulation of synaptic transmission, glutamatergic,signal complex assembly,social behavior,structural molecule activityC=0, CG=29 C=0.0, CG=1.0 0.00001 427.603 29 C=0/0, CG=12/17

chr19:48601528 T/T G T SNV PLA2G4C PLA2G4C:intronic:NM_003706.2 1 100 intronic NM_003706.2c.448-12C>Ap.? -0.58 Lysophospholipase catalytic domainrs251683 0.3735 YES 7.336E-1 (pos.48601528) Phospholipase A2, group IVCarachidonic acid metabolic process,calcium-independent phospholipase A2 activity,cytosol,endoplasmic reticulum membrane,glycerophospholipid catabolic process,inflammatory response,intracellular signal transduction,lysophospholipase activity,membrane,metabolic process,parturition,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylinositol acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipase activity,phospholipid binding,phospholipid catabolic process,phospholipid metabolic processG=0, T=23 G=0.0, T=1.0 0.00001 316.746 23 G=0/0, T=11/12

chr19:48640234 C/G C G SNV LIG1 LIG1:intronic:NM_000234.2 1 50 intronic NM_000234.2c.1331+31G>Cp.? 0.13 ATP dependent DNA ligase C terminal region,ATP dependent DNA ligase domain,DNA ligase N terminusrs2288880 0.0536 YES 2.231E-1 (pos.48640234) Leucine-rich repeats- and immunoglobulin-like domains-containing protein 1,Ligase I, DNA, ATP-dependentATP binding,DNA binding,DNA biosynthetic process,DNA ligase (ATP) activity,DNA ligase activity,DNA ligation,DNA ligation involved in DNA repair,DNA recombination,DNA repair,DNA replication,Okazaki fragment processing involved in mitotic DNA replication,V(D)J recombination,anatomical structure morphogenesis,base-excision repair,cell division,intracellular membrane-bounded organelle,metal ion binding,mismatch repair,mitochondrion,nucleoplasm,nucleotide-excision repair, DNA gap filling,nucleus,transcription-coupled nucleotide-excision repairFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsBleomycin C=17, G=17 C=0.5, G=0.5 0.00001 172.014 34 C=10/7, G=12/5

chr20:31427635 T/T C T SNV MAPRE1 MAPRE1:exonic:NM_012325.2 1 100 5 synonymous NM_012325.2c.570C>T p.(=) -0.01 0.69(COSM4418999)Calponin homology (CH) domain,EB1-like C-terminal motifrs2070090 0.1671 YES 3.475E-1 (pos.31427635) acute_myeloid_leukaemiaMicrotubule-associated protein, RP/EB family, member 1G2/M transition of mitotic cell cycle,Golgi apparatus,RNA binding,cadherin binding,cell division,cell projection membrane,cell proliferation,centrosome,ciliary basal body-plasma membrane docking,cortical microtubule cytoskeleton,cytoplasmic microtubule,cytosol,identical protein binding,microtubule,microtubule plus-end,microtubule plus-end binding,negative regulation of microtubule binding,negative regulation of microtubule polymerization,positive regulation of cell migration,positive regulation of microtubule plus-end binding,protein C-terminus binding,protein binding,protein localization to microtubule,regulation of G2/M transition of mitotic cell cycle,sister chromatid cohesion,spindleCardiovascular Diseases;Heart Diseases;Myocardial Ischemia;Vascular DiseasesC=0, T=41 C=0.0, T=1.0 0.00001 664.699 41 C=0/0, T=24/17

chr2:27246285 T/T C T SNV MAPRE3 MAPRE3:exonic:NM_012326.3 1 100 3 synonymous NM_012326.3c.207C>T p.(=) -1.69 0.02(COSM5425576)Calponin homology (CH) domain,EB1-like C-terminal motifrs10865456 0.072 YES 8.358E-1 (pos.27246285) acute_myeloid_leukaemiaMicrotubule-associated protein, RP/EB family, member 3cell cycle,cell division,cytoplasm,cytoplasmic microtubule,identical protein binding,microtubule binding,microtubule cytoskeleton,microtubule plus-end,midbody,perinuclear region of cytoplasm,positive regulation of cyclin-dependent protein serine/threonine kinase activity,positive regulation of microtubule plus-end binding,positive regulation of transcription, DNA-templated,protein bindingAbortion, Spontaneous;Adnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Pregnancy ComplicationsC=0, T=38 C=0.0, T=1.0 0.00001 603.785 38 C=0/0, T=16/22

chr14:103934488 C/C T C SNV MARK3 MARK3:exonic:NM_001128918.2 1 100 12 missense NM_001128918.2c.1229T>C p.Phe410Ser 5.87 1 155 0 0.26(COSM4591892),0.26(COSM4591893),0.26(COSM4591894)Kinase associated domain 1,Kinase-like,Protein kinase domain,Protein tyrosine kinase,UBA/TS-N domainrs10137161 YES 1.0 (pos.103934488) squamous_cell_carcinomaMAP/microtubule affinity-regulating kinase-3ATP binding,MAPK cascade,cytosol,establishment of cell polarity,extracellular exosome,microtubule cytoskeleton organization,negative regulation of hippo signaling,plasma membrane,protein binding,protein phosphorylation,protein serine/threonine kinase activityT=0, C=82 T=0.0, C=1.0 0.00001 1323.13 82 T=0/0, C=42/40

chr3:186954285 G/G A G SNV MASP1 MASP1:exonic:NM_139125.3 1 100 11 synonymous NM_139125.3c.1374T>C p.(=) -4.53 CUB domain,Calcium-binding EGF domain,Sushi repeat (SCR repeat),Trypsinrs710452 0.0012 YES 9.997E-1 (pos.186954285) Mannan-binding lectin serine protease-1 (C4/C2 activating component of Ra-reactive factor)calcium ion binding,calcium-dependent protein binding,complement activation,complement activation, lectin pathway,cytosol,extracellular region,extracellular space,negative regulation of complement activation,nucleoplasm,peptidase activity,protein binding,protein homodimerization activity,proteolysis,receptor-mediated endocytosis,serine-type endopeptidase activityAbnormalities, Multiple;Amyotrophic Lateral Sclerosis;Blepharoptosis;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Craniofacial Abnormalities;Craniosynostoses;Cryptorchidism;Developmental Disabilities;Dysostoses;Endocrine System Diseases;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Genital Diseases, Male;Gonadal Disorders;Heart Defects, Congenital;Heart Diseases;Hip Dislocation, Congenital;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Ocular Motility Disorders;Pigmentation Disorders;Proteostasis Deficiencies;Skin Diseases;Skin and Connective Tissue Diseases;Spinal Cord Diseases;Strabismus;SynA=0, G=37 A=0.0, G=1.0 0.00001 582.352 37 A=0/0, G=24/13

chr1:46496709 G/G A G SNV MAST2 MAST2:exonic:NM_015112.2 1 100 23 synonymous NM_015112.2c.2739A>G p.(=) -3.13 0.05(COSM3746985)Domain of unknown function (DUF1908),PDZ domain,PDZ domain (Also known as DHR or GLGF),Protein kinase domain,Protein tyrosine kinasers925524 0.2813 YES 6.837E-1 (pos.46496709) carcinoma,hepatocellular_carcinomaMicrotubule-associated serine/threonine kinase 2ATP binding,cytoplasm,cytoskeleton organization,intracellular signal transduction,magnesium ion binding,microtubule binding,microtubule cytoskeleton,peptidyl-serine phosphorylation,phosphatase binding,plasma membrane,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of interleukin-12 biosynthetic process,spermatid differentiationA=0, G=58 A=0.0, G=1.0 0.00001 867.375 58 A=0/0, G=35/23

chr1:46500613 C/C T C SNV MAST2 MAST2:exonic:NM_015112.2 1 100 29 synonymous NM_015112.2c.4272T>C p.(=) 0.2 0.43(COSM426374)Domain of unknown function (DUF1908),PDZ domain,PDZ domain (Also known as DHR or GLGF),Protein kinase domain,Protein tyrosine kinasers17855317 0.2603 YES 1.772E-2 (pos.46500613) neoplasm Microtubule-associated serine/threonine kinase 2ATP binding,cytoplasm,cytoskeleton organization,intracellular signal transduction,magnesium ion binding,microtubule binding,microtubule cytoskeleton,peptidyl-serine phosphorylation,phosphatase binding,plasma membrane,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of interleukin-12 biosynthetic process,spermatid differentiationT=0, C=51 T=0.0, C=1.0 0.00001 754.579 51 T=0/0, C=19/32

chr19:48954571 T/T A T SNV GRWD1 GRWD1:intronic:NM_031485.3 1 100 intronic NM_031485.3c.1023+83A>Tp.? -2.61 Histone-binding protein RBBP4 or subunit C of CAF1 complex,WD domain, G-beta repeatrs1799274 YES Glutamate-rich WD repeat-containing protein 1DNA replication,DNA replication origin binding,RNA binding,chromatin binding,chromosome,cytosol,histone binding,nucleolus,nucleosome assembly,nucleosome disassembly,nucleus,protein binding,protein complexA=0, T=25 A=0.0, T=1.0 0.00001 353.001 25 A=0/0, T=17/8

chr19:49116134 G/G T G SNV FAM83E FAM83E:intronic:NM_017708.3 1 100 intronic NM_017708.3c.465+31A>Cp.? -0.14 Protein of unknown function (DUF1669)rs2617800 0.0444 YES 9.97E-1 (pos.49116134) protein kinase binding T=0, G=31 T=0.0, G=1.0 0.00001 464.829 31 T=0/0, G=14/17

chr19:18248146 C/C T C SNV MAST3 MAST3:exonic:NM_015016.1 1 100 18 synonymous NM_015016.1c.1983T>C p.(=) -6.11 Domain of unknown function (DUF1908),PDZ domain (Also known as DHR or GLGF),Protein kinase domain,Protein tyrosine kinasers541225 0.0645 YES 9.653E-1 (pos.18248146) Microtubule-associated serine/threonine kinase 3ATP binding,cytoskeleton organization,intracellular,intracellular signal transduction,magnesium ion binding,peptidyl-serine phosphorylation,protein binding,protein serine/threonine kinase activityT=0, C=58 T=0.0, C=1.0 0.00001 870.728 58 T=0/0, C=19/39

chr19:49216926 G/G A G SNV MAMSTR MAMSTR:intronic:NM_001130915.1 1 100 intronic NM_001130915.1c.964+47T>Cp.? -0.11 SAP domain rs281384 0.057 YES 8.803E-1 (pos.49216926) MEF2-activating SAP transcriptional regulatornucleus,positive regulation of myotube differentiation,positive regulation of transcription from RNA polymerase II promoter,transcription factor activity, RNA polymerase II transcription factor binding,transcription, DNA-templatedA=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=22/7

chr19:49217605 G/G T G SNV MAMSTR MAMSTR:intronic:NM_001130915.1 1 100 intronic NM_001130915.1c.723+18A>Cp.? -2.42 SAP domain rs281388 0.0427 YES 8.669E-1 (pos.49217605) MEF2-activating SAP transcriptional regulatornucleus,positive regulation of myotube differentiation,positive regulation of transcription from RNA polymerase II promoter,transcription factor activity, RNA polymerase II transcription factor binding,transcription, DNA-templatedT=0, G=23 T=0.0, G=1.0 0.00001 316.747 23 T=0/0, G=20/3

chr19:18234441 C/T C T SNV MAST3 MAST3:exonic:NM_015016.1 1 50 7 synonymous NM_015016.1c.522C>T p.(=) -2.44 0.02(COSM3756487),0.02(COSM3756488)Domain of unknown function (DUF1908),PDZ domain (Also known as DHR or GLGF),Protein kinase domain,Protein tyrosine kinasers740691 0.4674 YES 6.805E-1 (pos.18234441) adenocarcinoma,neoplasmMicrotubule-associated serine/threonine kinase 3ATP binding,cytoskeleton organization,intracellular,intracellular signal transduction,magnesium ion binding,peptidyl-serine phosphorylation,protein binding,protein serine/threonine kinase activityC=25, T=25 C=0.5, T=0.5 0.00001 288.837 50 C=10/15, T=17/8

chr19:49300605 C/C T C SNV BCAT2 BCAT2:intronic:NM_001190.3 1 100 intronic NM_001190.3c.696-15A>Gp.? 0.15 Amino-transferase class IVrs526744 0.2488 YES 5.421E-1 (pos.49300605) Branched chain aminotransferase-2, mitochondrialL-isoleucine transaminase activity,L-leucine transaminase activity,L-valine transaminase activity,branched-chain amino acid biosynthetic process,branched-chain amino acid catabolic process,branched-chain-amino-acid transaminase activity,catalytic activity,cellular response to leukemia inhibitory factor,isoleucine catabolic process,leucine biosynthetic process,metabolic process,mitochondrial matrix,mitochondrion,regulation of hormone levels,valine biosynthetic processAmino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Maple Syrup Urine Disease;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Nervous System Diseases;Nutritional and Metabolic Diseases;Precancerous ConditionsAlpha-ketoisovalerate,Glutamic Acid,L-Isoleucine,L-Leucine,N-O-Phosphono-Pyridoxyl-Isoleucine,Pyridoxal Phosphate,Pyridoxamine-5'-PhosphateT=0, C=37 T=0.0, C=1.0 0.00001 583.705 37 T=0/0, C=26/11

chr19:4944555 A/A G A SNV UHRF1 UHRF1:intronic:NM_001048201.2 1 100 intronic NM_001048201.2c.1305+93G>Ap.? 0.02 PHD-finger,SAD/SRA domain,Tandem tudor domain within UHRF1,Ubiquitin familyrs2602730 YES Ubiquitin-like protein containing PHD and RING finger domains 1DNA binding transcription factor activity,DNA repair,cell cycle,cell proliferation,core promoter proximal region sequence-specific DNA binding,euchromatin,hemi-methylated DNA-binding,heterochromatin,histone binding,histone monoubiquitination,histone ubiquitination,identical protein binding,maintenance of DNA methylation,metal ion binding,methyl-CpG binding,methylated histone binding,negative regulation of transcription from RNA polymerase II promoter,nuclear chromatin,nuclear heterochromatin,nuclear matrix,nucleosomal histone binding,nucleus,positive regulation of DNA topoisomerase (ATP-hydrolyzing) activity,positive regulation of cellular protein metabolic process,positive regulation of transcription from RNA polymerase II promoter,protein autoubiquitination,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of methylation-dependent chromatin silencing,replication fork,transcription, DNA-templated,ubiquitin protein ligase activity,ubiquitin-protein traAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and EpithelialG=0, A=21 G=0.0, A=1.0 0.00001 281.211 21 G=0/0, A=14/7

chr19:49459104 G/G A G SNV BAX BAX:intronic:NM_004324.3 1 100 intronic NM_004324.3c.233+14A>Gp.? 1 Apoptosis regulator proteins, Bcl-2 familyrs1805419 0.2797 YES 6.076E-1 (pos.49459104) BCL2-associated X proteinB cell apoptotic process,B cell homeostasis,B cell homeostatic proliferation,B cell negative selection,B cell receptor apoptotic signaling pathway,BAX complex,BH3 domain binding,Bcl-2 family protein complex,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,Hsp70 protein binding,Sertoli cell proliferation,T cell homeostatic proliferation,activation of cysteine-type endopeptidase activity involved in apoptotic process,activation of cysteine-type endopeptidase activity involved in apoptotic process by cytochrome c,activation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,activation of signaling protein activity involved in unfolded protein response,apoptotic mitochondrial changes,apoptotic process,apoptotic process involved in blood vessel morphogenesis,apoptotic process involved in embryonic digit morphogenesis,apoptotic signaling pathway,blood vessel remodeling,cell periphery,cellular response to UV,cerebral cortex development,channelAcute Kidney Injury;Adnexal Diseases;Alzheimer Disease;Arthritis;Brain Diseases;Brain Infarction;Brain Ischemia;Breast Diseases;Breast Neoplasms;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Hemorrhage;Cerebral Infarction;Cerebrovascular Disorders;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Dementia;Diabetes Mellitus;Diabetes Mellitus, Experimental;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Gonadal Disorders;HIV Infections;Head and Neck Neoplasms;Heart Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;ImmunoproliferatA=0, G=29 A=0.0, G=1.0 0.00001 427.604 29 A=0/0, G=14/15

chr19:49464971 G/A G A SNV BAX BAX:downstream:NM_004324.3 1 95.65 intronic NM_004324.3c.*617G>A p.? -0.53 rs704243 YES BCL2-associated X proteinB cell apoptotic process,B cell homeostasis,B cell homeostatic proliferation,B cell negative selection,B cell receptor apoptotic signaling pathway,BAX complex,BH3 domain binding,Bcl-2 family protein complex,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,Hsp70 protein binding,Sertoli cell proliferation,T cell homeostatic proliferation,activation of cysteine-type endopeptidase activity involved in apoptotic process,activation of cysteine-type endopeptidase activity involved in apoptotic process by cytochrome c,activation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,activation of signaling protein activity involved in unfolded protein response,apoptotic mitochondrial changes,apoptotic process,apoptotic process involved in blood vessel morphogenesis,apoptotic process involved in embryonic digit morphogenesis,apoptotic signaling pathway,blood vessel remodeling,cell periphery,cellular response to UV,cerebral cortex development,channelAcute Kidney Injury;Adnexal Diseases;Alzheimer Disease;Arthritis;Brain Diseases;Brain Infarction;Brain Ischemia;Breast Diseases;Breast Neoplasms;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Hemorrhage;Cerebral Infarction;Cerebrovascular Disorders;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Dementia;Diabetes Mellitus;Diabetes Mellitus, Experimental;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Gonadal Disorders;HIV Infections;Head and Neck Neoplasms;Heart Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;ImmunoproliferatG=2, A=44 G=0.0435, A=0.9565 0.00001 707.349 46 G=1/1, A=16/28

chr5:66459878 G/C G C SNV MAST4 MAST4:exonic:NM_001164664.1 1 96.67 29 missense NM_001164664.1c.4871G>C p.Arg1624Pro 0.08 0.35 103 0 0.03(COSM3761288),0.03(COSM3761289),0.03(COSM3761290),0.03(COSM3761291)Domain of unknown function (DUF1908),PDZ domain,PDZ domain (Also known as DHR or GLGF),Protein kinase domain,Protein tyrosine kinasers1705399 0.0327 YES 9.035E-1;0.0 (pos.66459878)adenocarcinoma Brain Diseases;Central Nervous System Diseases;Epilepsy;Nervous System DiseasesG=1, C=29 G=0.0333, C=0.9667 0.00001 414.749 30 G=1/0, C=20/9

chr19:49643404 C/C T C SNV PPFIA3 PPFIA3:intronic:NM_003660.3 1 100 intronic NM_003660.3c.2368+59T>Cp.? -1.08 SAM domain (Sterile alpha motif)rs3764624 YES Protein tyrosine phosphatase, receptor type, f polypeptide (liprin-alpha-3)acrosomal vesicle,cytosol,epididymosome,glutamate secretion,neurotransmitter secretion,presynaptic active zone,protein binding,regulation of short-term neuronal synaptic plasticityT=0, C=48 T=0.0, C=1.0 0.00001 805.65 48 T=0/0, C=21/27

chr19:49644593 C/T C T SNV PPFIA3 PPFIA3:intronic:NM_003660.3 1 45.83 intronic NM_003660.3c.2369-84C>Tp.? 0.06 SAM domain (Sterile alpha motif)rs7250958 YES Protein tyrosine phosphatase, receptor type, f polypeptide (liprin-alpha-3)acrosomal vesicle,cytosol,epididymosome,glutamate secretion,neurotransmitter secretion,presynaptic active zone,protein binding,regulation of short-term neuronal synaptic plasticityC=13, T=11 C=0.5417, T=0.4583 0.00001 93.44 24 C=11/2, T=7/4

chr8:98954012 C/C T C SNV MATN2 MATN2:exonic:NM_002380.4 1 100 4 synonymous NM_002380.4c.720T>C p.(=) 0.96 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Human growth factor-like EGF,Trimeric coiled-coil oligomerisation domain of matrilin,von Willebrand factor type A domainrs2513845 0.0021 YES 9.219E-1 (pos.98954012) Matrilin 2 axon guidance,basement membrane,biological_process,calcium ion binding,dendrite regeneration,extracellular matrix,extracellular space,glial cell migration,molecular_function,neuron migration,protein binding,proteinaceous extracellular matrix,response to axon injuryT=0, C=28 T=0.0, C=1.0 0.00001 408.715 28 T=0/0, C=20/8

chr19:49671771 C/T C T SNV TRPM4 TRPM4:intronic:NM_017636.3 1 50 intronic NM_017636.3c.613-39C>Tp.? -0.99 Ion transport proteinrs113159745 0.0186 YES 6.938E-4 (pos.49671771) Transient receptor potential cation channel, subfamily M, member 4ATP binding,Golgi apparatus,adaptive immune response,calcium activated cation channel activity,calcium channel activity,calcium ion transmembrane transport,calcium-mediated signaling,calmodulin binding,cardiac conduction,cation transmembrane transport,cytosol,dendritic cell chemotaxis,endoplasmic reticulum,integral component of membrane,membrane depolarization during AV node cell action potential,membrane depolarization during Purkinje myocyte cell action potential,membrane depolarization during bundle of His cell action potential,negative regulation of bone mineralization,negative regulation of osteoblast differentiation,neuronal cell body,nucleoplasm,plasma membrane,positive regulation of adipose tissue development,positive regulation of atrial cardiac muscle cell action potential,positive regulation of canonical Wnt signaling pathway,positive regulation of cell proliferation,positive regulation of cytosolic calcium ion concentration,positive regulation of fat cell differentiation,positive regulation of heaArrhythmias, Cardiac;Brugada Syndrome;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Block;Heart DiseasesC=19, T=19 C=0.5, T=0.5 0.00001 199.992 38 C=10/9, T=5/14

chr8:98991221 G/G A G SNV MATN2 MATN2:exonic:NM_002380.4 1 100 6 missense NM_002380.4c.1066A>G p.Lys356Glu 0.08 0.29 56 0.005 0.07(COSM6394636),0.07(COSM6394637)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Human growth factor-like EGF,Trimeric coiled-coil oligomerisation domain of matrilin,von Willebrand factor type A domainrs1869609 0.3418 YES 2.717E-1 (pos.98991221) carcinoma Matrilin 2 axon guidance,basement membrane,biological_process,calcium ion binding,dendrite regeneration,extracellular matrix,extracellular space,glial cell migration,molecular_function,neuron migration,protein binding,proteinaceous extracellular matrix,response to axon injuryA=0, G=60 A=0.0, G=1.0 0.00001 888.206 60 A=0/0, G=35/25

chr8:99006736 T/T C T SNV MATN2 MATN2:exonic:NM_002380.4 1 100 7 synonymous NM_002380.4c.1110C>T p.(=) -2.23 0.01(COSM4415932),0.01(COSM4415933)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Human growth factor-like EGF,Trimeric coiled-coil oligomerisation domain of matrilin,von Willebrand factor type A domainrs11559202 0.1732 YES 7.837E-2 (pos.99006736) acute_myeloid_leukaemiaMatrilin 2 axon guidance,basement membrane,biological_process,calcium ion binding,dendrite regeneration,extracellular matrix,extracellular space,glial cell migration,molecular_function,neuron migration,protein binding,proteinaceous extracellular matrix,response to axon injuryC=0, T=47 C=0.0, T=1.0 0.00001 789.328 47 C=0/0, T=40/7

chr8:99006748 T/T C T SNV MATN2 MATN2:exonic:NM_002380.4 1 100 7 synonymous NM_002380.4c.1122C>T p.(=) -2.72 0.01(COSM4416280),0.01(COSM4416281)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Human growth factor-like EGF,Trimeric coiled-coil oligomerisation domain of matrilin,von Willebrand factor type A domainrs11559201 0.1734 YES 7.837E-2 (pos.99006748) acute_myeloid_leukaemiaMatrilin 2 axon guidance,basement membrane,biological_process,calcium ion binding,dendrite regeneration,extracellular matrix,extracellular space,glial cell migration,molecular_function,neuron migration,protein binding,proteinaceous extracellular matrix,response to axon injuryC=0, T=47 C=0.0, T=1.0 0.00001 789.327 47 C=0/0, T=40/7

chr19:49935927 AG/AG A AG INDEL SLC17A7 SLC17A7:intronic:NM_020309.3 1 100 intronic NM_020309.3c.1018-19T>CTp.? -1.3 Major Facilitator Superfamilyrs398034942,rs568440103,rs58283945.00E-04 1.0 (pos.49935927) Solute carrier family 17, (sodium-dependent inorganic phosphate cotransporter), member 7L-glutamate import,L-glutamate transmembrane transport,L-glutamate transmembrane transporter activity,brain development,cell junction,cerebellar mossy fiber,chloride transmembrane transport,clathrin-sculpted glutamate transport vesicle membrane,excitatory postsynaptic potential,excitatory synapse,extracellularly glutamate-gated chloride channel activity,glutamate secretion,inorganic phosphate transmembrane transporter activity,integral component of membrane,integral component of synaptic vesicle membrane,ion transport,long-term memory,neural retina development,neurotransmitter loading into synaptic vesicle,phosphate ion transmembrane transport,phosphate ion transport,plasma membrane,postsynapse,presynaptic active zone,sequestering of neurotransmitter,sodium ion transmembrane transport,sodium-dependent phosphate transmembrane transporter activity,sodium-dependent phosphate transport,sodium:inorganic phosphate symporter activity,synaptic transmission, glutamatergic,synaptic vesicle lumen acidification,synaptic Brain Diseases;Central Nervous System Diseases;Communication Disorders;Epilepsy;Learning Disorders;Memory Disorders;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;SeizuresA=0, AG=31 A=0.0, AG=1.0 0.00001 416.42 31 A=0/0, AG=21/10

chr8:99030280 C/C T C SNV MATN2 MATN2:exonic:NM_002380.4 1 100 12 synonymous NM_002380.4c.1755T>C p.(=) -5.38 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Human growth factor-like EGF,Trimeric coiled-coil oligomerisation domain of matrilin,von Willebrand factor type A domainrs2248014,rs386728092 0.2429 YES 3.88E-1 (pos.99030280) Matrilin 2 axon guidance,basement membrane,biological_process,calcium ion binding,dendrite regeneration,extracellular matrix,extracellular space,glial cell migration,molecular_function,neuron migration,protein binding,proteinaceous extracellular matrix,response to axon injuryT=0, C=40 T=0.0, C=1.0 0.00001 644.28 40 T=0/0, C=23/17

chr19:19446936 A/A G A SNV MAU2 MAU2:exonic:NM_015329.3 1 100 3 synonymous NM_015329.3c.300G>A p.(=) -0.71 0.04(COSM4418959)Cohesin loading factorrs769267 0.3337 YES 6.893E-1 (pos.19446936) acute_myeloid_leukaemiaMAU2 chromatid cohesion factor, C. elegans, homolog ofSMC loading complex,cell division,chromatin,double-stranded DNA binding,maintenance of mitotic sister chromatid cohesion,mitotic sister chromatid cohesion,nuclear body,nucleoplasm,nucleus,protein N-terminus binding,protein bindingBipolar Disorder;Bipolar and Related Disorders;Mental DisordersG=0, A=31 G=0.0, A=1.0 0.00001 465.819 31 G=0/0, A=18/13

chr19:8953801 C/C T C SNV MBD3L1 MBD3L1:exonic:NM_145208.2 1 100 1 synonymous NM_145208.2c.447T>C p.(=) -0.16 C-terminal domain of methyl-CpG binding protein 2 and 3,p55-binding region of Methyl-CpG-binding domain proteins MBDrs2969292 0.0702 YES 9.024E-1 (pos.8953801) Methyl-CpG binding domain protein 3-like 1methyl-CpG binding,methylation-dependent chromatin silencing,negative regulation of transcription from RNA polymerase II promoter,nucleus,protein binding,transcription, DNA-templatedT=0, C=39 T=0.0, C=1.0 0.00001 623.977 39 T=0/0, C=17/22

chr19:49950413 G/G C G SNV PIH1D1 PIH1D1:intronic:NM_017916.2 1 100 intronic NM_017916.2c.612-57G>Cp.? -0.52 pre-RNA processing PIH1/Nop17rs2335090 0.3388 YES PIH1 domain-containing protein 1ATPase binding,R2TP complex,RNA polymerase I CORE element sequence-specific DNA binding,RNA polymerase I upstream control element sequence-specific DNA binding,box C/D snoRNP assembly,chromatin remodeling,cytoplasm,epithelial cell differentiation,establishment of protein localization to chromatin,histone binding,negative regulation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,negative regulation of histone H3-K9 dimethylation,negative regulation of histone H3-K9 trimethylation,negative regulation of histone H4-K16 acetylation,nucleolus,nucleus,phosphoprotein binding,positive regulation of TORC1 signaling,positive regulation of glucose mediated signaling pathway,positive regulation of histone H3-K9 acetylation,positive regulation of histone H4 acetylation,positive regulation of protein complex assembly,positive regulation of protein serine/threonine kinase activity,positive regulation of transcription of nuclear large rRNA transcript from RNA polymerase I promoter,pre-snoRNP C=0, G=21 C=0.0, G=1.0 0.00001 281.235 21 C=0/0, G=14/7

chr19:8953922 T/T C T SNV MBD3L1 MBD3L1:exonic:NM_145208.2 1 100 1 missense NM_145208.2c.568C>T p.Arg190Cys -1.99 180 C-terminal domain of methyl-CpG binding protein 2 and 3,p55-binding region of Methyl-CpG-binding domain proteins MBDrs2972588 0.0705 YES 8.991E-1 (pos.8953922) Methyl-CpG binding domain protein 3-like 1methyl-CpG binding,methylation-dependent chromatin silencing,negative regulation of transcription from RNA polymerase II promoter,nucleus,protein binding,transcription, DNA-templatedC=0, T=39 C=0.0, T=1.0 0.00001 623.978 39 C=0/0, T=17/22

chr10:54528266 C/C G C SNV MBL2 MBL2:exonic:NM_000242.2 1 100 4 synonymous NM_000242.2c.378C>G p.(=) -1.29 0.01(COSM3675811)Collagen triple helix repeat (20 copies),Lectin C-type domainrs930507 0.175 YES 7.616E-1 (pos.54528266) acute_myeloid_leukaemiaMannose-binding lectin 2, soluble (opsonic defect)acute-phase response,calcium ion binding,calcium-dependent protein binding,cell surface,collagen trimer,complement activation,complement activation, classical pathway,complement activation, lectin pathway,defense response to Gram-positive bacterium,defense response to bacterium,extracellular region,extracellular space,innate immune response,killing by host of symbiont cells,mannose binding,negative regulation of growth of symbiont in host,negative regulation of viral process,opsonization,positive regulation of phagocytosis,protein binding,proteolysis,receptor binding,response to oxidative stress,serine-type endopeptidase activityAutoimmune Diseases;Diabetes Mellitus;Diabetes, Gestational;Endocrine System Diseases;Female Urogenital Diseases and Pregnancy Complications;Glucose Metabolism Disorders;HIV Infections;Immune System Diseases;Immunologic Deficiency Syndromes;Metabolic Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Obstetric Labor Complications;Obstetric Labor, Premature;Peripheral Nervous System Diseases;Pregnancy Complications;Premature Birth;Skin and Connective Tissue DiseasesAlpha-Methyl-N-Acetyl-D-Glucosamine,Methyl alpha-D-mannoside,N-acetyl-alpha-neuraminic acid,O3-Sulfonylgalactose,O4-Sulfonylgalactose,alpha-L-methyl-fucose,beta-L-methyl-fucoseBenign/Likely benignG=0, C=29 G=0.0, C=1.0 0.00001 427.603 29 G=0/0, C=7/22

chr19:50140209 T/T C T SNV RRAS RRAS:intronic:NM_006270.4 1 100 intronic NM_006270.4c.242-26G>Ap.? -3.1 ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinasers1368463 0.3367 YES 8.179E-1;0.0 (pos.50140209) Oncogene RRASGDP binding,GTP binding,GTPase activity,Ras protein signal transduction,extracellular exosome,face morphogenesis,focal adhesion,intracellular,leukocyte differentiation,negative regulation of cell migration,plasma membrane,positive regulation of angiogenesis,protein binding,protein complex binding,regulation of ERK1 and ERK2 cascade,regulation of protein kinase B signalingBone Marrow Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myelomonocytic, Juvenile;Male Urogenital Diseases;Myelodysplastic-Myeloproliferative Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, T=57 C=0.0, T=1.0 0.00001 849.612 57 C=0/0, T=34/23

chr19:50140246 A/A C A SNV RRAS RRAS:intronic:NM_006270.4 1 100 intronic NM_006270.4c.241+54G>Tp.? 0.32 ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinasers1865076 0.3378 YES Oncogene RRASGDP binding,GTP binding,GTPase activity,Ras protein signal transduction,extracellular exosome,face morphogenesis,focal adhesion,intracellular,leukocyte differentiation,negative regulation of cell migration,plasma membrane,positive regulation of angiogenesis,protein binding,protein complex binding,regulation of ERK1 and ERK2 cascade,regulation of protein kinase B signalingBone Marrow Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myelomonocytic, Juvenile;Male Urogenital Diseases;Myelodysplastic-Myeloproliferative Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, A=74 C=0.0, A=1.0 0.00001 1170.13 74 C=0/0, A=31/43

chr16:84115393 A/A G A SNV MBTPS1 MBTPS1:exonic:NM_003791.3 1 100 11 synonymous NM_003791.3c.1407C>T p.(=) -0.72 0.18(COSM3999958)Subtilase familyrs12933523 0.1807 YES 9.29E-2 (pos.84115393) acute_myeloid_leukaemiaMembrane-bound transcription factor protease, site 1ATF6-mediated unfolded protein response,Golgi membrane,Golgi stack,cellular protein metabolic process,cholesterol metabolic process,endoplasmic reticulum lumen,endoplasmic reticulum membrane,endoplasmic reticulum unfolded protein response,integral component of membrane,lysosome organization,membrane protein intracellular domain proteolysis,metalloendopeptidase activity,post-translational protein modification,proteolysis,regulation of cholesterol biosynthetic process,regulation of transcription factor import into nucleus,response to endoplasmic reticulum stress,serine-type endopeptidase activityAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Liver Diseases;Liver Neoplasms;Male Urogenital Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=0, A=68 G=0.0, A=1.0 0.00001 1053.56 68 G=0/0, A=32/36

chr16:89985844 G/T G T SNV MC1R MC1R:exonic:NM_002386.3 1 50 1 missense NM_002386.3c.178G>T p.Val60Leu 2.42 32 0.81(COSM3765964) rs1805005 0.1334 YES 1.164E-4 (pos.89985844) hepatocellular_carcinomaMelanocortin-1 receptor (alpha melanocyte-stimulating hormone receptor)G-protein coupled peptide receptor activity,G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,UV protection,UV-damage excision repair,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,melanocortin receptor activity,melanocyte-stimulating hormone receptor activity,multicellular organism development,negative regulation of tumor necrosis factor production,pigmentation,plasma membrane,positive regulation of cAMP biosynthetic process,positive regulation of protein kinase A signaling,positive regulation of protein kinase B signaling,positive regulation of protein kinase C signaling,positive regulation of transcription from RNA polymerase II promoter,protein binding,ubiquitin protein ligase bindingAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Carcinoma;Carcinoma, Basal Cell;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Eye Diseases;Eye Diseases, Hereditary;Gastrointestinal Diseases;Genetic Diseases, Inborn;Hyperalgesia;Hyperpigmentation;Hypopigmentation;Intestinal Diseases;Melanoma;Melanosis;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Basal Cell;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Nevi and Melanomas;Nevus;Nevus, Pigmented;Nutritional and Metabolic Diseases;Photosensitivity Disorders;Pigmentation Disorders;Protein-Losing Enteropathies;Sensation Disorders;Skin Diseases;Skin Diseases, Genetic;Skin Neoplasms;Skin and Connective Tissue Diseases;Somatosensory Disorders;Sunburn;VitiligoAfamelanotide,CZEN 002Benign, associationG=12, T=12 G=0.5, T=0.5 0.00001 106.704 24 G=0/12, T=4/8

chr19:50309621 TC/T TC T INDEL AP2A1,FUZ AP2A1:intronic:NM_014203.2, FUZ:downstream:NM_025129.4 1 50 intronic NM_014203.2, NM_025129.4c.2856+111TC>T, c.*787GA>Ap.?, p.? -1.1, -1.0 Adaptin C-terminal domain,Adaptin N terminal region,Alpha adaptin AP2, C-terminal domainrs3217109 Adaptor-related protein complex 2, alpha 1 subunit,Fuzzy, Drosophila, homolog ofAP-2 adaptor complex,Golgi to endosome transport,Wnt signaling pathway, planar cell polarity pathway,antigen processing and presentation of exogenous peptide antigen via MHC class II,apical plasma membrane,basolateral plasma membrane,cell projection,cilium assembly,clathrin adaptor activity,clathrin coat of trans-Golgi network vesicle,clathrin-coated endocytic vesicle,clathrin-coated endocytic vesicle membrane,clathrin-dependent endocytosis,cytoplasm,cytoskeleton,cytosol,embryonic body morphogenesis,embryonic skeletal system morphogenesis,endocytic vesicle membrane,endocytosis,endolysosome membrane,ephrin receptor signaling pathway,establishment of planar polarity,extracellular exosome,filopodium tip,hair follicle development,intracellular protein transport,low-density lipoprotein particle clearance,low-density lipoprotein particle receptor binding,low-density lipoprotein particle receptor catabolic process,membrane,membrane organization,microtubule-based movement,negative regulation of canonical Wnt signalinAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Meningocele;Nervous System Diseases;Nervous System Malformations;Neural Tube DefectsTC=11, T=11TC=0.5, T=0.5 0.00001 87.7574 22 TC=0/11, T=4/7

chr5:112384802 A/A G A SNV MCC MCC:exonic:NM_001085377.1 1 100 16 synonymous NM_001085377.1c.2643C>T p.(=) 1.21 0.76(COSM4159366),0.76(COSM4159367)EF-hand domain pair,PDZ domain of MCC-2 bdg protein for Usher syndromers6594664 0.0256 YES 9.481E-1;0.0 (pos.112384802)neoplasm Mutated in colorectal cancersWnt signaling pathway,cytoplasm,cytosol,establishment of protein localization,lamellipodium,negative regulation of canonical Wnt signaling pathway,negative regulation of epithelial cell migration,negative regulation of epithelial cell proliferation,nucleoplasm,nucleus,plasma membrane,protein binding,receptor activity,signal transductionAdenoma;Adenomatous Polyposis Coli;Adenomatous Polyps;Autistic Disorder;Child Development Disorders, Pervasive;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intellectual Disability;Intestinal Diseases;Intestinal Neoplasms;Intestinal Polyposis;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Rectal Diseases;Rectal NeoplasmsG=0, A=29 G=0.0, A=1.0 0.00001 427.6 29 G=0/0, A=12/17

chr5:112479004 C/C T C SNV MCC MCC:exonic:NM_001085377.1 1 100 5 synonymous NM_001085377.1c.795A>G p.(=) -4.67 EF-hand domain pair,PDZ domain of MCC-2 bdg protein for Usher syndromers2227949 1.00E-04 9.997E-1 (pos.112479004) Mutated in colorectal cancersWnt signaling pathway,cytoplasm,cytosol,establishment of protein localization,lamellipodium,negative regulation of canonical Wnt signaling pathway,negative regulation of epithelial cell migration,negative regulation of epithelial cell proliferation,nucleoplasm,nucleus,plasma membrane,protein binding,receptor activity,signal transductionAdenoma;Adenomatous Polyposis Coli;Adenomatous Polyps;Autistic Disorder;Child Development Disorders, Pervasive;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intellectual Disability;Intestinal Diseases;Intestinal Neoplasms;Intestinal Polyposis;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Rectal Diseases;Rectal NeoplasmsT=0, C=40 T=0.0, C=1.0 0.00001 644.277 40 T=0/0, C=22/18

chr5:112439941 T/C T C SNV MCC MCC:exonic:NM_001085377.1 1 98.36 7 missense NM_001085377.1c.1139A>G p.Lys380Arg 4.55 1 26 0 EF-hand domain pair,PDZ domain of MCC-2 bdg protein for Usher syndromers6594681 0 1.0 (pos.112439941) Mutated in colorectal cancersWnt signaling pathway,cytoplasm,cytosol,establishment of protein localization,lamellipodium,negative regulation of canonical Wnt signaling pathway,negative regulation of epithelial cell migration,negative regulation of epithelial cell proliferation,nucleoplasm,nucleus,plasma membrane,protein binding,receptor activity,signal transductionAdenoma;Adenomatous Polyposis Coli;Adenomatous Polyps;Autistic Disorder;Child Development Disorders, Pervasive;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intellectual Disability;Intestinal Diseases;Intestinal Neoplasms;Intestinal Polyposis;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Rectal Diseases;Rectal NeoplasmsT=1, C=60 T=0.0164, C=0.9836 0.00001 891.193 61 T=1/0, C=28/32

chr19:5041316 T/G T G SNV KDM4B KDM4B:intronic:NM_015015.2 1 52.38 intronic NM_015015.2c.432+54T>Gp.? -1.55 JmjC domain, hydroxylase,PHD-finger,PHD-like zinc-binding domain,PHD-zinc-finger like domain,jmjN domainrs2240679 YES Lysine-specific demethylase 4Bcytosol,histone H3-K36 demethylation,histone H3-K9 demethylation,histone demethylase activity,histone demethylase activity (H3-K36 specific),histone demethylase activity (H3-K9 specific),metal ion binding,negative regulation of histone H3-K9 trimethylation,nuclear pericentric heterochromatin,nucleoplasm,nucleus,oxidation-reduction process,regulation of transcription, DNA-templated,transcription, DNA-templatedGlioma;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, PrimitiveT=20, G=22 T=0.4762, G=0.5238 0.00001 235.84 42 T=13/7, G=14/8

chr19:50462244 A/A G A SNV SIGLEC11 SIGLEC11:intronic:NM_001135163.1 1 100 intronic NM_001135163.1c.1105+43C>Tp.? -2.71 Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs1811375 0.3962 YES 5.074E-1 (pos.50462244) Sialic acid-binding immunoglobulin-like lectin 11carbohydrate binding,cell adhesion,integral component of membraneG=0, A=26 G=0.0, A=1.0 0.00001 375.746 26 G=0/0, A=13/13

chr3:182790249 A/A G A SNV MCCC1 MCCC1:exonic:NM_020166.4 1 100 5 synonymous NM_020166.4c.396C>T p.(=) 0.85 ATP-grasp domain,Biotin carboxylase C-terminal domain,Biotin carboxylase, N-terminal domain,Biotin-requiring enzyme,Carbamoyl-phosphate synthase L chain, ATP binding domain,D-ala D-ala ligase C-terminus,RimK-like ATP-grasp domainrs7622479 0.0692 YES 9.997E-1 (pos.182790249) 3-Methylcrotonyl-CoA carboxylase 13-methylcrotonyl-CoA carboxylase complex, mitochondrial,ATP binding,biotin binding,biotin carboxylase activity,biotin metabolic process,branched-chain amino acid catabolic process,cytosol,leucine catabolic process,metal ion binding,methylcrotonoyl-CoA carboxylase activity,methylcrotonoyl-CoA carboxylase complex,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,protein binding,protein heterooligomerization3-Methylcrotonyl-CoA carboxylase deficiency;Amino Acid Metabolism, Inborn Errors;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;Organic Acid Condition;Parkinson Disease;Parkinsonian Disorders;Recommended Newborn Screening Panels;Urea Cycle Disorders, InbornBiotin Benign G=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=7/14

chr19:50750419 T/T C T SNV MYH14 MYH14:intronic:NM_001145809.1 1 100 intronic NM_001145809.1c.1329+40C>Tp.? -0.34 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs607227 0.1892 YES 7.944E-1 (pos.50750419) Myosin, heavy chain 14, nonmuscle,Myosin, heavy chain 7B, cardiac muscle, betaATP binding,ATPase activity,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,actomyosin,actomyosin structure organization,axon,brush border,calmodulin binding,cytosol,extracellular exosome,growth cone,membrane,microfilament motor activity,mitochondrion morphogenesis,motor activity,myelin sheath,myosin II complex,myosin II filament,myosin complex,neuronal action potential,regulation of cell shape,sensory perception of sound,skeletal muscle contraction,skeletal muscle tissue development,stress fiber,vocalization behaviorEar Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Sensation Disorders;Urogenital Neoplasms(3aS)-3a-hydroxy-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(3aS)-3a-hydroxy-5-methyl-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(3aS)-3a-hydroxy-7-methyl-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(S)-blebbistatin,Mant-Adp,Tetrafluoroaluminate Ion,trifluoro-hydroxy-hydroxy-2-(N-methyl-2-nitro-anilino)ethoxyphosphoryloxy-phosphoryloxy-beryllium(1-)C=0, T=61 C=0.0, T=1.0 0.00001 921.839 61 C=0/0, T=34/27

chr5:70945075 G/G A G SNV MCCC2 MCCC2:exonic:NM_022132.4 1 100 14 synonymous NM_022132.4c.1368A>G p.(=) -1.22 0.07(COSM4407210)Carboxyl transferase domainrs10064079 0.1321 YES 9.838E-1 (pos.70945075) hepatocellular_carcinoma3-Methylcrotonyl-CoA carboxylase 23-methylcrotonyl-CoA carboxylase complex, mitochondrial,ATP binding,biotin metabolic process,branched-chain amino acid catabolic process,coenzyme A metabolic process,cytosol,leucine catabolic process,ligase activity,methylcrotonoyl-CoA carboxylase activity,methylcrotonoyl-CoA carboxylase complex,mitochondrial matrix,mitochondrion,protein binding,protein heterooligomerization3-Methylcrotonyl-CoA carboxylase deficiency;Amino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Organic Acid Condition;Recommended Newborn Screening Panels;Urea Cycle Disorders, InbornBiotin Benign A=0, G=39 A=0.0, G=1.0 0.00001 623.957 39 A=0/0, G=16/23

chr19:50766707 C/C T C SNV MYH14 MYH14:intronic:NM_001145809.1 1 100 intronic NM_001145809.1c.2694+30T>Cp.? -0.31 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs1529492 0.2479 YES 8.539E-1 (pos.50766707) Myosin, heavy chain 14, nonmuscle,Myosin, heavy chain 7B, cardiac muscle, betaATP binding,ATPase activity,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,actomyosin,actomyosin structure organization,axon,brush border,calmodulin binding,cytosol,extracellular exosome,growth cone,membrane,microfilament motor activity,mitochondrion morphogenesis,motor activity,myelin sheath,myosin II complex,myosin II filament,myosin complex,neuronal action potential,regulation of cell shape,sensory perception of sound,skeletal muscle contraction,skeletal muscle tissue development,stress fiber,vocalization behaviorEar Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Sensation Disorders;Urogenital Neoplasms(3aS)-3a-hydroxy-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(3aS)-3a-hydroxy-5-methyl-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(3aS)-3a-hydroxy-7-methyl-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(S)-blebbistatin,Mant-Adp,Tetrafluoroaluminate Ion,trifluoro-hydroxy-hydroxy-2-(N-methyl-2-nitro-anilino)ethoxyphosphoryloxy-phosphoryloxy-beryllium(1-)T=0, C=26 T=0.0, C=1.0 0.00001 371.417 26 T=0/0, C=13/13

chr19:50771635 C/C T C SNV MYH14 MYH14:intronic:NM_001145809.1 1 100 intronic NM_001145809.1c.3033+11T>Cp.? -1.03 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs930086 0.1194 YES 8.518E-1 (pos.50771635) Myosin, heavy chain 14, nonmuscle,Myosin, heavy chain 7B, cardiac muscle, betaATP binding,ATPase activity,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,actomyosin,actomyosin structure organization,axon,brush border,calmodulin binding,cytosol,extracellular exosome,growth cone,membrane,microfilament motor activity,mitochondrion morphogenesis,motor activity,myelin sheath,myosin II complex,myosin II filament,myosin complex,neuronal action potential,regulation of cell shape,sensory perception of sound,skeletal muscle contraction,skeletal muscle tissue development,stress fiber,vocalization behaviorEar Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Sensation Disorders;Urogenital Neoplasms(3aS)-3a-hydroxy-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(3aS)-3a-hydroxy-5-methyl-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(3aS)-3a-hydroxy-7-methyl-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(S)-blebbistatin,Mant-Adp,Tetrafluoroaluminate Ion,trifluoro-hydroxy-hydroxy-2-(N-methyl-2-nitro-anilino)ethoxyphosphoryloxy-phosphoryloxy-beryllium(1-)Benign T=0, C=21 T=0.0, C=1.0 0.00001 281.14 21 T=0/0, C=7/14

chr19:50789967 A/A G A SNV MYH14 MYH14:intronic:NM_001145809.1 1 100 intronic NM_001145809.1c.4752+16G>Ap.? -0.35 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs10406788 0.1045 YES 2.783E-2 (pos.50789967) Myosin, heavy chain 14, nonmuscle,Myosin, heavy chain 7B, cardiac muscle, betaATP binding,ATPase activity,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,actomyosin,actomyosin structure organization,axon,brush border,calmodulin binding,cytosol,extracellular exosome,growth cone,membrane,microfilament motor activity,mitochondrion morphogenesis,motor activity,myelin sheath,myosin II complex,myosin II filament,myosin complex,neuronal action potential,regulation of cell shape,sensory perception of sound,skeletal muscle contraction,skeletal muscle tissue development,stress fiber,vocalization behaviorEar Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Sensation Disorders;Urogenital Neoplasms(3aS)-3a-hydroxy-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(3aS)-3a-hydroxy-5-methyl-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(3aS)-3a-hydroxy-7-methyl-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(S)-blebbistatin,Mant-Adp,Tetrafluoroaluminate Ion,trifluoro-hydroxy-hydroxy-2-(N-methyl-2-nitro-anilino)ethoxyphosphoryloxy-phosphoryloxy-beryllium(1-)Benign G=0, A=51 G=0.0, A=1.0 0.00001 754.584 51 G=0/0, A=8/43

chr6:31496776 G/G T G SNV MCCD1 MCCD1:utr_5:NM_001011700.2 1 100 1 utr_5 NM_001011700.2c.-16T>G p.? -0.8 Mitochondrial coiled-coil domain protein 1rs3130054,rs751443784 0.18 YES 0.0;0.0;0.0 (pos.31496762),9.269E-1;2.347E-4 (pos.31496776)Mitochondrial coiled-coil domain 1mitochondrion T=0, G=75 T=0.0, G=1.0 0.00001 1189.83 75 T=0/0, G=35/40

chr19:51129064 C/C A C SNV SYT3 SYT3:intronic:NM_001160329.1 1 100 intronic NM_001160329.1c.1402+90T>Gp.? 0.17 C2 domain rs7260283 Synaptotagmin-3calcium ion binding,calcium ion regulated exocytosis,calcium ion-regulated exocytosis of neurotransmitter,calcium-dependent phospholipid binding,clathrin binding,endosome,integral component of membrane,plasma membrane,positive regulation of dendrite extension,presynapse,regulation of calcium ion-dependent exocytosis,syntaxin binding,transport vesicle membrane,vesicle fusionA=0, C=89 A=0.0, C=1.0 0.00001 1472.48 89 A=0/0, C=53/36

chr3:182925404 C/C T C SNV MCF2L2 MCF2L2:exonic:NM_015078.3 1 100 23 missense NM_015078.3c.2704A>G p.Thr902Ala 3.13 0.09 58 0 Divergent CRAL/TRIO domain,RhoGEF domainrs6804951 0.0793 YES 1.0 (pos.182925404) Rho guanyl-nucleotide exchange factor activity,regulation of Rho protein signal transduction,regulation of molecular functionT=0, C=123 T=0.0, C=1.0 0.00001 1993.61 123 T=0/0, C=72/51

chr6:100368759 A/A G A SNV MCHR2 MCHR2:utr_3:NM_032503.2 1 100 6 utr_3 NM_032503.2c.1080C>T p.? 0 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srvrs4839764 YES Melanin-concentrating hormone receptor 2G-protein coupled peptide receptor activity,G-protein coupled receptor signaling pathway,integral component of plasma membrane,neuropeptide signaling pathway,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membraneG=0, A=38 G=0.0, A=1.0 0.00001 600.886 38 G=0/0, A=22/16

chr5:54516521 A/A G A SNV MCIDAS MCIDAS:exonic:NM_001190787.1 1 100 7 synonymous NM_001190787.1c.831C>T p.(=) 1.72 Geminin rs6879219 YES 4.848E-1 (pos.54516521) cell cycle,centriole assembly,cilium assembly,identical protein binding,motile cilium assembly,multi-ciliated epithelial cell differentiation,nuclear body,nucleolus,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of DNA replication,regulation of mitotic cell cycle,regulation of nucleic acid-templated transcription,transcription coactivator activity,transcription, DNA-templatedBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign G=0, A=67 G=0.0, A=1.0 0.00001 1038.29 67 G=0/0, A=32/35

chr19:51361644 G/G A G SNV KLK3 KLK3:intronic:NM_001648.2 1 100 intronic NM_001648.2c.494-71A>Gp.? -0.16 Trypsin,Trypsin-like peptidase domainrs1810020 YES Kallikrein B plasma 1 (Fletcher factor),Kallikrein-related peptidase 3antibacterial peptide production,cellular protein metabolic process,endopeptidase activity,extracellular exosome,extracellular region,extracellular space,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in linear amides,negative regulation of angiogenesis,nucleus,protein binding,protein complex,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasm Recurrence, Local;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplastic Processes;Phyllodes Tumor;Prostatic Diseases;Prostatic Hyperplasia;Prostatic Neoplasms;Sarcoma;Urogenital NeoplasmsA=0, G=34 A=0.0, G=1.0 0.00001 524.177 34 A=0/0, G=16/18

chr19:5137846 A/A G A SNV KDM4B KDM4B:intronic:NM_015015.2 1 100 intronic NM_015015.2c.2442-127G>Ap.? -0.41 JmjC domain, hydroxylase,PHD-finger,PHD-like zinc-binding domain,PHD-zinc-finger like domain,jmjN domainrs2613786 YES Lysine-specific demethylase 4Bcytosol,histone H3-K36 demethylation,histone H3-K9 demethylation,histone demethylase activity,histone demethylase activity (H3-K36 specific),histone demethylase activity (H3-K9 specific),metal ion binding,negative regulation of histone H3-K9 trimethylation,nuclear pericentric heterochromatin,nucleoplasm,nucleus,oxidation-reduction process,regulation of transcription, DNA-templated,transcription, DNA-templatedGlioma;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, PrimitiveG=0, A=36 G=0.0, A=1.0 0.00001 563.744 36 G=0/0, A=23/13

chr21:47703649 A/A G A SNV MCM3AP MCM3AP:exonic:NM_003906.4 1 100 2 synonymous NM_003906.4c.1323C>T p.(=) 1.57 0.59(COSM3758989)Binding region of GANP to ENY2,MCM3AP domain of GANP,Nucleoporin homology of Germinal-centre associated nuclear protein,SAC3/GANP familyrs11702450 0.3928 YES 1.379E-1 (pos.47703649) adenocarcinomaMinichromosome maintenance 3-associated protein, 80-kDDNA binding,cytosol,immune system process,mRNA transport,nuclear membrane,nuclear pore,nucleoplasm,nucleus,protein import into nucleus,transferase activity, transferring acyl groupsEndocrine Gland Neoplasms;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsG=0, A=46 G=0.0, A=1.0 0.00001 768.291 46 G=0/0, A=26/20

chr19:51380109 G/GA G GA INDEL KLK2 KLK2:intronic:NM_005551.4 1 53.33 intronic NM_005551.4c.494-19G>GAp.? -1.64 Trypsin,Trypsin-like peptidase domainrs112421583 Kallikrein-related peptidase 2extracellular exosome,extracellular matrix disassembly,extracellular region,proteolysis,serine-type endopeptidase activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=21, GA=24G=0.4667, GA=0.5333 0.00001 219.621 45 G=12/9, GA=15/9

chr19:51380110 T/A T A SNV KLK2 KLK2:intronic:NM_005551.4 1 50 intronic NM_005551.4c.494-18T>Ap.? -0.13 Trypsin,Trypsin-like peptidase domainrs6070 0.3374 YES 2.163E-1 (pos.51380110) Kallikrein-related peptidase 2extracellular exosome,extracellular matrix disassembly,extracellular region,proteolysis,serine-type endopeptidase activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=22, A=22 T=0.5, A=0.5 0.00001 245.53 44 T=14/8, A=13/9

chr8:6302153 A/AT A AT INDEL MCPH1 MCPH1:exonic:NM_024596.4 1 95.45 8 frameshiftInsertion NM_024596.4c.910_911insTp.Arg304fs -1.14 BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Microcephalin protein,twin BRCT domainrs747489687 0.0 (pos.6302146) Microcephalinbone development,cerebral cortex development,cytoplasm,establishment of mitotic spindle orientation,identical protein binding,microtubule organizing center,mitotic cell cycle arrest,negative regulation of transcription from RNA polymerase II promoter,neuronal stem cell population maintenance,nucleoplasm,protein binding,protein localization to centrosome,regulation of centrosome cycle,regulation of chromosome condensation,regulation of inflammatory response,regulation of kinase activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System MalformationsA=1, AT=21 A=0.0455, AT=0.9545 0.00001 147.689 22 A=1/0, AT=14/7

chr19:51466516 G/G A G SNV KLK6 KLK6:intronic:NM_001012964.2 1 100 intronic NM_001012964.2c.445+42T>Cp.? -1.29 Domain of unknown function (DUF1986),Trypsin,Trypsin-like peptidase domainrs1654537 0.3347 YES 3.374E-1 (pos.51466516) Kallikrein-related peptidase 6amyloid precursor protein metabolic process,central nervous system development,collagen catabolic process,cytoplasm,endoplasmic reticulum,extracellular region,extracellular space,hormone metabolic process,mitochondrion,myelination,neuron death,nucleolus,positive regulation of G-protein coupled receptor protein signaling pathway,protein autoprocessing,protein binding,regulation of cell differentiation,regulation of neuron projection development,response to wounding,secretory granule,serine-type endopeptidase activity,tissue regenerationBenzamidine A=0, G=29 A=0.0, G=1.0 0.00001 427.581 29 A=0/0, G=8/21

chr19:51485194 T/T C T SNV KLK7 KLK7:intronic:NM_001243126.1 1 100 intronic NM_001243126.1c.200+389G>Ap.? -4.42 Trypsin rs1654523 0.0929 YES 9.993E-1 (pos.51485194) epidermal lamellar body,epidermis development,extracellular matrix disassembly,extracellular region,extracellular space,metalloendopeptidase activity,peptidase activity,positive regulation of antibacterial peptide production,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityL-alanyl-N-(1S,2R)-1-benzyl-2-hydroxypropyl-L-alaninamideC=0, T=23 C=0.0, T=1.0 0.00001 316.744 23 C=0/0, T=17/6

chr19:51518222 G/A G A SNV KLK10 KLK10:intronic:NM_001077500.1 1 52.38 intronic NM_001077500.1c.679-14C>Tp.? 0.2 Trypsin rs2075696 0.3307 YES 2.734E-1 (pos.51518222) Kallikrein-related peptidase 10cell cycle,extracellular region,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityAbortion, Spontaneous;Adnexal Diseases;Breast Diseases;Breast Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Pregnancy Complications;Skin Diseases;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Urogenital NeoplasmsG=10, A=11 G=0.4762, A=0.5238 0.00001 93.9071 21 G=6/4, A=7/4

chr6:37623626 C/T C T SNV MDGA1 MDGA1:exonic:NM_153487.3 1 53.33 4 synonymous NM_153487.3c.429G>A p.(=) -2.29 0.05(COSM4161134),0.05(COSM4161135)Immunoglobulin I-set domain,Immunoglobulin domain,MAM domain, meprin/A5/murs13204070 0.1939 YES 1.374E-1 (pos.37623626) neoplasm MAM domain-containing glycosylphosphatidylinositol anchor 1C-terminal protein lipidation,anchored component of plasma membrane,brain development,extracellular region,extracellular space,membrane,molecular_function,neuron migration,plasma membrane,spinal cord association neuron differentiationC=21, T=24 C=0.4667, T=0.5333 0.00001 276.153 45 C=8/13, T=18/6

chr2:207621759 G/G A G SNV MDH1B MDH1B:exonic:NM_001039845.2 1 100 4 synonymous NM_001039845.2c.276T>C p.(=) 2.57 rs1990849 0 1.0 (pos.207621759) L-malate dehydrogenase activity,NADH metabolic process,carbohydrate metabolic process,cytoplasm,malate dehydrogenase activity,malate metabolic process,oxaloacetate metabolic process,oxidation-reduction process,oxidoreductase activity, acting on the CH-OH group of donors, NAD or NADP as acceptor,tricarboxylic acid cycleA=0, G=27 A=0.0, G=1.0 0.00001 389.967 27 A=0/0, G=22/5

chr12:68708761 T/T C T SNV MDM1 MDM1:exonic:NM_017440.4 1 100 9 missense NM_017440.4c.1466G>A p.Arg489His -0.04 0.65 29 0 0(COSM3753455)Nuclear protein MDM1rs2306393 0.2858 YES 4.202E-1 (pos.68708761) acute_myeloid_leukaemia,adenocarcinoma,carcinomaMouse double minute 1 homologcentriole,centrosome,cytosol,microtubule,microtubule binding,negative regulation of centriole replication,nucleus,retina development in camera-type eyeC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=20/9

chr19:52004551 T/T C T SNV SIGLEC12 SIGLEC12:intronic:NM_053003.3 1 100 intronic NM_053003.3c.427+10G>Ap.? -0.9 0(COSM148703)Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs3810109 0.1691 YES 4.053E-1 (pos.52004551) acute_myeloid_leukaemia,adenocarcinomaSialic acid-binding immunoglobulin-like lectin 12carbohydrate binding,cell adhesion,integral component of membraneC=0, T=26 C=0.0, T=1.0 0.00001 371.419 26 C=0/0, T=12/14

chr1:204518842 A/A C A SNV MDM4 MDM4:utr_3:NM_002393.4 1 100 11 utr_3 NM_002393.4c.1505C>A p.? -0.96 SWIB/MDM2 domain,Zinc finger, C3HC4 type (RING finger),Zn-finger in Ran binding protein and othersrs4245739 0.2459 YES 9.673E-1 (pos.204518842) Mouse double minute 4, homolog ofDNA damage response, signal transduction by p53 class mediator,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,G0 to G1 transition,cell proliferation,cellular response to hypoxia,enzyme binding,metal ion binding,negative regulation of apoptotic process,negative regulation of cell cycle arrest,negative regulation of cell proliferation,negative regulation of protein catabolic process,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,protein binding,protein complex assembly,protein deubiquitination,protein stabilization,protein ubiquitination,regulation of signal transduction by p53 class mediator,ubiquitin protein ligase activity,zinc ion bindingAstrocytoma;Breast Diseases;Breast Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Glioblastoma;Glioma;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Pneumoconiosis;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsC=0, A=26 C=0.0, A=1.0 0.00001 371.42 26 C=0/0, A=17/9

chr19:52031148 T/G T G SNV SIGLEC6 SIGLEC6:intronic:NM_001245.6 1 47.62 intronic NM_001245.6c.1107-66A>Cp.? -0.31 Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs77020082 YES Sialic acid-binding immunoglobulin-like lectin 6carbohydrate binding,cell adhesion,cell-cell signaling,extracellular region,integral component of plasma membrane,membrane,protein bindingT=33, G=30 T=0.5238, G=0.4762 0.00001 289.407 63 T=7/26, G=22/8

chr19:5211568 G/A G A SNV PTPRS PTPRS:intronic:NM_002850.3 1 57.14 intronic NM_002850.3c.5234+33C>Tp.? -0.13 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Protein-tyrosine phosphatasers55858361 0.453 YES 5.726E-1 (pos.5211568) Protein tyrosine phosphatase, receptor type, sigmaaxon,cell adhesion,cell junction,cerebellum development,cerebral cortex development,chondroitin sulfate binding,corpus callosum development,establishment of endothelial intestinal barrier,extracellular exosome,heparan sulfate proteoglycan binding,heparin binding,hippocampus development,integral component of membrane,integral component of plasma membrane,integral component of postsynaptic density membrane,integral component of synaptic vesicle membrane,negative regulation of axon extension,negative regulation of axon regeneration,negative regulation of collateral sprouting,negative regulation of dendritic spine development,negative regulation of interferon-alpha production,negative regulation of interferon-beta production,negative regulation of neuron projection development,negative regulation of toll-like receptor 9 signaling pathway,peptidyl-tyrosine dephosphorylation,perikaryon,phosphoprotein phosphatase activity,plasma membrane,protein binding,protein dephosphorylation,protein tyrosine phosphatase activityAlendronic acid,Etidronic acidG=9, A=12 G=0.4286, A=0.5714 0.00001 111.551 21 G=2/7, A=8/4

chr6:90402840 G/G C G SNV MDN1 MDN1:exonic:NM_014611.2 1 100 63 synonymous NM_014611.2c.9909G>C p.(=) 0.14 0.96(COSM4595152)AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA)rs9351212 0.1993 YES 9.915E-1;7.641E-3 (pos.90402840)squamous_cell_carcinoma ATP binding,ATPase activity,cytosol,intermediate filament cytoskeleton,membrane,nucleolus,nucleoplasm,nucleus,preribosome, large subunit precursor,protein binding,protein complex assembly,rRNA processing,ribosomal large subunit assembly,unfolded protein bindingC=0, G=61 C=0.0, G=1.0 0.00001 921.853 61 C=0/0, G=33/28

chr6:90418262 T/T C T SNV MDN1 MDN1:exonic:NM_014611.2 1 100 51 synonymous NM_014611.2c.7851G>A p.(=) -1.72 AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA)rs2026634,rs748431598 0.169 YES 0.0 (pos.90418257),9.99E-1 (pos.90418262) ATP binding,ATPase activity,cytosol,intermediate filament cytoskeleton,membrane,nucleolus,nucleoplasm,nucleus,preribosome, large subunit precursor,protein binding,protein complex assembly,rRNA processing,ribosomal large subunit assembly,unfolded protein bindingC=0, T=42 C=0.0, T=1.0 0.00001 685.22 42 C=0/0, T=13/29

chr6:90455084 G/G A G SNV MDN1 MDN1:exonic:NM_014611.2 1 100 29 synonymous NM_014611.2c.4086T>C p.(=) -0.03 AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA)rs9359861 0.1687 YES 9.992E-1 (pos.90455084) ATP binding,ATPase activity,cytosol,intermediate filament cytoskeleton,membrane,nucleolus,nucleoplasm,nucleus,preribosome, large subunit precursor,protein binding,protein complex assembly,rRNA processing,ribosomal large subunit assembly,unfolded protein bindingA=0, G=28 A=0.0, G=1.0 0.00001 408.52 28 A=0/0, G=25/3

chr6:90448092 C/T C T SNV MDN1 MDN1:exonic:NM_014611.2 1 96.67 33 missense NM_014611.2c.4676G>A p.Ser1559Asn 0.52 0.74 46 0.001 0.19(COSM4161387)AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA)rs4140446 0.1692 YES 9.992E-1 (pos.90448092) neoplasm ATP binding,ATPase activity,cytosol,intermediate filament cytoskeleton,membrane,nucleolus,nucleoplasm,nucleus,preribosome, large subunit precursor,protein binding,protein complex assembly,rRNA processing,ribosomal large subunit assembly,unfolded protein bindingC=1, T=29 C=0.0333, T=0.9667 0.00001 416.457 30 C=0/1, T=13/16

chr5:6378609 TC/TC T TC INDEL MED10 MED10:utr_5:NM_032286.2 1 100 1 utr_5 NM_032286.2c.-13A>GA p.? -2.26 Transcription factor subunit Med10 of Mediator complexrs539093516 Mediator complex subunit 10RNA polymerase II transcription cofactor activity,core mediator complex,mediator complex,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein ubiquitination,stem cell population maintenance,transcription initiation from RNA polymerase II promoter,ubiquitin ligase complex,ubiquitin protein ligase activityT=0, TC=38 T=0.0, TC=1.0 0.00001 418.675 38 T=0/0, TC=4/34

chr5:6378614 C/C G C SNV MED10 MED10:utr_5:NM_032286.2 1 100 1 utr_5 NM_032286.2c.-18C>G p.? -1.33 Transcription factor subunit Med10 of Mediator complexrs764668946,rs7723985 0 1.043E-3 (pos.6378613),9.99E-1;0.0 (pos.6378614)Mediator complex subunit 10RNA polymerase II transcription cofactor activity,core mediator complex,mediator complex,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein ubiquitination,stem cell population maintenance,transcription initiation from RNA polymerase II promoter,ubiquitin ligase complex,ubiquitin protein ligase activityG=0, C=38 G=0.0, C=1.0 0.00001 606.842 38 G=0/0, C=4/34

chr3:150881774 C/C A C SNV MED12L MED12L:exonic:NM_053002.5 1 100 8 missense NM_053002.5c.1202A>C p.Gln401Pro 2.54 1 76 0.002 Eukaryotic Mediator 12 catenin-binding domain,Eukaryotic Mediator 12 subunit domain,Transcription mediator complex subunit Med12rs17290219 0.1408 YES 2.313E-4 (pos.150881774) Mediator complex subunit 12-likeRNA polymerase II transcription coactivator activity,RNA polymerase II transcription cofactor activity,beta-catenin binding,mediator complex,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedA=0, C=45 A=0.0, C=1.0 0.00001 747.387 45 A=0/0, C=12/33

chr3:151056598 C/C A C SNV

MED12L,P2

RY12 P2RY12:exonic:NM_176876.2, MED12L:intronic:NM_053002.5 1
100

2 synonymous NM_053002.5, NM_176876.2c.2146-11249A>C, c.36T>Gp.?, p.(=) -0.26 0(COSM5653986)7 transmembrane receptor (rhodopsin family),Eukaryotic Mediator 12 catenin-binding domain,Eukaryotic Mediator 12 subunit domain,Transcription mediator complex subunit Med12rs6809699,rs775742312 0.1641 YES 0.0 (pos.151056597),8.853E-1 (pos.151056598)diffuse_large_B_cell_lymphomaMediator complex subunit 12-like,Purinergic receptor P2Y, G protein-coupled, 12ADP receptor activity,G-protein coupled adenosine receptor activity,G-protein coupled purinergic nucleotide receptor signaling pathway,G-protein coupled receptor signaling pathway,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription cofactor activity,adenosine receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,basal plasma membrane,beta-catenin binding,calcium ion transmembrane transport,caveola,cell surface,cellular response to ATP,external side of plasma membrane,glial cell migration,guanyl-nucleotide exchange factor activity,hemostasis,integral component of plasma membrane,intrinsic component of membrane,mediator complex,mitochondrion,negative regulation of cell differentiation,negative regulation of norepinephrine secretion,plasma membrane,platelet aggregation,positive regulation of ion transport,positive regulation of transcription from RNA polymerase II promoter,potassium ion transmembrane transport,protein kinase B signalAutoimmune Diseases;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Embolism and Thrombosis;Genetic Diseases, Inborn;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Lupus Erythematosus, Systemic;Metabolic Diseases;Metabolism, Inborn Errors;Myocardial Infarction;Myocardial Ischemia;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Skin and Connective Tissue Diseases;Thrombosis;Vascular DiseasesCangrelor,Clopidogrel,Epoprostenol,Prasugrel,Ticagrelor,Ticlopidine,TreprostinilBenign A=0, C=62 A=0.0, C=1.0 0.00001 939.474 62 A=0/0, C=25/37

chr3:151046308 A/A G A SNV

MED12L,P2

RY13 P2RY13:exonic:NM_176894.2, MED12L:intronic:NM_053002.5 1
100

2 missense NM_053002.5, NM_176894.2c.2146-21539G>A, c.536C>Tp.?, p.Thr179Met 5.05 1 81 0.001 0.06(COSM5653984),0.06(COSM5653985)7 transmembrane receptor (rhodopsin family),Eukaryotic Mediator 12 catenin-binding domain,Eukaryotic Mediator 12 subunit domain,Serpentine type 7TM GPCR chemoreceptor Srv,Transcription mediator complex subunit Med12rs1466684 0.1674 YES 8.397E-1 (pos.151046308)diffuse_large_B_cell_lymphomaMediator complex subunit 12-likeG-protein coupled purinergic nucleotide receptor activity,G-protein coupled purinergic nucleotide receptor signaling pathway,G-protein coupled receptor signaling pathway,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription cofactor activity,beta-catenin binding,biological_process,cellular response to organic cyclic compound,endoplasmic reticulum,integral component of plasma membrane,mediator complex,negative regulation of adenylate cyclase activity,plasma membrane,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedG=0, A=312 G=0.0, A=1.0 0.00001 5160.72 312 G=0/0, A=152/160

chr19:52521192 C/C A C SNV ZNF614 ZNF614:intronic:NM_025040.3 1 100 intronic NM_025040.3c.238+69T>Gp.? -0.14 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers61287503 YES DNA binding,biological_process,cellular_component,intracellular,metal ion binding,molecular_function,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, C=43 A=0.0, C=1.0 0.00001 705.822 43 A=0/0, C=20/23

chr17:60043884 A/A G A SNV MED13 MED13:exonic:NM_005121.2 1 100 19 synonymous NM_005121.2c.4320C>T p.(=) 2.02 Mediator complex subunit 13 C-terminal,Mediator complex subunit 13 N-terminalrs671347 0 1.0 (pos.60043884) Mediator complex subunit 13RNA polymerase II transcription cofactor activity,androgen receptor signaling pathway,cholesterol homeostasis,intracellular steroid hormone receptor signaling pathway,ligand-dependent nuclear receptor transcription coactivator activity,mediator complex,membrane,negative regulation of thyroid hormone receptor activity,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,receptor activity,thyroid hormone receptor binding,transcription coactivator activity,transcription cofactor activity,transcription initiation from RNA polymerase II promoter,triglyceride homeostasis,vitamin D receptor bindingG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=18/8

chr19:5264967 G/G A G SNV PTPRS PTPRS:intronic:NM_002850.3 1 100 intronic NM_002850.3c.568+52T>Cp.? -1.83 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Protein-tyrosine phosphatasers4807017 0.3026 YES Protein tyrosine phosphatase, receptor type, sigmaaxon,cell adhesion,cell junction,cerebellum development,cerebral cortex development,chondroitin sulfate binding,corpus callosum development,establishment of endothelial intestinal barrier,extracellular exosome,heparan sulfate proteoglycan binding,heparin binding,hippocampus development,integral component of membrane,integral component of plasma membrane,integral component of postsynaptic density membrane,integral component of synaptic vesicle membrane,negative regulation of axon extension,negative regulation of axon regeneration,negative regulation of collateral sprouting,negative regulation of dendritic spine development,negative regulation of interferon-alpha production,negative regulation of interferon-beta production,negative regulation of neuron projection development,negative regulation of toll-like receptor 9 signaling pathway,peptidyl-tyrosine dephosphorylation,perikaryon,phosphoprotein phosphatase activity,plasma membrane,protein binding,protein dephosphorylation,protein tyrosine phosphatase activityAlendronic acid,Etidronic acidA=0, G=23 A=0.0, G=1.0 0.00001 321.107 23 A=0/0, G=8/15

chr19:871135 A/G A G SNV MED16 MED16:exonic:NM_005481.2 1 45.45 13 synonymous NM_005481.2c.2217T>C p.(=) 2.18 0.1(COSM3757444),0.1(COSM440701)Mediator complex subunit 16,WD domain, G-beta repeatrs1683569 0.2389 YES 4.305E-2 (pos.871135) adenocarcinoma,neoplasm androgen receptor signaling pathway,catalytic activity,intracellular steroid hormone receptor signaling pathway,mediator complex,membrane,nucleoplasm,nucleus,positive regulation of receptor activity,positive regulation of transcription, DNA-templated,protein binding,receptor activity,regulation of transcription from RNA polymerase II promoter,thyroid hormone receptor binding,thyroid hormone receptor coactivator activity,transcription coactivator activity,transcription cofactor activity,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,vitamin D receptor bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleA=12, G=10 A=0.5455, G=0.4545 0.00001 81.7566 22 A=5/7, G=2/8

chr19:52938648 G/G C G SNV ZNF534 ZNF534:intronic:NM_001143939.2 1 100 intronic NM_001143939.2c.310+186C>Gp.? -0.94 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers10853848 YES DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, G=53 C=0.0, G=1.0 0.00001 782.022 53 C=0/0, G=23/30

chr19:52938655 A/A G A SNV ZNF534 ZNF534:intronic:NM_001143939.2 1 100 intronic NM_001143939.2c.310+193G>Ap.? -0.83 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers10853849 YES DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=52 G=0.0, A=1.0 0.00001 767.016 52 G=0/0, A=22/30

chr19:52940931 T/T A T SNV ZNF534 ZNF534:intronic:NM_001143939.2 1 100 intronic NM_001143939.2c.311-54A>Tp.? 2.85 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1428179 YES DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, T=40 A=0.0, T=1.0 0.00001 644.283 40 A=0/0, T=23/17

chr11:93517874 G/G C G SNV MED17 MED17:exonic:NM_004268.4 1 100 1 synonymous NM_004268.4c.195C>G p.(=) 0.22 0.76(COSM3752815)Subunit 17 of Mediator complexrs7116967,rs775571325 0.3632 YES 0.0 (pos.93517873),7.753E-1 (pos.93517874)adenocarcinomaMediator complex subunit 17RNA polymerase II transcription cofactor activity,androgen receptor signaling pathway,intracellular steroid hormone receptor signaling pathway,ligand-dependent nuclear receptor transcription coactivator activity,mediator complex,membrane,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,receptor activity,regulation of transcription from RNA polymerase II promoter,thyroid hormone receptor binding,transcription coactivator activity,transcription cofactor activity,transcription factor complex,transcription initiation from RNA polymerase II promoter,vitamin D receptor bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleBenign C=0, G=44 C=0.0, G=1.0 0.00001 726.567 44 C=0/0, G=39/5

chr11:93517886 C/C G C SNV MED17 MED17:exonic:NM_004268.4 1 100 1 missense NM_004268.4c.207G>C p.Glu69Asp 0.19 1 45 0 0.27(COSM3752816)Subunit 17 of Mediator complexrs2848477 0.3582 YES 7.758E-1;0.0 (pos.93517886)adenocarcinoma,ductal_carcinomaMediator complex subunit 17RNA polymerase II transcription cofactor activity,androgen receptor signaling pathway,intracellular steroid hormone receptor signaling pathway,ligand-dependent nuclear receptor transcription coactivator activity,mediator complex,membrane,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,receptor activity,regulation of transcription from RNA polymerase II promoter,thyroid hormone receptor binding,transcription coactivator activity,transcription cofactor activity,transcription factor complex,transcription initiation from RNA polymerase II promoter,vitamin D receptor bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleBenign G=0, C=43 G=0.0, C=1.0 0.00001 705.725 43 G=0/0, C=38/5

chr12:27175494 C/C T C SNV MED21 MED21:utr_5:NM_004264.4 1 100 1 utr_5 NM_004264.4c.-19T>C p.? -2.82 Subunit 21 of Mediator complexrs3963548 0.0673 YES 9.996E-1 (pos.27175494) Mediator complex subunit 21DNA-directed 5'-3' RNA polymerase activity,RNA polymerase II transcription cofactor activity,blastocyst development,mediator complex,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein ubiquitination,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,stem cell population maintenance,transcription coactivator activity,transcription, DNA-templated,ubiquitin ligase complex,ubiquitin protein ligase activityT=0, C=41 T=0.0, C=1.0 0.00001 664.696 41 T=0/0, C=21/20

chr17:38179492 A/G A G SNV MED24 MED24:exonic:NM_014815.3 1 53.13 20 synonymous NM_014815.3c.2142T>C p.(=) -0.44 0.09(COSM3755458),0.09(COSM3755459)Mediator complex subunit 24 N-terminalrs2302777 0.375 YES 4.088E-1 (pos.38179492) adenocarcinoma,neoplasmMediator complex subunit 24RNA polymerase II transcription cofactor activity,androgen receptor signaling pathway,histone acetylation,histone acetyltransferase activity,intracellular steroid hormone receptor signaling pathway,ligand-dependent nuclear receptor transcription coactivator activity,mediator complex,nucleoplasm,nucleus,positive regulation of transcription, DNA-templated,protein binding,protein heterooligomerization,protein ubiquitination,receptor activity,regulation of nucleic acid-templated transcription,regulation of transcription from RNA polymerase II promoter,stem cell population maintenance,thyroid hormone receptor binding,transcription coactivator activity,transcription cofactor activity,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,ubiquitin ligase complex,ubiquitin protein ligase activity,vitamin D receptor bindingBlood Protein Disorders;Cardiovascular Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Lymphoproliferative Disorders;Multiple Myeloma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Paraproteinemias;Vascular DiseasesA=15, G=17 A=0.4688, G=0.5313 0.00001 173.65 32 A=9/6, G=12/5

chr15:100246942 A/A G A SNV MEF2A MEF2A:exonic:NM_005587.3 1 100 9 synonymous NM_005587.3c.873G>A p.(=) -0.14 Holliday junction regulator protein family C-terminal repeat,SRF-type transcription factor (DNA-binding and dimerisation domain)rs325407 0.0025 YES 9.999E-1 (pos.100246942) MADS box transcription enhancer factor 2, polypeptide A (myocyte enhancer factor 2A)DNA binding,DNA binding transcription factor activity,ERK5 cascade,MAPK cascade,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,RNA polymerase II transcription factor binding,SMAD binding,activating transcription factor binding,apoptotic process,cardiac conduction,cellular response to calcium ion,chromatin binding,cytosol,dendrite morphogenesis,heart development,histone acetyltransferase binding,histone deacetylase binding,mitochondrial genome maintenance,mitochondrion distribution,muscle organ development,negative regulation of transcription from RNA polymerase II promoter,nuclear chromatin,nucleoplasm,nucleus,positive regulation of cardiac muscle hypertrophy,positive regulation of muscle cell differentiation,positive regulation of transcription from RNA polymerase II promoter,proteinArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Heart Diseases;Myocardial Infarction;Myocardial Ischemia;Vascular DiseasesG=0, A=28 G=0.0, A=1.0 0.00001 408.199 28 G=0/0, A=19/9

chr15:100246936 T/C T C SNV MEF2A MEF2A:exonic:NM_005587.3 1 46.43 9 synonymous NM_005587.3c.867T>C p.(=) 0.35 0.43(COSM3999439),0.43(COSM3999440),0.43(COSM3999441)Holliday junction regulator protein family C-terminal repeat,SRF-type transcription factor (DNA-binding and dimerisation domain)rs325408 0.2086 YES 7.319E-1 (pos.100246936)acute_myeloid_leukaemiaMADS box transcription enhancer factor 2, polypeptide A (myocyte enhancer factor 2A)DNA binding,DNA binding transcription factor activity,ERK5 cascade,MAPK cascade,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,RNA polymerase II transcription factor binding,SMAD binding,activating transcription factor binding,apoptotic process,cardiac conduction,cellular response to calcium ion,chromatin binding,cytosol,dendrite morphogenesis,heart development,histone acetyltransferase binding,histone deacetylase binding,mitochondrial genome maintenance,mitochondrion distribution,muscle organ development,negative regulation of transcription from RNA polymerase II promoter,nuclear chromatin,nucleoplasm,nucleus,positive regulation of cardiac muscle hypertrophy,positive regulation of muscle cell differentiation,positive regulation of transcription from RNA polymerase II promoter,proteinArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Heart Diseases;Myocardial Infarction;Myocardial Ischemia;Vascular DiseasesT=15, C=13 T=0.5357, C=0.4643 0.00001 117.927 28 T=15/0, C=4/9

chr1:156446903 T/C T C SNV MEF2D MEF2D:exonic:NM_001271629.1 1 50 7 synonymous NM_001271629.1c.756A>G p.(=) -4.5 0.11(COSM4142838),0.11(COSM4142839)Holliday junction regulator protein family C-terminal repeat,SRF-type transcription factor (DNA-binding and dimerisation domain)rs2274317 0.3429 YES 7.224E-1 (pos.156446903)acute_myeloid_leukaemia,ductal_carcinoma,neoplasmMADS box transcription enhancer factor 2, polypeptide D (myocyte enhancer factor 2D)DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,activating transcription factor binding,adult heart development,apoptotic process,chondrocyte differentiation,cytoplasm,endochondral ossification,histone deacetylase binding,intracellular membrane-bounded organelle,muscle organ development,nervous system development,nucleoplasm,nucleus,osteoblast differentiation,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein dimerization activity,protein heterodimerization activity,protein homodimerization activity,skeletal muscle cell differentiation,transcription from RNA polymerase II promoter,transcription, DNA-templated,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingBrain Diseases;Central Nervous System Diseases;Headache Disorders;Headache Disorders, Primary;Migraine Disorders;Migraine without Aura;Nervous System DiseasesT=14, C=14 T=0.5, C=0.5 0.00001 131.75 28 T=9/5, C=7/7

chr5:126792974 A/A T A SNV MEGF10 MEGF10:exonic:NM_001256545.1 1 100 25 synonymous NM_001256545.1c.3387T>A p.(=) -2.78 0.12(COSM4003273)Human growth factor-like EGF,Laminin EGF domainrs3812052 0.3771 YES 2.906E-1 (pos.126792974)acute_myeloid_leukaemia,ductal_carcinoma,hepatocellular_carcinomaMultiple epidermal growth factor-like domains 10Notch binding,apoptotic process involved in development,cell projection,complement component C1q binding,engulfment of apoptotic cell,homotypic cell-cell adhesion,integral component of membrane,muscle cell development,muscle cell proliferation,myoblast migration,phagocytic cup,plasma membrane,receptor-mediated endocytosis,recognition of apoptotic cell,regulation of muscle cell differentiation,regulation of skeletal muscle tissue development,scavenger receptor activity,skeletal muscle satellite cell activation,skeletal muscle satellite cell differentiation,skeletal muscle satellite cell proliferationAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deglutition Disorders;Dementia;Digestive System Diseases;Esophageal Diseases;Gastrointestinal Diseases;Infant, Newborn, Diseases;Infant, Premature, Diseases;Lung Diseases;Mental Disorders;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Pharyngeal Diseases;Respiration Disorders;Respiratory Distress Syndrome, Newborn;Respiratory Tract Diseases;TauopathiesBenign/Likely benignT=0, A=25 T=0.0, A=1.0 0.00001 353.019 25 T=0/0, A=18/7

chr15:66274690 C/C T C SNV MEGF11 MEGF11:exonic:NM_032445.2 1 100 6 synonymous NM_032445.2c.531A>G p.(=) -3.08 0.01(COSM3749305),0.01(COSM3749306),0.01(COSM3749307)Human growth factor-like EGF,Laminin EGF domainrs551474 6.00E-04 YES 1.0 (pos.66274690) adenocarcinoma,neoplasmMultiple epidermal growth factor-like domains 11basolateral plasma membrane,homotypic cell-cell adhesion,integral component of membrane,retina layer formationT=0, C=35 T=0.0, C=1.0 0.00001 543.899 35 T=0/0, C=17/18

chr19:536900 A/A G A SNV CDC34 CDC34:intronic:NM_004359.1 1 100 intronic NM_004359.1c.363-113G>Ap.? -0.9 Ubiquitin-conjugating enzymers892204 YES Cell division cycle 34ATP binding,DNA replication initiation,G1/S transition of mitotic cell cycle,cellular protein modification process,cellular response to interferon-beta,cytoplasm,cytosol,negative regulation of cAMP-mediated signaling,nuclear speck,nucleoplasm,nucleus,positive regulation of inclusion body assembly,positive regulation of neuron apoptotic process,proteasome-mediated ubiquitin-dependent protein catabolic process,protein K48-linked ubiquitination,protein binding,protein polyubiquitination,protein ubiquitination,response to growth factor,ubiquitin conjugating enzyme activity,ubiquitin protein ligase activity,ubiquitin protein ligase binding,ubiquitin-protein transferase activityG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=12/9

chr19:53784788 G/A G A SNV FAM90A27P FAM90A27P:upstream:NR_046365.1 1
50

intronic NR_046365.1 0.24 rs28669322 YES 4.646E-1 (pos.53784788) G=10, A=10 G=0.5, A=0.5 0.00001 82.8861 20 G=8/2, A=9/1

chr1:3496479 C/C T C SNV MEGF6 MEGF6:exonic:NM_001409.3 1 100 4 missense NM_001409.3c.391A>G p.Ser131Gly 0.21 1 56 0 0(COSM1162425)Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Human growth factor-like EGF,Laminin EGF domainrs2794340 0.084 YES 6.875E-1 (pos.3496479) ductal_carcinomaMultiple epidermal growth factor-like domains 6biological_process,calcium ion binding,cellular_component,extracellular region,protein bindingT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=3/18

chr19:42874901 G/A G A SNV MEGF8 MEGF8:exonic:NM_001271938.1 1 52.38 40 missense NM_001271938.1c.7054G>A p.Val2352Met 7.34 0.05 21 1 CUB domain,Calcium-binding EGF domain,EGF domain,Galactose oxidase, central domain,Laminin EGF domain,Plexin repeatrs112167630 0.0248 YES 0.0 (pos.42874901) Multiple epidermal growth factor-like domains 8BMP signaling pathway,calcium ion binding,cell migration involved in gastrulation,coronary vasculature development,craniofacial suture morphogenesis,determination of digestive tract left/right asymmetry,determination of heart left/right asymmetry,embryonic heart tube left/right pattern formation,embryonic heart tube morphogenesis,embryonic limb morphogenesis,embryonic skeletal system morphogenesis,epiboly involved in gastrulation with mouth forming second,extracellular exosome,fasciculation of sensory neuron axon,integral component of membrane,left/right pattern formation,limb morphogenesis,nucleus,positive regulation of axon extension involved in axon guidance,protein binding,regulation of gene expressionAcrocephalosyndactylia;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniosynostoses;Dysostoses;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Syndactyly;SynostosisBenign G=20, A=22 G=0.4762, A=0.5238 0.00001 245.024 42 G=12/8, A=12/10

chr22:42159229 T/T G T SNV MEI1 MEI1:exonic:NM_152513.3 1 100 19 synonymous NM_152513.3c.2172G>T p.(=) -0.6 0.02(COSM3759223),0.02(COSM3759224),0.02(COSM3759225)rs2050033 0.1868 YES 9.411E-1 (pos.42159229) adenocarcinoma cell,male meiosis I,meiosis I,meiotic telomere clustering,spermatid developmentG=0, T=33 G=0.0, T=1.0 0.00001 504.598 33 G=0/0, T=12/21

chr16:1912021 T/G T G SNV MEIOB MEIOB:exonic:NM_001163560.2 1 59.18 4 missense NM_001163560.2c.224A>C p.Lys75Thr 0.45 0.14 78 0.027 0.78(COSM6351572) rs1657125 0.1273 YES 2.846E-1 (pos.1912021) carcinoma Meiosis-specific protein with OB domainschromatin binding,chromosome,cytoplasm,double-strand break repair via homologous recombination,female meiosis I,fertilization,male meiosis I,male meiotic nuclear division,nucleic acid phosphodiester bond hydrolysis,nucleus,resolution of meiotic recombination intermediates,single-stranded DNA 3'-5' exodeoxyribonuclease activity,single-stranded DNA binding,synapsisT=20, G=29 T=0.4082, G=0.5918 0.00001 360.52 49 T=12/8, G=14/15



chr19:54606209 G/G T G SNV

NDUFA3,OS

CAR NDUFA3:intronic:NM_004542.3, OSCAR:upstream:NM_206818.2 1
100

intronic NM_206818.2, NM_004542.3c.-2126A>C, c.10+13T>Gp.?, p.? -0.21 NADH dehydrogenase 1 alpha subcomplex subunit 3rs254260 0.0135 YES 7.089E-1 (pos.54606209) NADH-ubiquinone oxidoreductase 1 alpha subcomplex, 3,Osteoclast-associated receptorNADH dehydrogenase (ubiquinone) activity,extracellular exosome,extracellular region,integral component of membrane,mitochondrial electron transport, NADH to ubiquinone,mitochondrial inner membrane,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,mitochondrion,neutrophil degranulation,plasma membrane,regulation of immune response,specific granule lumen,tertiary granule lumenNADH T=0, G=154 T=0.0, G=1.0 0.00001 2470.23 154 T=0/0, G=75/79

chr19:54627097 C/C T C SNV PRPF31 PRPF31:intronic:NM_015629.3 1 100 intronic NM_015629.3c.528-31T>Cp.? -1.54 Prp31 C terminal domain,snoRNA binding domain, fibrillarinrs2303557 0.0081 YES 7.212E-1 (pos.54627097) Precursor RNA-processing factor 31, S. cerevisiae, homolog ofCajal body,MLL1 complex,RNA binding,U2-type spliceosomal complex,U4 snRNA binding,U4 snRNP,U4/U6 x U5 tri-snRNP complex,U4atac snRNA binding,U4atac snRNP,mRNA splicing, via spliceosome,nuclear speck,nucleoplasm,nucleus,precatalytic spliceosome,protein binding,ribonucleoprotein complex binding,ribonucleoprotein complex localization,snRNP binding,snoRNA localization,spliceosomal tri-snRNP complex assemblyCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaT=0, C=24 T=0.0, C=1.0 0.00001 334.79 24 T=0/0, C=14/10

chr9:36674842 C/T C T SNV MELK MELK:exonic:NM_014791.3 1 57.14 17 synonymous NM_014791.3c.1686C>T p.(=) -0.02 Kinase associated domain 1,Kinase-like,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinasers2274473 0.1018 YES 9.021E-1 (pos.36674842) Maternal embryonic leucine zipper kinaseATP binding,G2/M transition of mitotic cell cycle,apoptotic process,calcium ion binding,cell cortex,cell proliferation,hemopoiesis,intracellular signal transduction,intrinsic apoptotic signaling pathway in response to oxidative stress,lipid binding,membrane,neural precursor cell proliferation,non-membrane spanning protein tyrosine kinase activity,nucleus,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of apoptotic process,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=12, T=16 C=0.4286, T=0.5714 0.00001 161.747 28 C=4/8, T=6/10

chr19:54711258 G/G T G SNV RPS9 RPS9:intronic:NM_001013.3 1 100 intronic NM_001013.3c.408-8T>G p.? 0.82 Ribosomal protein S4/S9 N-terminal domain,S4 domainrs2304523 0.157 YES 5.066E-1 (pos.54711258) Ribosomal protein S9RNA binding,SRP-dependent cotranslational protein targeting to membrane,cytoplasm,cytosol,cytosolic small ribosomal subunit,extracellular exosome,focal adhesion,intracellular ribonucleoprotein complex,membrane,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleolus,nucleoplasm,nucleus,positive regulation of cell proliferation,positive regulation of translational fidelity,protein binding,rRNA binding,rRNA processing,ribosome,small ribosomal subunit,structural constituent of ribosome,translation,translation regulator activity,translational initiation,viral transcriptionT=0, G=21 T=0.0, G=1.0 0.00001 281.227 21 T=0/0, G=15/6

chr11:64572557 G/G A G SNV MEN1 MEN1:exonic:NM_000244.3 1 100 9 synonymous NM_000244.3c.1314T>C p.(=) -0.3 Menin rs540012 3.00E-04 1.0 (pos.64572557) Menin DNA repair,MAPK cascade,R-SMAD binding,Y-form DNA binding,beta-catenin-TCF complex assembly,brain development,cellular protein metabolic process,cellular response to DNA damage stimulus,cellular response to glucose stimulus,cellular response to peptide hormone stimulus,chromatin,chromatin binding,cleavage furrow,cytoplasm,cytosol,decidualization,double-stranded DNA binding,endoplasmic reticulum lumen,four-way junction DNA binding,histone lysine methylation,histone methyltransferase complex,histone-lysine N-methyltransferase activity,mitotic cell cycle,negative regulation of DNA binding transcription factor activity,negative regulation of JNK cascade,negative regulation of cell cycle,negative regulation of cell cycle G1/S phase transition,negative regulation of cell proliferation,negative regulation of cell-substrate adhesion,negative regulation of cyclin-dependent protein serine/threonine kinase activity,negative regulation of epithelial cell proliferation,negative regulation of osteoblast differentiation,negACMG Recommendations...;Adenocarcinoma;Adenoma;Adenoma, Islet Cell;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Carcinoma;Carcinoma, Islet Cell;Carcinoma, Neuroendocrine;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Gastrinoma;Genetic Diseases, Inborn;Glucagonoma;Hyperparathyroidism;Hyperparathyroidism, Primary;Insulinoma;Multiple Endocrine Neoplasia;Multiple Endocrine Neoplasia Type 1;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Multiple Primary;Neoplasms, Nerve Tissue;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Pancreatic Diseases;Pancreatic Neoplasms;Parathyroid Diseases;VipomaBenign A=0, G=67 A=0.0, G=1.0 0.00001 1034.42 67 A=0/0, G=35/32

chr6:46801071 G/T G T SNV MEP1A MEP1A:exonic:NM_005588.2 1 51.92 11 missense NM_005588.2c.1405G>T p.Val469Leu 0.34 0.55 32 0.004 0.16(COSM3762111)Astacin (Peptidase family M12A),EGF-like domain,MAM domain, meprin/A5/murs2274658 0.3972 YES 1.738E-1 (pos.46801071) acute_myeloid_leukaemia,adenocarcinoma,neoplasmMeprin A, alphadigestion,extracellular exosome,extracellular space,integral component of membrane,integral component of plasma membrane,meprin A complex,metalloendopeptidase activity,protein binding,proteolysis,zinc ion bindingColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by SiteG=25, T=27 G=0.4808, T=0.5192 0.00001 270.53 52 G=7/18, T=8/19

chr19:54756657 T/T C T SNV LILRB5 LILRB5:intronic:NM_001081442.2 1 100 intronic NM_001081442.2c.1474+77G>Ap.? -0.91 Immunoglobulin domainrs434755 YES Leukocyte immunoglobulin-like receptor, subfamily B, member 5adaptive immune response,cell surface receptor signaling pathway,defense response,integral component of membrane,transmembrane signaling receptor activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=64 C=0.0, T=1.0 0.00001 977.635 64 C=0/0, T=37/27

chr19:54759102 A/A G A SNV LILRB5 LILRB5:intronic:NM_001081442.2 1 100 intronic NM_001081442.2c.952+47C>Tp.? -1.88 Immunoglobulin domainrs393600 0.2486 YES 9.001E-1 (pos.54759102) Leukocyte immunoglobulin-like receptor, subfamily B, member 5adaptive immune response,cell surface receptor signaling pathway,defense response,integral component of membrane,transmembrane signaling receptor activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=14/7

chr19:54759110 A/A G A SNV LILRB5 LILRB5:intronic:NM_001081442.2 1 100 intronic NM_001081442.2c.952+39C>Tp.? -0.04 Immunoglobulin domainrs440352 0.2483 YES 8.998E-1 (pos.54759110) Leukocyte immunoglobulin-like receptor, subfamily B, member 5adaptive immune response,cell surface receptor signaling pathway,defense response,integral component of membrane,transmembrane signaling receptor activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=14/7

chr6:46793175 G/A G A SNV MEP1A MEP1A:exonic:NM_005588.2 1 47.37 8 synonymous NM_005588.2c.723G>A p.(=) 1.08 0.83(COSM3762110)Astacin (Peptidase family M12A),EGF-like domain,MAM domain, meprin/A5/murs6920863 0.3973 YES 1.75E-1 (pos.46793175) adenocarcinomaMeprin A, alphadigestion,extracellular exosome,extracellular space,integral component of membrane,integral component of plasma membrane,meprin A complex,metalloendopeptidase activity,protein binding,proteolysis,zinc ion bindingColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by SiteG=20, A=18 G=0.5263, A=0.4737 0.00001 184.681 38 G=8/12, A=10/8

chr18:29797921 T/T C T SNV MEP1B MEP1B:exonic:NM_005925.2 1 100 14 missense NM_005925.2c.2084C>T p.Pro695Leu 0.92 1 98 0 0(COSM3756126)Astacin (Peptidase family M12A),MAM domain, meprin/A5/murs616114 0.3898 YES 2.429E-1 (pos.29797921) acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomaMeprin A, betadigestion,extracellular space,identical protein binding,inflammatory response,integral component of membrane,integral component of plasma membrane,membrane,metalloendopeptidase activity,plasma membrane,protein binding,proteolysis,toxin transport,zinc ion bindingC=0, T=45 C=0.0, T=1.0 0.00001 747.393 45 C=0/0, T=34/11

chr19:54962579 T/T C T SNV LENG8 LENG8:intronic:NM_052925.3 1 100 intronic NM_052925.3c.38+20C>Tp.? -0.01 SAC3/GANP familyrs1035452 0.4379 YES 2.632E-1 (pos.54962579) Leukocyte receptor cluster gene 8protein binding C=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=18/3

chr19:54963813 CCT/C CCT C INDEL LENG8 LENG8:intronic:NM_052925.3 2 58.33 intronic NM_052925.3c.214-17CCT>Cp.? -2.53, 0.08, -0.4 SAC3/GANP familyrs3841263,rs778432647 0.3329 YES 2.373E-1 (pos.54963813),4.002E-4 (pos.54963814)Leukocyte receptor cluster gene 8protein binding CCT=15, C=21CCT=0.4167, C=0.5833 0.00001 229.598 36 CCT=9/6, C=14/7

chr19:54964019 T/T C T SNV LENG8 LENG8:intronic:NM_052925.3 1 100 intronic NM_052925.3c.315+88C>Tp.? -0.68 SAC3/GANP familyrs963352 YES Leukocyte receptor cluster gene 8protein binding C=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=14/13

chr1:170135760 T/C T C SNV METTL11B METTL11B:exonic:NM_001136107.1 1 53.49 3 missense NM_001136107.1c.448T>C p.Ser150Pro 0.42 0.33 74 0.001 0.33(COSM3997067)AdoMet dependent proline di-methyltransferase,Methyltransferase domainrs6427235 0.2781 YES 1.561E-1 (pos.170135760)acute_myeloid_leukaemia,basal_cell_carcinomaN-terminal protein N-methyltransferase activity,N-terminal protein amino acid methylation,cytoplasm,nucleusT=40, C=46 T=0.4651, C=0.5349 0.00001 511.567 86 T=14/26, C=20/26

chr19:54965889 C/C G C SNV LENG8 LENG8:intronic:NM_052925.3 1 100 intronic NM_052925.3c.679+28G>Cp.? -3.46 SAC3/GANP familyrs3813147 0.3576 YES 3.822E-1;0.0;0.0 (pos.54965889) Leukocyte receptor cluster gene 8protein binding G=0, C=38 G=0.0, C=1.0 0.00001 603.095 38 G=0/0, C=22/16

chr1:171755071 G/G A G SNV METTL13 METTL13:exonic:NM_015935.4 1 100 3 synonymous NM_015935.4c.966A>G p.(=) 3.19 Methyltransferase domain,Spermine/spermidine synthase domainrs17650204 0.1052 YES 4.724E-4 (pos.171755071) methylation,methyltransferase activity,protein binding A=0, G=41 A=0.0, G=1.0 0.00001 664.698 41 A=0/0, G=25/16

chr1:171755182 A/A G A SNV METTL13 METTL13:exonic:NM_015935.4 1 100 3 missense NM_015935.4c.1077G>A p.Met359Ile 9.47 0.15 10 0.722 1(COSM146686)Methyltransferase domain,Spermine/spermidine synthase domainrs2232819 0.195 YES 1.098E-1;0.0 (pos.171755182)adenocarcinoma,ductal_carcinomamethylation,methyltransferase activity,protein binding G=0, A=47 G=0.0, A=1.0 0.00001 789.328 47 G=0/0, A=23/24

chr2:208477852 A/A G A SNV METTL21A METTL21A:exonic:NM_001127395.3 1 100 4 missense NM_001127395.3c.575C>T p.Thr192Ile 3.05 0.15 89 0.047 0.92(COSM4133406)Lysine methyltransferase,Ribosomal protein L11 methyltransferase (PrmA)rs2551949 0.1831 YES 9.998E-1 (pos.208477852)neoplasm Methyltransferase-like 21AATPase binding,Hsp70 protein binding,cytoplasm,heat shock protein binding,nucleoplasm,peptidyl-lysine methylation,protein binding,protein complex,protein methylation,protein methyltransferase activity,protein-lysine N-methyltransferase activity,regulation of ATPase activityAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesG=0, A=24 G=0.0, A=1.0 0.00001 333.681 24 G=0/0, A=16/8

chr13:103339365 G/G A G SNV METTL21C METTL21C:exonic:NM_001010977.2 1 100 3 synonymous NM_001010977.2c.325T>C p.(=) -0.43 0.03(COSM4147558)Lysine methyltransferase,Methyltransferase domainrs660207 0.48 YES 4.567E-1 (pos.103339365)acute_myeloid_leukaemia,neoplasmMethyltransferase-like 21Ccellular response to dexamethasone stimulus,heat shock protein binding,hormone-mediated apoptotic signaling pathway,nucleus,peptidyl-lysine methylation,protein binding,protein complex,protein methylation,protein-lysine N-methyltransferase activity,regulation of release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,skeletal muscle tissue developmentA=0, G=39 A=0.0, G=1.0 0.00001 623.977 39 A=0/0, G=13/26

chr16:8738579 G/G A G SNV METTL22 METTL22:exonic:NM_024109.3 1 100 10 synonymous NM_024109.3c.1176A>G p.(=) 1.37 0.09(COSM3755168)Lysine methyltransferasers1641067 0 1.0 (pos.8738579) adenocarcinomaMethyltransferase-like 22heat shock protein binding,nucleolus,nucleoplasm,nucleus,peptidyl-lysine methylation,phosphorelay signal transduction system,protein binding,protein complex,protein methylation,protein methyltransferase activity,protein-lysine N-methyltransferase activity,signal transducer activityA=0, G=29 A=0.0, G=1.0 0.00001 427.602 29 A=0/0, G=11/18

chr16:8740015 C/C A C SNV METTL22 METTL22:utr_3:NM_024109.3 1 100 11 utr_3 NM_024109.3c.1230A>C p.? -2.7 Lysine methyltransferasers1730994 0 1.0;0.0 (pos.8740015) Methyltransferase-like 22heat shock protein binding,nucleolus,nucleoplasm,nucleus,peptidyl-lysine methylation,phosphorelay signal transduction system,protein binding,protein complex,protein methylation,protein methyltransferase activity,protein-lysine N-methyltransferase activity,signal transducer activityA=0, C=148 A=0.0, C=1.0 0.00001 2508.53 148 A=0/0, C=78/70

chr19:55315307 G/G C G SNV KIR2DL4 KIR2DL4:intronic:NM_002255.5 1 100 intronic NM_002255.5c.41-39C>Gp.? -5.27 rs2295802 0.4466 YES 6.438E-1 (pos.55315307) Killer cell immunoglobulin-like receptor, two domains, long cytoplasmic tail, 4cellular defense response,integral component of membrane,integral component of plasma membrane,membrane,plasma membrane,protein binding,regulation of immune response,signal transduction,transmembrane signaling receptor activityC=0, G=40 C=0.0, G=1.0 0.00001 644.277 40 C=0/0, G=19/21

chr19:55328959 T/T G T SNV KIR3DL1 KIR3DL1:intronic:NM_001322168.1 1 100 intronic NM_001322168.1c.35-30G>T p.? -0.65 rs620031 YES 8.919E-1;0.0 (pos.55328959) Killer cell immunoglobulin-like receptor, three domains, long cytoplasmic tail, 1HLA-B specific inhibitory MHC class I receptor activity,amyloid-beta binding,immune response,integral component of membrane,integral component of plasma membrane,natural killer cell mediated cytotoxicity,plasma membrane,protein binding,regulation of immune response,signal transductionHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesG=0, T=36 G=0.0, T=1.0 0.00001 563.744 36 G=0/0, T=7/29

chr12:82783668 T/T C T SNV METTL25 METTL25:exonic:NM_032230.2 1 100 3 synonymous NM_032230.2c.498C>T p.(=) 0.26 Methyltransferase domainrs10778908 0.0438 YES 1.0;0.0 (pos.82783668) methylation,methyltransferase activity C=0, T=45 C=0.0, T=1.0 0.00001 747.392 45 C=0/0, T=24/21

chr19:55396613 A/A G A SNV FCAR FCAR:intronic:NM_002000.3 1 100 intronic NM_002000.3c.71-34G>Ap.? -1.27 rs10402324 0.3017 YES 6.524E-1 (pos.55396613) Fc fragment of IgA, receptor forFc receptor signaling pathway,IgA binding,IgA receptor activity,cellular response to granulocyte macrophage colony-stimulating factor stimulus,cellular response to interferon-alpha,cellular response to interferon-gamma,cellular response to interleukin-6,cellular response to lipopolysaccharide,cellular response to tumor necrosis factor,extracellular region,ficolin-1-rich granule membrane,immune response,integral component of membrane,integral component of plasma membrane,neutrophil activation,neutrophil degranulation,neutrophil mediated immunity,plasma membrane,positive regulation of neutrophil apoptotic process,positive regulation of oxidative stress-induced cell death,specific granule membrane,tertiary granule membraneG=0, A=74 G=0.0, A=1.0 0.00001 1170.13 74 G=0/0, A=43/31

chr19:55441744 C/T C T SNV NLRP7 NLRP7:intronic:NM_001127255.1 1 47.62 intronic NM_001127255.1c.2810+123G>Ap.? -0.43 Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs647845 YES ATP binding,aspartic-type endopeptidase inhibitor activity,caspase binding,cellular response to interleukin-1,cellular response to lipopolysaccharide,cellular_component,interleukin-1 binding,negative regulation of aspartic-type peptidase activity,negative regulation of cytokine production involved in inflammatory response,negative regulation of endopeptidase activity,negative regulation of interleukin-1 beta secretion,negative regulation of protein processingFemale Urogenital Diseases and Pregnancy Complications;Gestational Trophoblastic Disease;Hydatidiform Mole;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Pregnancy Complications;Pregnancy Complications, Neoplastic;Trophoblastic Neoplasmsnot provided C=11, T=10 C=0.5238, T=0.4762 0.00001 82.2899 21 C=9/2, T=1/9

chr19:55441769 G/A G A SNV NLRP7 NLRP7:intronic:NM_001127255.1 1 47.62 intronic NM_001127255.1c.2810+98C>Tp.? -2.86 Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs269949 YES ATP binding,aspartic-type endopeptidase inhibitor activity,caspase binding,cellular response to interleukin-1,cellular response to lipopolysaccharide,cellular_component,interleukin-1 binding,negative regulation of aspartic-type peptidase activity,negative regulation of cytokine production involved in inflammatory response,negative regulation of endopeptidase activity,negative regulation of interleukin-1 beta secretion,negative regulation of protein processingFemale Urogenital Diseases and Pregnancy Complications;Gestational Trophoblastic Disease;Hydatidiform Mole;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Pregnancy Complications;Pregnancy Complications, Neoplastic;Trophoblastic NeoplasmsG=11, A=10 G=0.5238, A=0.4762 0.00001 82.2046 21 G=9/2, A=1/9

chr12:82792787 A/A C A SNV METTL25 METTL25:exonic:NM_032230.2 1 100 4 missense NM_032230.2c.745C>A p.Gln249Lys 1.28 0.03 53 0.009 Methyltransferase domainrs4296098,rs750272215 0.0437 YES 1.196E-4 (pos.82792786),9.999E-1 (pos.82792787) methylation,methyltransferase activity C=0, A=43 C=0.0, A=1.0 0.00001 705.844 43 C=0/0, A=20/23

chr7:73249299 C/C G C SNV METTL27 METTL27:exonic:NM_152559.2 1 100 6 missense NM_152559.2c.512C>G p.Ser171Trp 1.65 0.18 177 0.993 Methyltransferase domain,ubiE/COQ5 methyltransferase familyrs13232463 0.2578 YES 6.039E-1 (pos.73249299) protein binding G=0, C=22 G=0.0, C=1.0 0.00001 297.164 22 G=0/0, C=9/13

chr7:128141865 C/C T C SNV METTL2B METTL2B:exonic:NM_018396.2 1 100 9 synonymous NM_018396.2c.1032T>C p.(=) 0.61 0.15(COSM6352277)Methyltransferase domain,ubiE/COQ5 methyltransferase familyrs1053124 0.1971 YES 7.469E-1 (pos.128141865)carcinoma integral component of membrane,tRNA (cytosine) methyltransferase activity,tRNA methylationT=0, C=25 T=0.0, C=1.0 0.00001 353.018 25 T=0/0, C=12/13

chr2:172180771 G/G A G SNV METTL8 METTL8:exonic:NM_024770.4 1 100 10 stoploss NM_024770.4c.1135T>C p.Ter379Arg 5.33 Methyltransferase domainrs10205459 0 1.0 (pos.172180771) A=0, G=62 A=0.0, G=1.0 0.00001 940.32 62 A=0/0, G=39/23

chr19:55529933 G/G A G SNV GP6 GP6:intronic:NM_001083899.2 1 100 intronic NM_001083899.2c.724+87T>Cp.? -0.03 Immunoglobulin domainrs1671192 YES Glycoprotein VI, plateletblood coagulation,cell surface,collagen binding,enzyme linked receptor protein signaling pathway,extracellular exosome,integral component of plasma membrane,leukocyte migration,plasma membrane,platelet activation,protein binding,receptor activity,tetraspanin-enriched microdomain,transmembrane signaling receptor activityA=0, G=33 A=0.0, G=1.0 0.00001 504.524 33 A=0/0, G=22/11

chr15:89450587 T/T G T SNV MFGE8 MFGE8:exonic:NM_005928.3 1 100 3 missense NM_005928.3c.226C>A p.Leu76Met 2.74 1 15 0.001 0.12(COSM147974)EGF-like domain,F5/8 type C domainrs1878326 0.3476 YES 4.405E-1 (pos.89450587) adenocarcinoma,ductal_carcinomaMilk fat globule-EGF factor 8angiogenesis,cell adhesion,cellular protein metabolic process,endoplasmic reticulum lumen,external side of plasma membrane,extracellular exosome,extracellular matrix,extracellular region,extracellular space,extracellular vesicle,extrinsic component of plasma membrane,integrin binding,membrane,phagocytosis, engulfment,phagocytosis, recognition,phosphatidylethanolamine binding,phosphatidylserine binding,positive regulation of apoptotic cell clearance,post-translational protein modification,single fertilization,viral processBreast Diseases;Breast Neoplasms;Diabetes Mellitus;Diabetes Mellitus, Experimental;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Glucose Metabolism Disorders;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Metabolic Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nutritional and Metabolic Diseases;Skin Diseases;Skin and Connective Tissue DiseasesG=0, T=122 G=0.0, T=1.0 0.00001 1973.69 122 G=0/0, T=49/73

chr19:55665584 C/C A C SNV TNNI3 TNNI3:intronic:NM_000363.4 1 100 intronic NM_000363.4c.372-10T>Gp.? -3.34 Troponin,Troponin I residues 1-32rs7252610 1.0 (pos.55665584) Troponin-I, cardiacactin binding,actin filament binding,calcium channel inhibitor activity,calcium-dependent protein binding,cardiac Troponin complex,cardiac muscle contraction,cardiac myofibril,cellular calcium ion homeostasis,cytosol,heart contraction,heart development,metal ion binding,muscle filament sliding,negative regulation of ATPase activity,protein binding,protein domain specific binding,protein kinase binding,regulation of cardiac conduction,regulation of cardiac muscle contraction by calcium ion signaling,regulation of smooth muscle contraction,regulation of systemic arterial blood pressure by ischemic conditions,sarcomere,skeletal muscle contraction,troponin C binding,troponin T binding,troponin complex,vasculogenesis,ventricular cardiac muscle tissue morphogenesisACMG Recommendations...;Acute Coronary Syndrome;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiomyopathy, Restrictive;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Myocardial Infarction;Myocardial Ischemia;Vascular DiseasesN-(6-Aminohexyl)-5-Chloro-1-NaphthalenesulfonamideBenign/Likely benignA=0, C=23 A=0.0, C=1.0 0.00001 321.188 23 A=0/0, C=9/14

chr17:74733099 A/A G A SNV

MFSD11,MI

R636,SRSF2 SRSF2:exonic:NM_003016.4, MIR636:upstream:NR_030366.1, MFSD11:upstream:NM_001242532.21
100

1 synonymous NM_003016.4, NR_030366.1, NM_001242532.2c.144C>T, c.-1336G>Ap.(=), p.? 2.03 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs237057 0.0676 YES 9.218E-1 (pos.74733099) Serine/arginine-rich splicing factor 2PML body,RNA binding,RNA export from nucleus,RNA splicing,biological_process,cellular_component,cytosol,extracellular exosome,integral component of membrane,interchromatin granule,mRNA 3'-end processing,mRNA export from nucleus,mRNA processing,mRNA splicing, via spliceosome,mitotic cell cycle,molecular_function,negative regulation of nucleic acid-templated transcription,nuclear speck,nucleoplasm,nucleus,pre-mRNA binding,protein binding,protein kinase C binding,regulation of RNA splicing,regulation of alternative mRNA splicing, via spliceosome,response to vitamin E,spliceosomal complex,termination of RNA polymerase II transcription,transcription corepressor activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nephritis;Urologic DiseasesG=0, A=31 G=0.0, A=1.0 0.00001 465.819 31 G=0/0, A=10/21

chr10:104231054 A/G A G SNV MFSD13A MFSD13A:exonic:NM_024789.3 1 96.77 6 synonymous NM_024789.3c.729A>G p.(=) -0.74 0(COSM4144311),0(COSM4144312)MFS/sugar transport proteinrs11191295 0.4466 YES 3.124E-1 (pos.104231054)carcinoma,neoplasm integral component of membrane A=1, G=30 A=0.0323, G=0.9677 0.00001 435.409 31 A=0/1, G=16/14

chr15:42026764 T/T C T SNV MGA MGA:exonic:NM_001164273.1 1 100 12 synonymous NM_001164273.1c.3888C>T p.(=) 0.28 0.14(COSM5420113)Domain of unknown function (DUF4801),Helix-loop-helix DNA-binding domain,T-boxrs1918314 0.1897 YES 8.874E-1 (pos.42026764) ductal_carcinomaMAX dimerization protein MGA,Maltase-glucoamylaseDNA binding,DNA binding transcription factor activity,MLL1 complex,negative regulation of G0 to G1 transition,nucleoplasm,nucleus,protein binding,protein dimerization activity,regulation of transcription, DNA-templated,transcription, DNA-templatedAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Precursor B-Cell Lymphoblastic Leukemia-Lymphoma;Precursor Cell Lymphoblastic Leukemia-LymphomaC=0, T=106 C=0.0, T=1.0 0.00001 1662.39 106 C=0/0, T=41/65

chr19:55751123 A/A G A SNV

MIR6802,PP

P6R1 MIR6802:downstream:NR_106860.1, PPP6R1:intronic:NM_014931.3 1
100

intronic NM_014931.3, NR_106860.1c.1563+71C>Tp.? -0.28 SIT4 phosphatase-associated proteinrs8104509 YES COPII vesicle coating,Golgi membrane,cytosol,protein binding,protein phosphatase binding,regulation of phosphoprotein phosphatase activityG=0, A=38 G=0.0, A=1.0 0.00001 603.779 38 G=0/0, A=19/19

chr15:42041712 A/A G A SNV MGA MGA:exonic:NM_001164273.1 1 100 17 synonymous NM_001164273.1c.5907G>A p.(=) 0.65 0.84(COSM5021830)Domain of unknown function (DUF4801),Helix-loop-helix DNA-binding domain,T-boxrs2695163 0.1893 YES 8.868E-1 (pos.42041712) osteosarcoma MAX dimerization protein MGA,Maltase-glucoamylaseDNA binding,DNA binding transcription factor activity,MLL1 complex,negative regulation of G0 to G1 transition,nucleoplasm,nucleus,protein binding,protein dimerization activity,regulation of transcription, DNA-templated,transcription, DNA-templatedAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Precursor B-Cell Lymphoblastic Leukemia-Lymphoma;Precursor Cell Lymphoblastic Leukemia-LymphomaG=0, A=26 G=0.0, A=1.0 0.00001 371.297 26 G=0/0, A=11/15

chr15:42059521 T/T A T SNV MGA MGA:utr_3:NM_001164273.1 1 100 24 utr_3 NM_001164273.1c.9241A>T p.? -0.07 Domain of unknown function (DUF4801),Helix-loop-helix DNA-binding domain,T-boxrs2605570 0.1638 YES 8.876E-1 (pos.42059521) MAX dimerization protein MGA,Maltase-glucoamylaseDNA binding,DNA binding transcription factor activity,MLL1 complex,negative regulation of G0 to G1 transition,nucleoplasm,nucleus,protein binding,protein dimerization activity,regulation of transcription, DNA-templated,transcription, DNA-templatedAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Precursor B-Cell Lymphoblastic Leukemia-Lymphoma;Precursor Cell Lymphoblastic Leukemia-LymphomaA=0, T=50 A=0.0, T=1.0 0.00001 852.745 50 A=0/0, T=21/29

chr19:41283365 G/G C G SNV

MIA,MIA-

RAB4B,RAB4

B,RAB4B-

EGLN2 RAB4B:upstream:NM_016154.4, MIA:utr_3:NM_001202553.1, MIA-RAB4B:intronic_nc:NR_037775.1, RAB4B-EGLN2:upstream:NR_037791.11

100

5 utr_3 NM_001202553.1, NR_037775.1, NM_016154.4, NR_037791.1c.436C>G, c.-916C>Gp.?, p.? 0.27 Variant SH3 domainrs2233159 0.068 YES 7.92E-1 (pos.41283365) Melanoma inhibitory activity,Ras-associated protein RAB4BGTP binding,GTPase activity,cell proliferation,extracellular space,glucose import,growth factor activity,insulin-responsive compartment,molecular_function,neutrophil degranulation,perinuclear region of cytoplasm,plasma membrane,protein binding,protein transport,recycling endosome,regulation of endocytosis,regulation of receptor activity,secretory granule membraneCardiovascular Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Hemic and Lymphatic Diseases;Lymphatic Diseases;Male Urogenital Diseases;Mucocutaneous Lymph Node Syndrome;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Urogenital Neoplasms;Vascular Diseases;VasculitisC=0, G=75 C=0.0, G=1.0 0.00001 1196.79 75 C=0/0, G=12/63

chr19:55872191 G/A G A SNV FAM71E2 FAM71E2:intronic:NM_001145402.1 1 47.62 intronic NM_001145402.1c.811+30C>Tp.? -0.18 Protein of unknown function (DUF3699)rs897799 0.2206 YES 8.73E-1 (pos.55872191) nucleus G=20, A=20 G=0.5, A=0.5 0.00001 245.212 42 G=9/11, A=13/7

chr1:1558792 C/C T C SNV MIB2 MIB2:exonic:NM_080875.2 1 100 3 missense NM_080875.2c.305T>C p.Met102Thr -1.13 0.98 81 0.006 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Mib_herc2,Zinc finger, C3HC4 type (RING finger),Zinc finger, ZZ typers12755088 0.0599 YES 6.241E-1;6.096E-3 (pos.1558792) Mindbomb, Drosophila, homolog of, 2Notch signaling pathway,actin binding,cytoplasm,cytosol,early endosome,metal ion binding,positive regulation of I-kappaB kinase/NF-kappaB signaling,protein binding,protein polyubiquitination,protein ubiquitination,signal transducer activity,ubiquitin ligase complex,ubiquitin protein ligase activity,ubiquitin-protein transferase activity,zinc ion bindingT=0, C=24 T=0.0, C=1.0 0.00001 334.787 24 T=0/0, C=18/6

chr19:5595354 C/C T C SNV SAFB2 SAFB2:intronic:NM_014649.2 1 100 intronic NM_014649.2c.1919+18A>Gp.? -2.1 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain),SAP domainrs10413286 0.3501 YES 8.851E-1 (pos.5595354) Scaffold attachment factor B2RNA binding,Sertoli cell differentiation,cytoplasm,double-stranded DNA binding,extracellular exosome,identical protein binding,intracellular membrane-bounded organelle,nuclear body,nucleoplasm,nucleus,protein binding,regulation of androgen receptor signaling pathway,regulation of mRNA processing,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templatedT=0, C=26 T=0.0, C=1.0 0.00001 370.931 26 T=0/0, C=10/16

chr11:12225946 G/G T G SNV MICAL2 MICAL2:exonic:NM_014632.3 1 100 4 synonymous NM_014632.3c.414T>G p.(=) 0.12 0.32(COSM1352045),0.32(COSM4415180)CAMSAP CH domain,Calponin homology (CH) domain,FAD binding domain,LIM domainrs3763823 0.4406 YES 6.716E-1 (pos.12225946) acute_myeloid_leukaemiaMicrotubule-associated monooxygenase, calponin and LIM domains-containing 2FAD binding,NADPH:sulfur oxidoreductase activity,actin binding,actin filament depolymerization,cytoskeleton organization,heart development,heart looping,metal ion binding,nucleus,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,positive regulation of transcription via serum response element binding,sulfur oxidationT=0, G=36 T=0.0, G=1.0 0.00001 563.104 36 T=0/0, G=7/29

chr11:12246233 C/C G C SNV MICAL2 MICAL2:exonic:NM_014632.3 1 100 13 synonymous NM_014632.3c.1554G>C p.(=) 0.3 0.62(COSM4415768),0.62(COSM4415769)CAMSAP CH domain,Calponin homology (CH) domain,FAD binding domain,LIM domainrs3816921 0.133 YES 5.305E-1;0.0 (pos.12246233)acute_myeloid_leukaemia,squamous_cell_carcinomaMicrotubule-associated monooxygenase, calponin and LIM domains-containing 2FAD binding,NADPH:sulfur oxidoreductase activity,actin binding,actin filament depolymerization,cytoskeleton organization,heart development,heart looping,metal ion binding,nucleus,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,positive regulation of transcription via serum response element binding,sulfur oxidationG=0, C=40 G=0.0, C=1.0 0.00001 640.359 40 G=0/0, C=27/13

chr11:12315407 C/C G C SNV MICALCL MICALCL:exonic:NM_032867.2 1 100 3 synonymous NM_032867.2c.429G>C p.(=) -1.26 0(COSM4145422)Protein of unknown function (DUF3585)rs10741579 0.0707 YES 9.432E-1 (pos.12315407) neoplasm MICAL C terminus-like proteinbiological_process,cell differentiation,cytoplasm,mitogen-activated protein kinase binding,multicellular organism development,spermatogenesisG=0, C=28 G=0.0, C=1.0 0.00001 408.715 28 G=0/0, C=8/20

chr11:12315891 A/A G A SNV MICALCL MICALCL:exonic:NM_032867.2 1 100 3 missense NM_032867.2c.913G>A p.Ala305Thr -0.09 1 58 0 Protein of unknown function (DUF3585)rs1493953 0.0707 YES 9.44E-1 (pos.12315891) MICAL C terminus-like proteinbiological_process,cell differentiation,cytoplasm,mitogen-activated protein kinase binding,multicellular organism development,spermatogenesisG=0, A=33 G=0.0, A=1.0 0.00001 504.598 33 G=0/0, A=19/14

chr7:1482009 G/C G C SNV MICALL2 MICALL2:exonic:NM_182924.3 1 50 7 synonymous NM_182924.3c.1530C>G p.(=) 1.2 0.12(COSM4004362)CAMSAP CH domain,Calponin homology (CH) domain,LIM domain,Protein of unknown function (DUF3585)rs61744261 0.1123 YES 5.136E-1 (pos.1482009) acute_myeloid_leukaemia,neoplasmRab GTPase binding,actin cytoskeleton reorganization,actin filament binding,actin filament bundle,actin filament polymerization,actinin binding,bicellular tight junction,bicellular tight junction assembly,cell-cell junction,cytosol,endocytic recycling,filamin binding,metal ion binding,neuron projection,neuron projection development,plasma membrane,positive regulation of protein targeting to mitochondrion,protein binding,recycling endosome,stress fiber,substrate adhesion-dependent cell spreadingG=14, C=14 G=0.5, C=0.5 0.00001 131.943 28 G=12/2, C=7/7

chr6:31473546 G/G A G SNV MICB MICB:exonic:NM_005931.4 1 100 2 missense NM_005931.4c.223A>G p.Asn75Asp -0.49 1 23 0 0(COSM5021515)Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domainrs3131639,rs777573112 0.2176 YES 0.0;0.0 (pos.31473543),9.145E-1 (pos.31473546)osteosarcoma MHC class I polypeptide-related sequence BT cell mediated cytotoxicity,cell surface,cytolysis,gamma-delta T cell activation,immune response-activating cell surface receptor signaling pathway,integral component of membrane,natural killer cell lectin-like receptor binding,natural killer cell mediated cytotoxicity,negative regulation of defense response to virus by host,plasma membrane,regulation of immune response,response to heat,response to oxidative stress,response to retinoic acid,viral processA=0, G=56 A=0.0, G=1.0 0.00001 832.1 56 A=0/0, G=30/26

chr13:22178308 A/A G A SNV MICU2 MICU2:utr_5:NM_152726.2 1 100 1 utr_5 NM_152726.2c.-21C>T p.? -1.55 EF-hand domain pairrs2761924,rs796167354,rs8798766729.00E-04 1.0 (pos.22178308) Mitochondrial calcium uptake protein 2calcium channel complex,calcium ion binding,mitochondrial calcium ion homeostasis,mitochondrial calcium ion transmembrane transport,mitochondrial calcium uptake,mitochondrial inner membrane,mitochondrial intermembrane space,mitochondrion,negative regulation of mitochondrial calcium ion concentration,nucleus,positive regulation of mitochondrial calcium ion concentration,protein binding,protein heterodimerization activity,uniplex complexG=0, A=38 G=0.0, A=1.0 0.00001 608.127 38 G=0/0, A=27/11

chr1:67390416 C/C G C SNV

MIER1,WDR

78 MIER1:upstream:NM_001077700.2, WDR78:exonic:NM_024763.4 1
100

1 missense NM_024763.4, NM_001077700.2c.99C>G, c.-296G>Cp.Cys33Trp, p.? -2.35 0.27 215 0 WD domain, G-beta repeatrs3008858 0.268 YES 8.752E-1 (pos.67390416) ATP-dependent microtubule motor activity, plus-end-directed,DNA binding,axonemal dynein complex,cilium movement,cytoplasm,dynein heavy chain binding,dynein light chain binding,hematopoietic progenitor cell differentiation,histone deacetylase activity,histone deacetylase binding,histone deacetylation,nucleoplasm,nucleus,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of chromatin silencing,protein binding,protein complex,signal transducer activity,signal transduction,transcription, DNA-templated,transcriptional repressor complexG=0, C=39 G=0.0, C=1.0 0.00001 623.929 39 G=0/0, C=10/29

chr19:56511217 A/A G A SNV NLRP5 NLRP5:intronic:NM_153447.4 1 100 intronic NM_153447.4c.62+64G>Ap.? 0 Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs12462690 0.3224 YES ATP binding,animal organ morphogenesis,apical cortex,cellular protein complex assembly,cellular protein localization,cytosol,embryo implantation,fertilization,in utero embryonic development,mitochondrion,neuron death,nucleolus,protein complex,regulation of RNA stability,regulation of protein stabilityG=0, A=34 G=0.0, A=1.0 0.00001 524.186 34 G=0/0, A=12/22

chr1:67390468 G/G C G SNV

MIER1,WDR

78 MIER1:upstream:NM_001077700.2, WDR78:exonic:NM_024763.4 1
100

1 missense NM_024763.4, NM_001077700.2c.47G>C, c.-244C>Gp.Gly16Ala, p.? 0.93 1 60 0 WD domain, G-beta repeatrs1886686 0.268 YES 8.757E-1 (pos.67390468) ATP-dependent microtubule motor activity, plus-end-directed,DNA binding,axonemal dynein complex,cilium movement,cytoplasm,dynein heavy chain binding,dynein light chain binding,hematopoietic progenitor cell differentiation,histone deacetylase activity,histone deacetylase binding,histone deacetylation,nucleoplasm,nucleus,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of chromatin silencing,protein binding,protein complex,signal transducer activity,signal transduction,transcription, DNA-templated,transcriptional repressor complexC=0, G=23 C=0.0, G=1.0 0.00001 316.747 23 C=0/0, G=8/15

chr1:12082334 A/T A T SNV MIIP MIIP:exonic:NM_021933.3 1 50 3 missense NM_021933.3c.297A>T p.Lys99Asn -0.47 0.03 94 0.952 0.03(COSM1600191)Migration and invasion-inhibitoryrs11553925 0.2501 YES 5.061E-2 (pos.12082334) adenocarcinoma,astrocytoma_Grade_IVnegative regulation of G2/M transition of mitotic cell cycle,negative regulation of cell migration,protein bindingA=21, T=21 A=0.5, T=0.5 0.00001 228.746 42 A=17/4, T=10/11

chr19:56693643 C/C T C SNV GALP GALP:intronic:NM_033106.3 1 100 intronic NM_033106.3c.217+22T>Cp.? -0.58 Galanin rs274174,rs757198597 0 0.0 (pos.56693641),9.983E-1 (pos.56693643)Galanin-like peptide (GALP precursor protein)antimicrobial humoral immune response mediated by antimicrobial peptide,behavioral response to starvation,biological_process,cellular_component,defense response to Gram-negative bacterium,defense response to bacterium,extracellular region,hormone activity,modification of morphology or physiology of other organism,neuropeptide signaling pathway,regulation of appetite,regulation of receptor activity,response to insulinNutritional and Metabolic Diseases T=0, C=39 T=0.0, C=1.0 0.00001 623.98 39 T=0/0, C=13/26

chr19:56918560 A/A T A SNV ZNF583 ZNF583:intronic:NM_001159860.1 1 100 intronic NM_001159860.1c.9+68T>A p.? -1.75 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers4801159 0.1961 YES DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, A=46 T=0.0, A=1.0 0.00001 722.648 46 T=0/0, A=22/24

chr19:56918574 C/C T C SNV ZNF583 ZNF583:intronic:NM_001159860.1 1 100 intronic NM_001159860.1c.9+82T>C p.? 0.32 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2288862 0.1961 YES DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=40 T=0.0, C=1.0 0.00001 643.505 40 T=0/0, C=16/24

chr19:56918598 C/C T C SNV ZNF583 ZNF583:intronic:NM_001159860.1 1 100 intronic NM_001159860.1c.9+106T>Cp.? -0.06 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2288863 YES DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=35 T=0.0, C=1.0 0.00001 543.042 35 T=0/0, C=12/23

chr1:150975108 C/C T C SNV MINDY1 MINDY1:exonic:NM_001163258.1 1 100 3 missense NM_001163258.1c.130A>G p.Lys44Glu 0.11 1 56 0 0(COSM6310503)MINDY deubiquitinasers771205 0.0201 YES 8.052E-1 (pos.150975108)neoplasm K48-linked polyubiquitin modification-dependent protein binding,Lys48-specific deubiquitinase activity,biological_process,cysteine-type carboxypeptidase activity,extracellular exosome,protein K48-linked deubiquitination,protein binding,thiol-dependent ubiquitin-specific protease activityT=0, C=35 T=0.0, C=1.0 0.00001 543.898 35 T=0/0, C=21/14

chr20:2633936 C/C T C SNV

MIR1292,N

OP56,SNOR

D110 NOP56:exonic:NM_006392.3, SNORD110:upstream:NR_003078.1, MIR1292:downstream:NR_031699.11

100

3 synonymous NM_006392.3, NR_031699.1, NR_003078.1c.105T>C p.(=) -0.03 0.07(COSM4134378),0.07(COSM4134379)NOP5NT (NUC127) domain,snoRNA binding domain, fibrillarinrs2073194 0.205 YES 8.421E-1;0.0 (pos.2633936)neoplasm Micro RNA 1292,Nop56, S. cerevisiae, homolog ofRNA binding,box C/D snoRNP complex,cadherin binding,cytoplasm,fibrillar center,histone methyltransferase binding,membrane,nucleolus,nucleoplasm,pre-snoRNP complex,protein binding,rRNA modification,rRNA processing,small nucleolar ribonucleoprotein complex,small-subunit processome,snoRNA bindingDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsLikely benign T=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=21/5

chr2:220414016 T/T C T SNV

MIR3132,T

MEM198 MIR3132:upstream:NR_036082.1, TMEM198:exonic:NM_001005209.21
100

4 synonymous NM_001005209.2, NR_036082.1c.885C>T p.(=) 0.49 Domain of unknown function (DUF4203)rs6436156 0.0112 YES 1.0 (pos.220414016) Wnt signaling pathway,cytoplasmic vesicle,integral component of membrane,multicellular organism development,plasma membrane,positive regulation of canonical Wnt signaling pathwayC=0, T=51 C=0.0, T=1.0 0.00001 754.584 51 C=0/0, T=32/19

chr11:68851414 C/C T C SNV

MIR3164,TP

CN2 TPCN2:exonic:NM_139075.3, MIR3164:downstream:NR_036122.1 1
100

19 missense NM_139075.3, NR_036122.1c.1691T>C p.Leu564Pro 3.57 0.1 98 0.001 0.7(COSM6232365)Ion transport proteinrs2376558 0.0091 YES 5.256E-1 (pos.68851414) neoplasm Two-pore segment channel 2NAADP-sensitive calcium-release channel activity,calcium-mediated signaling,cellular calcium ion homeostasis,endosome membrane,identical protein binding,integral component of membrane,ion transmembrane transport,lysosomal membrane,lysosome,lysosome organization,membrane depolarization during action potential,plasma membrane,protein binding,protein kinase binding,regulation of autophagy,regulation of ion transmembrane transport,release of sequestered calcium ion into cytosol,response to vitamin D,smooth muscle contraction,voltage-gated calcium channel activityT=0, C=22 T=0.0, C=1.0 0.00001 298.891 22 T=0/0, C=7/15

chr3:75787726 A/A G A SNV

MIR4273,ZN

F717 ZNF717:exonic:NM_001128223.2, MIR4273:downstream:NR_036235.11
100

5 missense NM_001128223.2, NR_036235.1c.1048C>T p.Arg350Cys -0.87 0.01 180 0.997 0.03(COSM4158521),0.03(COSM4158522)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1962893 YES neoplasm,osteosarcoma G=0, A=45 G=0.0, A=1.0 0.00001 747.391 45 G=0/0, A=17/28

chr3:75787739 T/T A T SNV

MIR4273,ZN

F717 ZNF717:exonic:NM_001128223.2, MIR4273:downstream:NR_036235.11
100

5 synonymous NM_001128223.2, NR_036235.1c.1035T>A p.(=) -0.78 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1962894,rs766372827 YES 0.0 (pos.75787738),5.263E-2;0.0;0.0 (pos.75787739) A=0, T=45 A=0.0, T=1.0 0.00001 747.374 45 A=0/0, T=17/28

chr3:75788010 C/C A C SNV

MIR4273,ZN

F717 ZNF717:exonic:NM_001128223.2, MIR4273:downstream:NR_036235.11
100

5 missense NM_001128223.2, NR_036235.1c.764T>G p.Val255Gly 0.06 0.37 109 0 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers3009006 YES 0.0 (pos.75788010) A=0, C=40 A=0.0, C=1.0 0.00001 644.286 40 A=0/0, C=22/18

chr3:75787794 A/G A G SNV

MIR4273,ZN

F717 ZNF717:exonic:NM_001128223.2, MIR4273:downstream:NR_036235.11
59.09

5 missense NM_001128223.2, NR_036235.1c.980T>C p.Ile327Thr -0.25 0.49 89 0 0.01(COSM4594403),0.01(COSM4594404)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers75467043 0.0 (pos.75787794) carcinoma,neoplasm,squamous_cell_carcinoma A=18, G=26 A=0.4091, G=0.5909 0.00001 312.071 44 A=7/11, G=8/18

chr3:75787880 A/G A G SNV

MIR4273,ZN

F717 ZNF717:exonic:NM_001128223.2, MIR4273:downstream:NR_036235.11
57.14

5 synonymous NM_001128223.2, NR_036235.1c.894T>C p.(=) -4.17 0(COSM5766658),0(COSM5766659)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers78071099 YES adenocarcinoma A=18, G=24 A=0.4286, G=0.5714 0.00001 279.085 42 A=8/10, G=18/6

chr9:139726239 G/G A G SNV

MIR4292,RA

BL6 MIR4292:downstream:NR_036251.1, RABL6:exonic:NM_001173988.11
100

6 synonymous NM_001173988.1, NR_036251.1c.525A>G p.(=) -1.13 0.17(COSM4163584),0.17(COSM4163585),0.17(COSM4163586)Ras family rs2811748 0.1359 YES 7.711E-1 (pos.139726239)neoplasm RAB-like protein 6GTP binding,GTPase activity,cytoplasm,nucleus,protein bindingIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsA=0, G=25 A=0.0, G=1.0 0.00001 347.544 25 A=0/0, G=14/11

chr19:57752326 C/G C G SNV ZNF805 ZNF805:intronic:NM_001023563.3 1 45.83 intronic NM_001023563.3c.30+37C>Gp.? 0.9 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers8111661 0.478 YES 1.932E-1 (pos.57752326) DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=13, G=11 C=0.5417, G=0.4583 0.00001 93.4399 24 C=9/4, G=3/8

chr16:88783449 G/G C G SNV

MIR4722,PI

EZO1 MIR4722:upstream:NR_039873.1, PIEZO1:exonic:NM_001142864.3 1
100

45 synonymous NM_001142864.3, NR_039873.1c.6642G>C p.(=) 0.98 0.37(COSM4129491),0.37(COSM4129492)Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs8057031 0.4192 YES 8.235E-1 (pos.88783449) neoplasm PIEZO1 ion channelcation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,ion transmembrane transport,lamellipodium membrane,mechanically-gated ion channel activity,plasma membrane,positive regulation of cell-cell adhesion mediated by integrin,positive regulation of integrin activation,regulation of membrane potentialAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaBenign C=0, G=64 C=0.0, G=1.0 0.00001 964.347 64 C=0/0, G=17/47

chr16:88783521 C/C T C SNV

MIR4722,PI

EZO1 MIR4722:upstream:NR_039873.1, PIEZO1:exonic:NM_001142864.3 1
100

45 synonymous NM_001142864.3, NR_039873.1c.6570A>G p.(=) -11.5 0.04(COSM4129493),0.04(COSM4129494)Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs6500491 0.0864 YES 9.067E-1 (pos.88783521) neoplasm PIEZO1 ion channelcation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,ion transmembrane transport,lamellipodium membrane,mechanically-gated ion channel activity,plasma membrane,positive regulation of cell-cell adhesion mediated by integrin,positive regulation of integrin activation,regulation of membrane potentialAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaBenign T=0, C=48 T=0.0, C=1.0 0.00001 809.11 48 T=0/0, C=13/35

chr20:33578899 C/C T C SNV

MIR499A,MI

R499B,MYH

7B MYH7B:exonic:NM_020884.4, MIR499B:upstream:NR_039912.1, MIR499A:downstream:NR_030223.11

100

24 synonymous NM_020884.4, NR_030223.1, NR_039912.1c.2284T>C p.(=) 1.9 Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs2425009 0.2699 YES 7.641E-1 (pos.33578899) Myosin, heavy chain 7B, cardiac muscle, betaATP binding,actin filament binding,cardiac myofibril,membrane,motor activity,myosin complex,myosin filament,protein bindingT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=14/20

chr6:97677118 A/A G A SNV

MIR548H3,

MMS22L MMS22L:exonic:NM_198468.3, MIR548H3:intronic_nc:NR_031679.1 1
100

14 missense NR_031679.1, NM_198468.3c.1691C>T p.Thr564Met 0.4 0.02 81 0.985 0.11(COSM4004161)S-phase genomic integrity recombination mediator, C-terminal,S-phase genomic integrity recombination mediator, N-terminalrs9481410 0.2452 YES 2.136E-1 (pos.97677118) acute_myeloid_leukaemia,carcinoma,hepatocellular_carcinomaMMS22-like proteinFACT complex,MCM complex,cytosol,double-strand break repair via homologous recombination,nuclear replication fork,nucleoplasm,protein binding,replication fork processingG=0, A=33 G=0.0, A=1.0 0.00001 504.597 33 G=0/0, A=16/17

chr15:69327825 C/T C T SNV

MIR548H4,

NOX5 NOX5:exonic:NM_024505.3, MIR548H4:intronic_nc:NR_031680.1 1
96.67

6 synonymous NR_031680.1, NM_024505.3c.987C>T p.(=) -4.31 EF hand,EF-hand domain,EF-hand domain pair,FAD-binding domain,Ferric reductase NAD binding domain,Ferric reductase like transmembrane componentrs311889,rs775531540 0.0426 YES 0.0 (pos.69327824),7.53E-1 (pos.69327825)NADPH oxidase 5NADP binding,angiogenesis,apoptotic process,calcium ion binding,cell proliferation,cellular response to oxidative stress,cytokine secretion,cytokinesis,endoplasmic reticulum,endoplasmic reticulum membrane,endothelial cell proliferation,flavin adenine dinucleotide binding,heme binding,hydrogen ion channel activity,integral component of membrane,oxidation-reduction process,positive regulation of reactive oxygen species metabolic process,protein binding,proton transport,regulation of fusion of sperm to egg plasma membrane,regulation of proton transport,superoxide anion generation,superoxide-generating NADPH oxidase activityC=1, T=29 C=0.0333, T=0.9667 0.00001 417.42 30 C=0/1, T=20/9

chr19:58001512 A/A T A SNV ZNF419 ZNF419:intronic:NM_001098491.1 1 100 intronic NM_001098491.1c.34-3T>A p.? -0.89 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers11672136 0.3402 YES 6.233E-1;0.0 (pos.58001512) Zinc finger protein 419DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, A=52 T=0.0, A=1.0 0.00001 756.513 52 T=0/0, A=22/30

chr19:58002819 A/A T A SNV ZNF419 ZNF419:intronic:NM_001098491.1 1 100 intronic NM_001098491.1c.73-17T>A p.? 0.03 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers6510085 0.3056 YES 7.211E-1 (pos.58002819) Zinc finger protein 419DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, A=36 T=0.0, A=1.0 0.00001 563.726 36 T=0/0, A=18/18

chr2:179498042 T/C T C SNV

MIR548N,TT

N MIR548N:intronic_nc:NR_031666.1, TTN:exonic:NM_001256850.1 1
59.09

183 missense NR_031666.1, NM_001256850.1c.38035A>Gp.Lys12679Glu 6.24 56 0.98(COSM3757801),0.98(COSM3757802),0.98(COSM3757803),0.98(COSM3757804)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,PPAK motif,Protein kinase domain,Protein tyrosine kinase,Titin Zrs6723526 0.1098 YES 7.027E-3 (pos.179498042)adenocarcinomaTitin ATP binding,I band,M band,Z disc,actin filament binding,actinin binding,calcium ion binding,calmodulin binding,cardiac muscle contraction,cardiac muscle fiber development,cardiac muscle hypertrophy,cardiac muscle tissue morphogenesis,cardiac myofibril assembly,condensed nuclear chromosome,cytosol,detection of muscle stretch,enzyme binding,extracellular exosome,extracellular region,identical protein binding,mitotic chromosome condensation,muscle alpha-actinin binding,muscle contraction,muscle filament sliding,muscle myosin complex,peptidyl-tyrosine phosphorylation,platelet degranulation,positive regulation of gene expression,positive regulation of protein secretion,protease binding,protein binding,protein kinase A signaling,protein kinase activity,protein kinase binding,protein phosphorylation,protein self-association,protein serine/threonine kinase activity,protein tyrosine kinase activity,regulation of catalytic activity,regulation of protein kinase activity,response to calcium ion,sarcomere organization,sarAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Bone Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Muscle Weakness;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Respiration Disorders;Respiratory Insufficiency;Respiratory Tract Diseases;Scoliosis;Spinal Curvatures;Spinal DiseasesBenign/Likely benignT=18, C=26 T=0.4091, C=0.5909 0.00001 312.072 44 T=14/4, C=19/7

chr7:127721507 C/C T C SNV

MIR593,SN

D1 MIR593:upstream:NR_030324.1, SND1:exonic:NM_014390.3 1
100

18 synonymous NM_014390.3, NR_030324.1c.2064T>C p.(=) -4.96 0.01(COSM4161764)Staphylococcal nuclease homologue,Tudor domainrs322825 0.3327 YES 3.308E-1;0.0 (pos.127721507)neoplasm EBNA-2 coactivator p100RISC complex,RNA binding,RNA catabolic process,cadherin binding,cytoplasm,cytosol,dense body,extracellular exosome,gene silencing by RNA,melanosome,membrane,mitochondrion,nuclease activity,nucleic acid phosphodiester bond hydrolysis,nucleus,osteoblast differentiation,protein binding,regulation of transcription, DNA-templated,transcription cofactor activity,transcription, DNA-templated,viral processAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersT=0, C=52 T=0.0, C=1.0 0.00001 767.015 52 T=0/0, C=28/24

chr19:58003613 T/T C T SNV ZNF419 ZNF419:intronic:NM_001098491.1 1 100 intronic NM_001098491.1c.301+34C>Tp.? -0.38 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2074072 0.3057 YES 7.205E-1 (pos.58003613) Zinc finger protein 419DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=36 C=0.0, T=1.0 0.00001 563.684 36 C=0/0, T=10/26

chr2:219144815 C/C T C SNV

MIR6513,P

NKD,TMBIM

1 PNKD:intronic:NM_015488.4, TMBIM1:exonic:NM_022152.5, MIR6513:downstream:NR_106768.11

100

3 synonymous NM_015488.4, NM_022152.5, NR_106768.1c.236+8543T>C, c.237A>Gp.?, p.(=) -1.27 Hydroxyacylglutathione hydrolase C-terminus,Inhibitor of apoptosis-promoting Bax1,Metallo-beta-lactamase superfamilyrs2045435 0 1.0 (pos.219144815) Transmembrane BAX inhibitor motif-containing protein 1Golgi apparatus,death receptor binding,endosome membrane,extracellular exosome,hydroxyacylglutathione hydrolase activity,integral component of membrane,intracellular membrane-bounded organelle,lysosomal membrane,membrane,metal ion binding,methylglyoxal catabolic process to D-lactate via S-lactoyl-glutathione,mitochondrion,negative regulation of Fas signaling pathway,negative regulation of catalytic activity,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of neurotransmitter secretion,negative regulation of protein localization to plasma membrane,neuromuscular process controlling posture,neutrophil degranulation,nucleus,plasma membrane,positive regulation of blood vessel remodeling,protein binding,regulation of dopamine metabolic process,regulation of synaptic transmission, dopaminergic,specific granule membraneAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Chorea;Digestive System Diseases;Dyskinesias;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurologic Manifestations;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=61 T=0.0, C=1.0 0.00001 921.854 61 T=0/0, C=29/32

chr19:580575 C/T C T SNV BSG BSG:intronic:NM_001728.3 1 58.33 intronic NM_001728.3c.656-71C>Tp.? -1.19 Immunoglobulin I-set domain,Immunoglobulin domainrs28992474 YES Basigin (blood group OK)Golgi membrane,acrosomal membrane,cadherin binding,cell surface receptor signaling pathway,decidualization,embryo implantation,extracellular exosome,extracellular matrix disassembly,extracellular matrix organization,focal adhesion,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,leukocyte migration,mannose binding,melanosome,membrane,membrane raft,mitochondrion,monocarboxylic acid transmembrane transporter activity,monocarboxylic acid transport,odontogenesis of dentin-containing tooth,plasma membrane,protein binding,protein localization to plasma membrane,pyruvate metabolic process,response to cAMP,response to mercury ion,response to peptide hormone,sarcolemmaAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Neoplasm Invasiveness;Neoplasm Metastasis;Neoplasms;Neoplasms, Experimental;Neoplastic Processes;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesC=15, T=21 C=0.4167, T=0.5833 0.00001 234.308 36 C=7/8, T=13/8

chr11:71184678 C/C A C SNV

MIR6754,N

ADSYN1 MIR6754:downstream:NR_106812.1, NADSYN1:exonic:NM_018161.41
100

8 missense NM_018161.4, NR_106812.1c.612A>C p.Gln204His -0.01 1 24 0 0.18(COSM4146261)Carbon-nitrogen hydrolase,NAD synthasers7950441 YES 1.0;0.0 (pos.71184678) neoplasm,squamous_cell_carcinomaNAD synthetase 1ATP binding,NAD biosynthetic process,NAD metabolic process,NAD+ synthase (glutamine-hydrolyzing) activity,cytoplasm,cytosol,glutaminase activity,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds,protein bindingAvitaminosis;Deficiency Diseases;Malnutrition;Nutrition Disorders;Nutritional and Metabolic Diseases;Vitamin D DeficiencyGlutamic Acid,L-GlutamineA=0, C=35 A=0.0, C=1.0 0.00001 543.903 35 A=0/0, C=22/13

chr3:39180099 C/C T C SNV

MIR6822,TT

C21A MIR6822:downstream:NR_106880.1, TTC21A:exonic:NM_145755.2 1
100

28 synonymous NM_145755.2, NR_106880.1c.3870T>C p.(=) -3.04 0.03(COSM6353961)Tetratricopeptide repeatrs784498 0.2487 YES 7.714E-1 (pos.39180099) carcinoma cilium,intraciliary retrograde transport,intraciliary transport particle A,protein binding,protein localization to ciliumT=0, C=54 T=0.0, C=1.0 0.00001 798.136 54 T=0/0, C=31/23

chr3:39180263 G/A G A SNV

MIR6822,TT

C21A MIR6822:downstream:NR_106880.1, TTC21A:exonic:NM_145755.2 1
97.3

29 missense NM_145755.2, NR_106880.1c.3947G>A p.Arg1316Lys 0.88 0.74 26 0 Tetratricopeptide repeatrs704959 0.341 YES 7.464E-1 (pos.39180263) cilium,intraciliary retrograde transport,intraciliary transport particle A,protein binding,protein localization to ciliumG=1, A=36 G=0.027, A=0.973 0.00001 551.578 37 G=1/0, A=29/7

chr6:31601344 T/C T C SNV

MIR6832,PR

RC2A MIR6832:upstream:NR_106890.1, PRRC2A:exonic:NM_004638.3 1
45.83

17 missense NM_004638.3, NR_106890.1c.4508T>C p.Leu1503Pro 1.66 1 98 0 BAT2 N-terminusrs2272593 0.2571 YES 9.79E-1 (pos.31601344) Proline-rich coiled-coil protein 2ARNA binding,cell differentiation,cytoplasm,extracellular exosome,membrane,nucleus,protein bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, Membranous;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=13, C=11 T=0.5417, C=0.4583 0.00001 92.4309 24 T=7/6, C=5/6

chr7:100466441 G/A G A SNV

MIR6875,TR

IP6 TRIP6:exonic:NM_003302.2, MIR6875:downstream:NR_106935.1 1
50

4 missense NM_003302.2, NR_106935.1c.688G>A p.Val230Ile 0.54 0.46 29 0 0.32(COSM3762245)LIM domain rs2075756 0.269 YES 4.568E-1 (pos.100466441)adenocarcinoma,ductal_carcinoma,neoplasmThyroid hormone receptor interactor-6RNA binding,cytoskeleton,cytosol,focal adhesion,focal adhesion assembly,interleukin-1 receptor binding,interleukin-1 receptor complex,kinase binding,metal ion binding,nucleus,plasma membrane,positive regulation of cell migration,protein binding,regulation of transcription, DNA-templated,release of cytoplasmic sequestered NF-kappaB,thyroid hormone receptor binding,transcription, DNA-templatedG=18, A=18 G=0.5, A=0.5 0.00001 185.886 36 G=5/13, A=1/17

chr17:8048169 C/C T C SNV

MIR6883,PE

R1 PER1:exonic:NM_002616.2, MIR6883:downstream:NR_106943.1 1
100

18 synonymous NM_002616.2, NR_106943.1c.2361A>G p.(=) -2.79 0.17(COSM4130865)PAS domain,PAS fold,Period protein 2/3C-terminal regionrs2253820 0.164 YES 3.685E-1 (pos.8048169) haemangioblastoma,neoplasmE-box binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,chromatin DNA binding,circadian regulation of gene expression,circadian regulation of translation,circadian rhythm,cytoplasm,cytosol,entrainment of circadian clock,entrainment of circadian clock by photoperiod,histone H3 acetylation,histone H3 deacetylation,histone H4 acetylation,kinase binding,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of JNK cascade,negative regulation of glucocorticoid receptor signaling pathway,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,posttranscriptional regulation of gene expression,protein binding,regulation of circadian rhythm,regulation of cytokine production involved in inflammatory response,regulation of hair cycle,regulation of p38MAPK cascade,regulation of sodium ion transport,response to cAMP,traArthritis;Arthritis, Juvenile;Autistic Disorder;Autoimmune Diseases;Bone Marrow Diseases;Child Development Disorders, Pervasive;Connective Tissue Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Joint Diseases;Leukemia;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Mental Disorders;Musculoskeletal Diseases;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neurodevelopmental Disorders;Rheumatic Diseases;Skin and Connective Tissue Diseases;Substance Withdrawal Syndrome;Substance-Related DisordersT=0, C=43 T=0.0, C=1.0 0.00001 705.844 43 T=0/0, C=40/3

chr8:144894496 A/A G A SNV

MIR937,SCR

IB MIR937:downstream:NR_030633.1, SCRIB:exonic:NM_182706.4 1
100

9 synonymous NM_182706.4, NR_030633.1c.846C>T p.(=) -6.1 Leucine rich repeat,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs4875060 0.0922 YES 9.746E-1 (pos.144894496) Scribble, Drosophila, homolog ofGDP metabolic process,GMP metabolic process,Scrib-APC-beta-catenin complex,activation of GTPase activity,apoptotic process involved in morphogenesis,astrocyte cell migration,auditory receptor cell stereocilium organization,basolateral plasma membrane,cadherin binding,cell junction,cell leading edge,cell migration,cell proliferation,cell-cell adherens junction,cell-cell adhesion,cell-cell contact zone,cell-cell junction,chemical synaptic transmission,cochlear nucleus development,establishment of apical/basal cell polarity,establishment or maintenance of epithelial cell apical/basal polarity,extracellular exosome,guanylate kinase activity,ionotropic glutamate receptor binding,ionotropic glutamate receptor complex,lamellipodium,mammary gland duct morphogenesis,myelin sheath abaxonal region,negative regulation of mitotic cell cycle,neural tube closure,neurotransmitter receptor transport postsynaptic membrane to endosome,neurotransmitter receptor transport, endosome to postsynaptic membrane,nucleoplasm,plasma membG=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=20/9

chr19:58483954 A/G A G SNV C19orf18 C19orf18:intronic:NM_152474.4 1 57.14 intronic NM_152474.4c.227-82T>Cp.? -0.04 rs11668548 YES biological_process,extracellular exosome,integral component of membrane,molecular_functionMental Disorders;Substance-Related DisordersA=18, G=24 A=0.4286, G=0.5714 0.00001 279.077 42 A=12/6, G=10/14

chr19:58485439 T/T C T SNV C19orf18 C19orf18:intronic:NM_152474.4 1 100 intronic NM_152474.4c.226+28G>Ap.? -0.06 rs257676 0.3656 YES 7.544E-1 (pos.58485439) biological_process,extracellular exosome,integral component of membrane,molecular_functionMental Disorders;Substance-Related DisordersC=0, T=22 C=0.0, T=1.0 0.00001 298.882 22 C=0/0, T=18/4

chr14:75483812 C/C T C SNV MLH3 MLH3:exonic:NM_001040108.1 1 100 13 synonymous NM_001040108.1c.4335A>G p.(=) -0.84 DNA mismatch repair protein, C-terminal domain,Histidine kinase-, DNA gyrase B-, and HSP90-like ATPase,MutL C terminal dimerisation domainrs13712 0.4697 YES 8.291E-1 (pos.75483812) Mismatch repair gene MLH3ATP binding,ATPase activity,centromeric DNA binding,chiasma,chromatin binding,female meiosis I,male germ cell nucleus,male meiotic nuclear division,mismatch repair,mismatch repair complex,mismatched DNA binding,nucleus,protein binding,protein localization,reciprocal meiotic recombination,satellite DNA binding,single-stranded DNA binding,synaptonemal complex,synaptonemal complex assemblyColonic Diseases;Colorectal Neoplasms;Colorectal Neoplasms, Hereditary Nonpolyposis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Endometrial Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Neoplastic Syndromes, Hereditary;Nutritional and Metabolic Diseases;Rectal Diseases;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsBenign/Likely benignT=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=10/15

chr19:58598784 G/G A G SNV ZSCAN18 ZSCAN18:intronic:NM_001145542.1 1 100 intronic NM_001145542.1c.722-13T>Cp.? -0.34 SCAN domain rs2260914 0.2237 YES 6.139E-1 (pos.58598784) DNA binding,DNA binding transcription factor activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=86 A=0.0, G=1.0 0.00001 1408.99 86 A=0/0, G=43/43

chr14:75513883 C/C T C SNV MLH3 MLH3:exonic:NM_001040108.1 1 100 2 missense NM_001040108.1c.2476A>G p.Asn826Asp 0.34 0.84 23 0 DNA mismatch repair protein, C-terminal domain,Histidine kinase-, DNA gyrase B-, and HSP90-like ATPase,MutL C terminal dimerisation domainrs175081 0 1.0 (pos.75513883) Mismatch repair gene MLH3ATP binding,ATPase activity,centromeric DNA binding,chiasma,chromatin binding,female meiosis I,male germ cell nucleus,male meiotic nuclear division,mismatch repair,mismatch repair complex,mismatched DNA binding,nucleus,protein binding,protein localization,reciprocal meiotic recombination,satellite DNA binding,single-stranded DNA binding,synaptonemal complex,synaptonemal complex assemblyColonic Diseases;Colorectal Neoplasms;Colorectal Neoplasms, Hereditary Nonpolyposis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Endometrial Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Neoplastic Syndromes, Hereditary;Nutritional and Metabolic Diseases;Rectal Diseases;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsBenign/Likely benignT=0, C=29 T=0.0, C=1.0 0.00001 426.384 29 T=0/0, C=13/16

chr6:53989526 A/A G A SNV MLIP MLIP:exonic:NM_138569.2 1 100 3 missense NM_138569.2c.475G>A p.Val159Ile -0.71 0.21 29 0.022 Muscular LMNA-interacting proteinrs4712056 0.3599 YES 6.974E-1 (pos.53989526) Muscular LMNA-interating proteinPML body,negative regulation of cardiac muscle hypertrophy,negative regulation of cardiac muscle hypertrophy in response to stress,negative regulation of transcription from RNA polymerase II promoter,nuclear envelope,nuclear lumen,nucleus,positive regulation of transcription from RNA polymerase II promoter,sarcolemmaG=0, A=37 G=0.0, A=1.0 0.00001 583.566 37 G=0/0, A=22/15

chr6:54054686 A/A T A SNV MLIP MLIP:exonic:NM_138569.2 1 100 9 missense NM_138569.2c.958T>A p.Ser320Thr 0.79 0.01 58 0.42 Muscular LMNA-interacting proteinrs6934690 0.0603 YES 7.754E-1 (pos.54054686) Muscular LMNA-interating proteinPML body,negative regulation of cardiac muscle hypertrophy,negative regulation of cardiac muscle hypertrophy in response to stress,negative regulation of transcription from RNA polymerase II promoter,nuclear envelope,nuclear lumen,nucleus,positive regulation of transcription from RNA polymerase II promoter,sarcolemmaT=0, A=37 T=0.0, A=1.0 0.00001 583.684 37 T=0/0, A=21/16

chr11:102650389 T/T C T SNV MMP10 MMP10:exonic:NM_002425.2 1 100 2 missense NM_002425.2c.193G>A p.Gly65Arg 2.17 0.03 125 0.015 0.97(COSM3736024)Hemopexin,Matrixin,Putative peptidoglycan binding domainrs17293607 0.1454 YES 9.038E-3 (pos.102650389)malignant_melanomaMatrix metalloproteinase 10 (stromelysin 2)collagen catabolic process,extracellular matrix,extracellular matrix disassembly,extracellular region,extracellular space,metalloendopeptidase activity,proteinaceous extracellular matrix,proteolysis,regulation of cell migration,serine-type endopeptidase activity,zinc ion bindingArthritis;Arthritis, Rheumatoid;Asthma;Autoimmune Diseases;Bronchial Diseases;Connective Tissue Diseases;Dermatitis;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Joint Diseases;Lung Diseases;Lung Diseases, Obstructive;Lung Neoplasms;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Respiratory Hypersensitivity;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rheumatic Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Thoracic NeoplasmsMarimastat,N-ISOBUTYL-N-4-METHOXYPHENYLSULFONYLGLYCYL HYDROXAMIC ACIDC=0, T=33 C=0.0, T=1.0 0.00001 504.543 33 C=0/0, T=15/18

chr11:102738795 T/T G T SNV MMP12 MMP12:exonic:NM_002426.5 1 100 5 synonymous NM_002426.5c.630C>A p.(=) 0.6 Hemopexin,Matrixin,Putative peptidoglycan binding domainrs5003690,rs797025621,rs8691836296.00E-04 YES 1.0 (pos.102738795) Matrix metalloproteinase 12 (macrophage elastase)calcium ion binding,cellular response to virus,collagen binding,collagen catabolic process,core promoter binding,cytoplasm,endopeptidase activity,extracellular matrix disassembly,extracellular region,extracellular space,metalloendopeptidase activity,negative regulation of transcription from RNA polymerase II promoter,negative regulation of type I interferon-mediated signaling pathway,nucleus,positive regulation of epithelial cell proliferation involved in wound healing,positive regulation of interferon-alpha secretion,positive regulation of transcription from RNA polymerase II promoter,positive regulation of type I interferon-mediated signaling pathway,protein import into nucleus,proteinaceous extracellular matrix,proteolysis,regulation of defense response to virus by host,sequence-specific DNA binding,serine-type endopeptidase activity,wound healing, spreading of epidermal cells,zinc ion bindingAbortion, Spontaneous;Alzheimer Disease;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Brain Diseases;Central Nervous System Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Connective Tissue Diseases;Dementia;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Kidney Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nephritis;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Pregnancy Complications;Pulmonary Disease, Chronic Obstructive;Pulmonary Emphysema;Respiratory Tract Diseases;Rheumatic Diseases;Skin and Connective Tissue Diseases;Tauopathies;Urologic Diseases(1S,5S,7R)-N~7~-(BIPHENYL-4-YLMETHYL)-N~3~-HYDROXY-6,8-DIOXA-3-AZABICYCLO3.2.1OCTANE-3,7-DICARBOXAMIDE,2-(4-fluorophenyl)sulfonylamino-N-oxo-ethanamide,2-2-(1,3-Dioxo-1,3-Dihydro-2h-Isoindol-2-Yl)Ethyl-4-(4'-Ethoxy-1,1'-Biphenyl-4-Yl)-4-Oxobutanoic Acid,AE-941,Acetohydroxamic Acid,Batimastat,CP-271485,Marimastat,N-(4-methoxyphenyl)sulfonyl-D-alanine,N-(biphenyl-4-ylsulfonyl)-D-leucine,N-(dibenzob,dthiophen-3-ylsulfonyl)-L-valine,N-HYDROXY-2(R)-(4-METHOXYPHENYL)SULFONYL(3-PICOLYL)AMINO-3-METHYLBUTANAMIDE HYDROCHLORIDE,N-ISOBUTYL-N-4-METHOXYPHENYLSULFONYLGLYCYL HYDROXAMIC ACID,N-oxo-2-(4-phenylphenyl)sulfonylaminoethanamide,N-oxo-2-(phenylsulfonylamino)ethanamide,PF-00356231G=0, T=77 G=0.0, T=1.0 0.00001 1228.52 77 G=0/0, T=34/43

chr16:55523705 C/C T C SNV MMP2 MMP2:exonic:NM_004530.5 1 100 7 synonymous NM_004530.5c.1149T>C p.(=) -2.55 0.04(COSM4129119)Fibronectin type II domain,Hemopexin,Matrixin,Putative peptidoglycan binding domainrs201812551,rs243849 0.1544 YES 7.892E-1 (pos.55523705) neoplasm Matrix metalloproteinase 2 (gelatinase A, 72kD type IV collagenase)angiogenesis,blood vessel maturation,bone trabecula formation,cellular protein metabolic process,cellular response to amino acid stimulus,collagen catabolic process,embryo implantation,endodermal cell differentiation,ephrin receptor signaling pathway,extracellular matrix,extracellular matrix disassembly,extracellular region,extracellular space,face morphogenesis,intramembranous ossification,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,mitochondrion,nucleus,plasma membrane,positive regulation of innate immune response,positive regulation of vascular smooth muscle cell proliferation,protein binding,proteinaceous extracellular matrix,proteolysis,response to hypoxia,sarcomere,serine-type endopeptidase activity,zinc ion bindingAbnormalities, Multiple;Adenocarcinoma;Aneurysm;Aneurysm, Ruptured;Aortic Aneurysm;Aortic Aneurysm, Thoracic;Aortic Diseases;Aortic Rupture;Arterial Occlusive Diseases;Arteriosclerosis;Arthritis;Arthritis, Rheumatoid;Astrocytoma;Autoimmune Diseases;Bile Duct Diseases;Biliary Tract Diseases;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Metabolic;Bone Neoplasms;Bone Resorption;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Calcinosis;Calcium Metabolism Disorders;Carcinoma;Carcinoma, Hepatocellular;Cardiomegaly;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Hemorrhage;Cerebrovascular Disorders;Cholestasis;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetic Neuropathies;Digestive System Diseases;Digestive System Neoplasms;Drug-InducAE-941,Captopril,Halofuginone,Marimastat,SC-74020Benign T=0, C=33 T=0.0, C=1.0 0.00001 504.589 33 T=0/0, C=15/18



chr11:102495998 G/G T G SNV MMP20 MMP20:exonic:NM_004771.3 1 100 1 missense NM_004771.3c.53A>C p.Lys18Thr 2 0.34 78 0 Hemopexin,Matrixin,Putative peptidoglycan binding domainrs2245803 0.3559 YES 8.301E-1;1.158E-4;0.0 (pos.102495998) Matrix metalloproteinase-20 (enamelysin)amelogenesis,collagen catabolic process,extracellular matrix disassembly,extracellular region,extracellular space,metalloendopeptidase activity,protein binding,protein catabolic process,proteinaceous extracellular matrix,proteolysis,regulation of enamel mineralization,serine-type endopeptidase activity,zinc ion bindingAmelogenesis Imperfecta;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dental Enamel Hypoplasia;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesMarimastat,N-ISOBUTYL-N-4-METHOXYPHENYLSULFONYLGLYCYL HYDROXAMIC ACIDBenign T=0, G=42 T=0.0, G=1.0 0.00001 685.123 42 T=0/0, G=18/24

chr11:102576375 A/A G A SNV MMP27 MMP27:exonic:NM_022122.2 1 100 1 missense NM_022122.2c.71C>T p.Thr24Met -0.96 0.28 81 0.002 0(COSM1579495)Hemopexin,Matrixin,Putative peptidoglycan binding domainrs1939015 0.165 YES 7.878E-1 (pos.102576375)serous_carcinoma collagen catabolic process,extracellular matrix,extrinsic component of endoplasmic reticulum membrane,metalloendopeptidase activity,proteolysis,zinc ion bindingMarimastat G=0, A=244 G=0.0, A=1.0 0.00001 4124.11 244 G=0/0, A=114/130

chr11:102576358 C/C T C SNV MMP27 MMP27:exonic:NM_022122.2 1 99.58 1 missense NM_022122.2c.88A>G p.Met30Val -0.32 0.41 21 0.002 Hemopexin,Matrixin,Putative peptidoglycan binding domainrs2846707 0.3402 YES 9.071E-1 (pos.102576358) collagen catabolic process,extracellular matrix,extrinsic component of endoplasmic reticulum membrane,metalloendopeptidase activity,proteolysis,zinc ion bindingMarimastat T=1, C=239 T=0.0042, C=0.9958 0.00001 3999.86 240 T=0/1, C=115/124

chr4:90872862 C/A C A SNV MMRN1 MMRN1:exonic:NM_007351.2 1 50 7 missense NM_007351.2c.3225C>A p.Asn1075Lys 0.1 0 94 0.993 C1q domain,EGF-like domain,EMI domain,Human growth factor-like EGFrs61734879 0.0048 0.0 (pos.90872862) Multimerin 1blood coagulation,calcium ion binding,cell adhesion,extracellular matrix,extracellular region,platelet alpha granule lumen,platelet degranulation,protein bindingC=16, A=16 C=0.5, A=0.5 0.00001 158.383 32 C=9/7, A=5/11

chr19:59025685 C/C A C SNV ZBTB45 ZBTB45:intronic:NM_032792.3 1 100 intronic NM_032792.3c.1280-8T>Gp.? -0.56 BTB/POZ domain,C2H2-type zinc finger,Zinc finger, C2H2 typers4801602 0.0368 YES 9.195E-1 (pos.59025685) DNA binding,metal ion binding,nervous system development,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, C=27 A=0.0, C=1.0 0.00001 389.977 27 A=0/0, C=5/22

chr19:618624 G/A G A SNV POLRMT POLRMT:intronic:NM_005035.3 1 50 intronic NM_005035.3c.3324-38C>Tp.? 0 DNA-dependent RNA polymerase,DNA-directed RNA polymerase N-terminalrs111923638 Polymerase (RNA) mitochondrial (DNA directed)DNA binding,DNA-directed 5'-3' RNA polymerase activity,RNA binding,mitochondrial DNA-directed RNA polymerase complex,mitochondrial RNA polymerase core promoter sequence-specific DNA binding,mitochondrial matrix,mitochondrial nucleoid,mitochondrion,mitochondrion organization,protein binding,transcription from mitochondrial promoter,transcription initiation from mitochondrial promoter,transcription, DNA-templatedG=17, A=17 G=0.5, A=0.5 0.00001 171.982 34 G=13/4, A=13/4

chr19:619772 G/C G C SNV POLRMT POLRMT:intronic:NM_005035.3 1 50 intronic NM_005035.3c.2887-7C>Gp.? -2.16 0(COSM3960653),0(COSM3960654)DNA-dependent RNA polymerase,DNA-directed RNA polymerase N-terminalrs11669381 0.4851 YES 5.906E-1;0.0 (pos.619772)basal_cell_carcinoma,squamous_cell_carcinomaPolymerase (RNA) mitochondrial (DNA directed)DNA binding,DNA-directed 5'-3' RNA polymerase activity,RNA binding,mitochondrial DNA-directed RNA polymerase complex,mitochondrial RNA polymerase core promoter sequence-specific DNA binding,mitochondrial matrix,mitochondrial nucleoid,mitochondrion,mitochondrion organization,protein binding,transcription from mitochondrial promoter,transcription initiation from mitochondrial promoter,transcription, DNA-templatedG=19, C=19 G=0.5, C=0.5 0.00001 199.562 38 G=9/10, C=9/10

chr10:88696621 AG/AG A AG INDEL MMRN2 MMRN2:exonic:NM_024756.2 1 100 7 frameshiftInsertion NM_024756.2c.2728_2729insCp.Val910fs 3.38 C1q domain,EMI domain angiogenesis,basement membrane,extracellular exosome,extracellular matrix,extracellular space,negative regulation of cell migration involved in sprouting angiogenesis,negative regulation of vascular endothelial growth factor receptor signaling pathway,protein bindingA=0, AG=37 A=0.0, AG=1.0 0.00001 373.86 37 A=0/0, AG=23/14

chr19:652205 CA/CA C CA INDEL RNF126 RNF126:intronic:NM_194460.2 1 100 intronic NM_194460.2c.198+28G>TGp.? -0.37 Anaphase-promoting complex subunit 11 RING-H2 finger,RING-like zinc finger,RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger),zinc-ribbonRING finger protein 126cytoplasm,cytoplasm protein quality control by the ubiquitin-proteasome system,cytosol,epidermal growth factor receptor binding,metal ion binding,negative regulation of epidermal growth factor receptor signaling pathway,nucleoplasm,nucleus,proteasome-mediated ubiquitin-dependent protein catabolic process,protein K48-linked ubiquitination,protein K63-linked ubiquitination,protein binding,protein monoubiquitination,protein polyubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of cell proliferation,retrograde transport, endosome to Golgi,ubiquitin protein ligase activity,ubiquitin-dependent protein catabolic process via the multivesicular body sorting pathwayC=0, CA=49 C=0.0, CA=1.0 0.00001 695.476 49 C=0/0, CA=7/42

chr10:88696622 G/G C G SNV MMRN2 MMRN2:exonic:NM_024756.2 1 100 7 missense NM_024756.2c.2728G>C p.Val910Leu 0.35 0.07 32 0.016 0.08(COSM4418193)C1q domain,EMI domainrs34587013 0.082 YES 7.164E-2 (pos.88696622) acute_myeloid_leukaemia angiogenesis,basement membrane,extracellular exosome,extracellular matrix,extracellular space,negative regulation of cell migration involved in sprouting angiogenesis,negative regulation of vascular endothelial growth factor receptor signaling pathway,protein bindingC=0, G=37 C=0.0, G=1.0 0.00001 518.698 37 C=0/0, G=23/14

chr10:88717140 A/A T A SNV MMRN2 MMRN2:exonic:NM_024756.2 1 100 1 synonymous NM_024756.2c.159A>T p.(=) -0.23 C1q domain,EMI domainrs4244973 0.0315 YES 9.999E-1 (pos.88717140) angiogenesis,basement membrane,extracellular exosome,extracellular matrix,extracellular space,negative regulation of cell migration involved in sprouting angiogenesis,negative regulation of vascular endothelial growth factor receptor signaling pathway,protein bindingT=0, A=27 T=0.0, A=1.0 0.00001 389.988 27 T=0/0, A=14/13

chr19:6677799 G/A G A SNV C3 C3:downstream:NM_000064.3 1 51.85 intronic NM_000064.3c.*94C>T p.? -1.6 rs11569585 YES Complement component-3C5L2 anaphylatoxin chemotactic receptor binding,G-protein coupled receptor signaling pathway,amyloid-beta clearance,azurophil granule lumen,blood microparticle,cellular protein metabolic process,complement activation,complement activation, alternative pathway,complement activation, classical pathway,endopeptidase inhibitor activity,endoplasmic reticulum lumen,extracellular exosome,extracellular region,extracellular space,fatty acid metabolic process,immune response,inflammatory response,negative regulation of endopeptidase activity,neutrophil degranulation,phagocytosis, engulfment,plasma membrane,positive regulation of G-protein coupled receptor protein signaling pathway,positive regulation of activation of membrane attack complex,positive regulation of angiogenesis,positive regulation of apoptotic cell clearance,positive regulation of glucose transport,positive regulation of lipid storage,positive regulation of protein phosphorylation,positive regulation of type IIa hypersensitivity,positive regulation of vaAnemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Autoimmune Diseases;Blood Coagulation Disorders;Blood Platelet Disorders;Brain Diseases;Brain Infarction;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Drug-Induced Liver Injury;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glucose Metabolism Disorders;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Hemorrhagic Disorders;Hemostatic Disorders;Hyperinsulinism;Hypersensitivity;Immune Complex Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Infarction, Middle Cerebral Artery;Insulin Resistance;Intracranial Arterial Diseases;Ischemic Attack, Transient;Kidney Diseases;Liver Diseases;Lung Diseases;Macular Degeneration;Male Urogenital Diseases;Cyclo-Tetrametavanadate,Immune Globulin Human,S-HydroxycysteineG=13, A=14 G=0.4815, A=0.5185 0.00001 132.667 27 G=12/1, A=5/9

chr19:6690613 T/G T G SNV C3 C3:intronic:NM_000064.3 1 46.43 intronic NM_000064.3c.3489+27A>Cp.? -1.16 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,Anaphylotoxin-like domain,MG2 domain,UNC-6/NTR/C345C modulers3745568 0.116 YES 8.171E-2 (pos.6690613) Complement component-3C5L2 anaphylatoxin chemotactic receptor binding,G-protein coupled receptor signaling pathway,amyloid-beta clearance,azurophil granule lumen,blood microparticle,cellular protein metabolic process,complement activation,complement activation, alternative pathway,complement activation, classical pathway,endopeptidase inhibitor activity,endoplasmic reticulum lumen,extracellular exosome,extracellular region,extracellular space,fatty acid metabolic process,immune response,inflammatory response,negative regulation of endopeptidase activity,neutrophil degranulation,phagocytosis, engulfment,plasma membrane,positive regulation of G-protein coupled receptor protein signaling pathway,positive regulation of activation of membrane attack complex,positive regulation of angiogenesis,positive regulation of apoptotic cell clearance,positive regulation of glucose transport,positive regulation of lipid storage,positive regulation of protein phosphorylation,positive regulation of type IIa hypersensitivity,positive regulation of vaAnemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Autoimmune Diseases;Blood Coagulation Disorders;Blood Platelet Disorders;Brain Diseases;Brain Infarction;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Drug-Induced Liver Injury;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glucose Metabolism Disorders;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Hemorrhagic Disorders;Hemostatic Disorders;Hyperinsulinism;Hypersensitivity;Immune Complex Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Infarction, Middle Cerebral Artery;Insulin Resistance;Intracranial Arterial Diseases;Ischemic Attack, Transient;Kidney Diseases;Liver Diseases;Lung Diseases;Macular Degeneration;Male Urogenital Diseases;Cyclo-Tetrametavanadate,Immune Globulin Human,S-HydroxycysteineT=12, G=13 T=0.48, G=0.52 0.00001 154.928 28 T=7/5, G=8/5

chr9:27455585 G/A G A SNV MOB3B MOB3B:utr_5:NM_024761.4 1 50 2 utr_5 NM_024761.4c.-37C>T p.? 1.07 Mob1/phocein familyrs10757661,rs3867339190.4431 YES 6.334E-1 (pos.27455585) MOB kinase activator 3Bmetal ion binding,protein binding G=19, A=19 G=0.5, A=0.5 0.00001 199.458 38 G=14/5, A=10/9

chr18:33779821 A/A C A SNV MOCOS MOCOS:exonic:NM_017947.3 1 100 4 synonymous NM_017947.3c.475C>A p.(=) 1.21 Aminotransferase class-V,MOSC N-terminal beta barrel domain,MOSC domainrs646424 0 1.0 (pos.33779821) Molybdenum cofactor sulfuraseMo-molybdopterin cofactor biosynthetic process,Mo-molybdopterin cofactor sulfurase activity,cellular_component,cytosol,molybdenum cofactor sulfurtransferase activity,molybdenum ion binding,molybdopterin cofactor biosynthetic process,molybdopterin cofactor metabolic process,protein binding,pyridoxal phosphate bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Purine-Pyrimidine Metabolism, Inborn ErrorsPyridoxal Phosphate C=0, A=55 C=0.0, A=1.0 0.00001 814.889 55 C=0/0, A=19/36

chr18:33779896 G/G A G SNV MOCOS MOCOS:exonic:NM_017947.3 1 100 4 missense NM_017947.3c.550A>G p.Ser184Gly -0.01 0.48 56 0 Aminotransferase class-V,MOSC N-terminal beta barrel domain,MOSC domainrs540967 0 1.0 (pos.33779896) Molybdenum cofactor sulfuraseMo-molybdopterin cofactor biosynthetic process,Mo-molybdopterin cofactor sulfurase activity,cellular_component,cytosol,molybdenum cofactor sulfurtransferase activity,molybdenum ion binding,molybdopterin cofactor biosynthetic process,molybdopterin cofactor metabolic process,protein binding,pyridoxal phosphate bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Purine-Pyrimidine Metabolism, Inborn ErrorsPyridoxal Phosphate A=0, G=57 A=0.0, G=1.0 0.00001 849.615 57 A=0/0, G=18/39

chr18:33785185 G/G A G SNV MOCOS MOCOS:exonic:NM_017947.3 1 100 6 synonymous NM_017947.3c.1164A>G p.(=) -2.53 Aminotransferase class-V,MOSC N-terminal beta barrel domain,MOSC domainrs667667 1.00E-04 1.0 (pos.33785185) Molybdenum cofactor sulfuraseMo-molybdopterin cofactor biosynthetic process,Mo-molybdopterin cofactor sulfurase activity,cellular_component,cytosol,molybdenum cofactor sulfurtransferase activity,molybdenum ion binding,molybdopterin cofactor biosynthetic process,molybdopterin cofactor metabolic process,protein binding,pyridoxal phosphate bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Purine-Pyrimidine Metabolism, Inborn ErrorsPyridoxal Phosphate A=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=6/19

chr6:29625001 G/G A G SNV MOG MOG:exonic:NM_002433.4 1 100 1 synonymous NM_002433.4c.15A>G p.(=) -0.5 0(COSM5021508),0(COSM5021509)Immunoglobulin V-set domainrs3130250 0.1626 YES 9.866E-1 (pos.29625001) osteosarcoma Myelin-oligodendrocyte glycoproteincell adhesion,central nervous system development,integral component of membrane,plasma membrane,viral entry into host cell,virus receptor activityAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Central Nervous System Diseases;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Disorders of Excessive Somnolence;Dyssomnias;Encephalomyelitis, Autoimmune, Experimental;Immune System Diseases;Leukoencephalopathies;Mental Disorders;Narcolepsy;Nervous System Autoimmune Disease, Experimental;Nervous System Diseases;Neurologic Manifestations;Paralysis;Sleep Disorders, Intrinsic;Sleep Wake DisordersA=0, G=28 A=0.0, G=1.0 0.00001 408.717 28 A=0/0, G=8/20

chr19:6833777 G/G A G SNV VAV1 VAV1:intronic:NM_001258207.1 1 100 intronic NM_001258207.1c.1635+33A>Gp.? -0.24 CAMSAP CH domain,CDC24 Calponin,Calponin homology (CH) domain,PH domain,Phorbol esters/diacylglycerol binding domain (C1 domain),RhoGEF domain,SH2 domain,SH3 domain,Variant SH3 domainrs186295 0.1265 YES 7.402E-1 (pos.6833777) Oncogene VAV1DNA binding transcription factor activity,Fc-epsilon receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,G-protein coupled receptor signaling pathway,Rac guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,T cell costimulation,T cell differentiation,cell-cell junction,cytosol,guanyl-nucleotide exchange factor activity,immune response,integrin-mediated signaling pathway,intracellular,metal ion binding,neutrophil chemotaxis,phosphatidylinositol phosphorylation,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,phosphotyrosine residue binding,plasma membrane,platelet activation,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of natural killer cell mediated cytotoxicity,positive regulation of protein kinase B signaling,protein binding,reactive oxygen species metabolic process,regulation of GTPase activity,regulation of Rho protein signal transduction,regulation of cell size,regulationGlioma;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Leukemia, T-Cell;Leukemia-Lymphoma, Adult T-Cell;Lymphatic Diseases;Lymphoproliferative Disorders;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, PrimitiveA=0, G=21 A=0.0, G=1.0 0.00001 281.174 21 A=0/0, G=8/13

chr6:29634012 G/G A G SNV MOG MOG:exonic:NM_002433.4 1 100 3 missense NM_002433.4c.520A>G p.Ile174Val -0.34 1 29 0 Immunoglobulin V-set domainrs3130253 0.0888 YES 9.981E-1;0.0 (pos.29634012) Myelin-oligodendrocyte glycoproteincell adhesion,central nervous system development,integral component of membrane,plasma membrane,viral entry into host cell,virus receptor activityAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Central Nervous System Diseases;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Disorders of Excessive Somnolence;Dyssomnias;Encephalomyelitis, Autoimmune, Experimental;Immune System Diseases;Leukoencephalopathies;Mental Disorders;Narcolepsy;Nervous System Autoimmune Disease, Experimental;Nervous System Diseases;Neurologic Manifestations;Paralysis;Sleep Disorders, Intrinsic;Sleep Wake DisordersA=0, G=62 A=0.0, G=1.0 0.00001 944.989 62 A=0/0, G=17/45

chr19:6937683 G/G A G SNV ADGRE1 ADGRE1:intronic:NM_001974.4 1 100 intronic NM_001974.4c.2655+24A>Gp.? -0.26 7 transmembrane receptor (Secretin family),Calcium-binding EGF domain,Complement Clr-like EGF-like,GPCR proteolysis site, GPS, motif,Human growth factor-like EGF,MSP1 EGF domain 1rs388711 0.2598 YES 6.803E-1 (pos.6937683) Adhesion G protein-coupled receptor E1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,adaptive immune response,calcium ion binding,cell adhesion,cell surface receptor signaling pathway,external side of plasma membrane,integral component of plasma membraneA=0, G=50 A=0.0, G=1.0 0.00001 852.713 50 A=0/0, G=25/25

chr19:740560 C/C T C SNV PALM PALM:intronic:NM_002579.2 1 100 intronic NM_002579.2c.634+77T>Cp.? -1.82 Paralemmin rs10419493 YES Paralemmin D3 dopamine receptor binding,apicolateral plasma membrane,axon,basolateral plasma membrane,cellular response to electrical stimulus,cytoplasmic vesicle,cytoskeleton organization,dendritic spine membrane,filopodium membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,movement of cell or subcellular component,negative regulation of adenylate cyclase activity,negative regulation of dopamine receptor signaling pathway,nucleus,plasma membrane,positive regulation of filopodium assembly,postsynaptic density,protein binding,protein localization to plasma membrane,regulation of cell shape,synapse maturationT=0, C=28 T=0.0, C=1.0 0.00001 408.705 28 T=0/0, C=6/22

chr19:7506668 G/G T G SNV ARHGEF18 ARHGEF18:intronic:NM_001130955.1 1 100 intronic NM_001130955.1c.655+17T>Gp.? -0.16 PH domain,RhoGEF domainrs2287909 0.3538 YES 4.277E-1 (pos.7506668) Rho guanine nucleotide exchange factor 18G-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,actin cytoskeleton organization,apical part of cell,apical plasma membrane,cell junction,cytoskeleton,cytosol,extracellular exosome,guanyl-nucleotide exchange factor activity,plasma membrane,positive regulation of apoptotic process,regulation of Rho protein signal transduction,regulation of cell shape,regulation of molecular function,regulation of small GTPase mediated signal transduction,small GTPase mediated signal transduction,transforming growth factor beta receptor signaling pathwayT=0, G=42 T=0.0, G=1.0 0.00001 685.214 42 T=0/0, G=24/18

chr19:7518268 TC/TC T TC INDEL ARHGEF18 ARHGEF18:intronic:NM_001130955.1 1 100 intronic NM_001130955.1c.1292-85T>TCp.? 0.37 PH domain,RhoGEF domainrs11463454,rs397711639 YES Rho guanine nucleotide exchange factor 18G-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,actin cytoskeleton organization,apical part of cell,apical plasma membrane,cell junction,cytoskeleton,cytosol,extracellular exosome,guanyl-nucleotide exchange factor activity,plasma membrane,positive regulation of apoptotic process,regulation of Rho protein signal transduction,regulation of cell shape,regulation of molecular function,regulation of small GTPase mediated signal transduction,small GTPase mediated signal transduction,transforming growth factor beta receptor signaling pathwayT=0, TC=30 T=0.0, TC=1.0 0.00001 409.788 30 T=0/0, TC=18/12

chr19:7622226 A/A G A SNV PNPLA6 PNPLA6:intronic:NM_001166111.1 1 100 intronic NM_001166111.1c.3427+56G>Ap.? -0.33 Cyclic nucleotide-binding domain,Patatin-like phospholipasers1645800,rs552023867,rs746562132,rs756789760YES 0.0 (pos.7622221),0.0 (pos.7622222) Patatin-like phospholipase domain-containing protein 6developmental process,endoplasmic reticulum,endoplasmic reticulum membrane,glycerophospholipid catabolic process,integral component of membrane,lysophospholipase activity,membrane,phosphatidylcholine metabolic processAbnormalities, Multiple;Ataxia;Blepharoptosis;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Developmental Disabilities;Dwarfism;Dyskinesias;Endocrine System Diseases;Environmental Illness;Eye Diseases;Eye Diseases, Hereditary;Eyelid Diseases;Genetic Diseases, Inborn;Gonadal Disorders;Hair Diseases;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Hypersensitivity;Hypertrichosis;Hypogonadism;Hypothalamic Diseases;Immune System Diseases;Intellectual Disability;Laurence-Moon Syndrome;Mental Disorders;Motor Neuron Disease;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Retinal Degeneration;RetinalG=0, A=84 G=0.0, A=1.0 0.00001 1374.44 84 G=0/0, A=40/44

chr19:7623700 A/A G A SNV PNPLA6 PNPLA6:intronic:NM_001166111.1 1 100 intronic NM_001166111.1c.3428-36G>Ap.? -0.13 Cyclic nucleotide-binding domain,Patatin-like phospholipasers535208 0.3923 YES 3.945E-1 (pos.7623700) Patatin-like phospholipase domain-containing protein 6developmental process,endoplasmic reticulum,endoplasmic reticulum membrane,glycerophospholipid catabolic process,integral component of membrane,lysophospholipase activity,membrane,phosphatidylcholine metabolic processAbnormalities, Multiple;Ataxia;Blepharoptosis;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Developmental Disabilities;Dwarfism;Dyskinesias;Endocrine System Diseases;Environmental Illness;Eye Diseases;Eye Diseases, Hereditary;Eyelid Diseases;Genetic Diseases, Inborn;Gonadal Disorders;Hair Diseases;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Hypersensitivity;Hypertrichosis;Hypogonadism;Hypothalamic Diseases;Immune System Diseases;Intellectual Disability;Laurence-Moon Syndrome;Mental Disorders;Motor Neuron Disease;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Retinal Degeneration;RetinalG=0, A=34 G=0.0, A=1.0 0.00001 503.735 34 G=0/0, A=16/18

chr16:77233394 G/G A G SNV

MON1B,SYC

E1L SYCE1L:exonic:NM_001129979.2, MON1B:utr_3:NM_014940.3 1
100

1 missense NM_014940.3, NM_001129979.2c.2833A>G, c.46A>Gp.?, p.Thr16Ala -0.61 1 58 0 Synaptonemal complex central element protein 1,Trafficking protein Mon1rs4888607 3.00E-04 1.0 (pos.77233394) Mon1, S. cerevisiae, homolog of, Bcytoplasm,early viral transcription,endomembrane system,intermediate filament cytoskeleton,late viral transcription,protein binding,synaptonemal complex,synaptonemal complex assembly,vesicle-mediated transportA=0, G=30 A=0.0, G=1.0 0.00001 446.627 30 A=0/0, G=14/16

chr19:7755213 C/T C T SNV FCER2 FCER2:intronic:NM_002002.4 1 50 intronic NM_002002.4c.622-62G>Ap.? 1.41 Lectin C-type domainrs4996972 YES Fc fragment of IgE, low affinity II, receptor for (CD23A)IgE binding,Notch signaling pathway,carbohydrate binding,external side of plasma membrane,extracellular exosome,integral component of membrane,integral component of plasma membrane,integrin binding,metal ion binding,plasma membrane,positive regulation of humoral immune response mediated by circulating immunoglobulin,positive regulation of killing of cells of other organism,positive regulation of nitric-oxide synthase activity,positive regulation of nitric-oxide synthase biosynthetic process,protein bindingBrain Diseases;Central Nervous System Diseases;Encephalitis;HIV Infections;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Immunologic Deficiency Syndromes;Nervous System DiseasesC=39, T=39 C=0.5, T=0.5 0.00001 400.403 78 C=19/20, T=18/21

chr19:7796497 G/G C G SNV CLEC4G CLEC4G:intronic:NM_198492.3 1 100 intronic NM_198492.3c.166+50G>Cp.? -1.44 Lectin C-type domainrs11260026 0.0249 YES 7.023E-1 (pos.7796497) C-type lectin domain family 4, member Gintegral component of membrane,negative regulation of T cell mediated immunity,negative regulation of T cell proliferation,plasma membrane,polysaccharide binding,protein binding,regulation of immune response,viral entry into host cell,virus receptor activityC=0, G=56 C=0.0, G=1.0 0.00001 832.064 56 C=0/0, G=25/31

chr3:108690221 G/A G A SNV MORC1 MORC1:exonic:NM_014429.3 1 58.33 25 missense NM_014429.3c.2506C>T p.His836Tyr 1.07 1 83 0 0.01(COSM4002370)CW-type Zinc Finger,Histidine kinase-, DNA gyrase B-, and HSP90-like ATPasers2593943 0.4215 YES 8.52E-2 (pos.108690221) acute_myeloid_leukaemia,ductal_carcinomaMORC family CW-type zinc finger 1 (microrchidia, mouse, homolog of)DNA hypermethylation,DNA methylation involved in gamete generation,cell differentiation,multicellular organism development,negative regulation of DNA-templated transcription, initiation,negative regulation of transposition,nucleus,regulation of gene expression, epigenetic,spermatogenesis,zinc ion bindingG=15, A=21 G=0.4167, A=0.5833 0.00001 234.327 36 G=6/9, A=14/7

chr19:7916475 C/C T C SNV EVI5L EVI5L:intronic:NM_001159944.2 1 100 intronic NM_001159944.2c.897+12T>Cp.? -2.99 Rab-GTPase-TBC domainrs2452012 0.1499 YES 7.001E-1 (pos.7916475) GTPase activator activity,Rab GTPase binding,activation of GTPase activity,endomembrane system,integral component of membrane,intracellular,intracellular protein transport,negative regulation of cilium assembly,positive regulation of GTPase activity,protein binding,regulation of vesicle fusionT=0, C=30 T=0.0, C=1.0 0.00001 446.637 30 T=0/0, C=13/17

chr15:79185898 C/A C A SNV MORF4L1 MORF4L1:exonic:NM_206839.2 1 57.89 10 synonymous NM_206839.2c.675C>A p.(=) -0.29 0.43(COSM3932171)MRG,RNA binding activity-knot of a chromodomainrs1435163 0.1267 YES 2.738E-1 (pos.79185898) carcinoma Mortality factor 4-like 1NuA4 histone acetyltransferase complex,Sin3 complex,cell proliferation,chromatin binding,chromatin organization,chromatin remodeling,chromatin silencing,covalent chromatin modification,double-strand break repair via homologous recombination,histone H2A acetylation,histone H4 acetylation,histone deacetylation,nuclear speck,nucleoplasm,nucleus,protein N-terminus binding,protein binding,regulation of growth,regulation of transcription, DNA-templated,transcription, DNA-templatedAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and EpithelialC=24, A=33 C=0.4211, A=0.5789 0.00001 345.043 57 C=10/14, A=17/16

chr22:50555619 T/T C T SNV MOV10L1 MOV10L1:exonic:NM_018995.2 1 100 9 synonymous NM_018995.2c.1293C>T p.(=) -2.6 AAA domain rs138222 0.0819 YES 8.929E-1 (pos.50555619) Mov10-like 1ATP binding,ATP-dependent RNA helicase activity,DNA methylation involved in gamete generation,P granule,RNA binding,germ cell development,intracellular,magnesium ion binding,male meiosis I,multicellular organism development,pi-body,piRNA metabolic process,spermatogenesisC=0, T=63 C=0.0, T=1.0 0.00001 958.917 63 C=0/0, T=34/29

chr22:50555686 A/C A C SNV MOV10L1 MOV10L1:exonic:NM_018995.2 1 57.14 9 missense NM_018995.2c.1360A>C p.Ile454Leu 0.75 0.81 5 0.059 0.48(COSM4156419),0.48(COSM4156420)AAA domain rs760749 0.1615 YES 2.255E-1 (pos.50555686) acute_myeloid_leukaemia,basal_cell_carcinoma,ductal_carcinoma,neoplasmMov10-like 1ATP binding,ATP-dependent RNA helicase activity,DNA methylation involved in gamete generation,P granule,RNA binding,germ cell development,intracellular,magnesium ion binding,male meiosis I,multicellular organism development,pi-body,piRNA metabolic process,spermatogenesisA=27, C=36 A=0.4286, C=0.5714 0.00001 380.915 63 A=15/12, C=19/17

chr9:13112116 G/G A G SNV MPDZ MPDZ:exonic:NM_003829.4 1 100 42 synonymous NM_003829.4c.5544T>C p.(=) 1.05 L27_2,PDZ domain (Also known as DHR or GLGF),Unstructured region 10 on multiple PDZ proteinrs10809904 0 1.0;0.0 (pos.13112116) Multiple PDZ domain proteinSchmidt-Lanterman incisure,apical plasma membrane,apicolateral plasma membrane,bicellular tight junction,cell adhesion,cytoplasm,cytoplasmic vesicle,dendrite,postsynaptic density,postsynaptic membrane,protein C-terminus binding,protein binding,viral processBrain Diseases;Central Nervous System Diseases;Epilepsy;Nervous System Diseases;Neurologic Manifestations;SeizuresA=0, G=32 A=0.0, G=1.0 0.00001 485.141 32 A=0/0, G=11/21

chr19:8137902 T/T C T SNV FBN3 FBN3:intronic:NM_032447.4 1 100 intronic NM_032447.4c.7937+45G>Ap.? -2.12 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,Human growth factor-like EGF,TB domainrs7254691 0.4603 YES 3.694E-1 (pos.8137902) anatomical structure morphogenesis,calcium ion binding,extracellular matrix,extracellular matrix structural constituent,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulusCalcium Citrate,Calcium PhosphateC=0, T=30 C=0.0, T=1.0 0.00001 446.364 30 C=0/0, T=6/24

chr19:8137908 T/T C T SNV FBN3 FBN3:intronic:NM_032447.4 1 100 intronic NM_032447.4c.7937+39G>Ap.? -0.84 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,Human growth factor-like EGF,TB domainrs28657412,rs3868065350.4795 YES 3.698E-1 (pos.8137908) anatomical structure morphogenesis,calcium ion binding,extracellular matrix,extracellular matrix structural constituent,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulusCalcium Citrate,Calcium PhosphateC=0, T=28 C=0.0, T=1.0 0.00001 413.153 28 C=0/0, T=4/24

chr17:41960343 C/C T C SNV MPP2 MPP2:exonic:NM_005374.4 1 100 5 synonymous NM_005374.4c.381A>G p.(=) -5.18 Guanylate kinase,L27 domain,PDZ domain (Also known as DHR or GLGF),SH3 domain,Variant SH3 domainrs124719 0.1438 YES 9.997E-1 (pos.41960343) Membrane protein, palmitoylated-2 (MAGUK p55 subfamily member 2)GDP metabolic process,GMP metabolic process,PDZ domain binding,cytoplasm,cytoskeleton,dendrite membrane,dendritic shaft,dendritic spine,dendritic spine membrane,excitatory postsynaptic potential,guanylate kinase activity,integral component of plasma membrane,ion channel binding,long-term synaptic potentiation,membrane,postsynaptic density,protein binding,protein homooligomerization,signal transductionT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=22/6

chr19:815086 A/G A G SNV PLPPR3 PLPPR3:intronic:NM_024888.2 1 51.85 intronic NM_024888.2c.404-5T>C p.? -0.28 0.03(COSM3766465)PAP2 superfamilyrs351988 0.4294 YES 4.367E-1 (pos.815086) hepatocellular_carcinomaPhospholipid phosphatase-related protein 3integral component of membrane,integral component of plasma membrane,lipid phosphatase activity,phosphatidate phosphatase activity,phospholipid dephosphorylation,phospholipid metabolic process,signal transductionA=12, G=14 A=0.4615, G=0.5385 0.00001 143.549 27 A=8/4, G=10/4

chr22:43830996 T/T C T SNV MPPED1 MPPED1:exonic:NM_001044370.1 1 100 3 synonymous NM_001044370.1c.267C>T p.(=) 2.28 Calcineurin-like phosphoesterase,Calcineurin-like phosphoesterase superfamily domainrs2413761 0.4767 YES 9.125E-2 (pos.43830996) Metallophosphoesterase domain-containing protein 1biological_process,cellular_component,hydrolase activity,molecular_functionC=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=19/8

chr22:43831056 C/T C T SNV MPPED1 MPPED1:exonic:NM_001044370.1 1 95.83 3 synonymous NM_001044370.1c.327C>T p.(=) -0.3 0.12(COSM3766718),0.12(COSM3766719)Calcineurin-like phosphoesterase,Calcineurin-like phosphoesterase superfamily domainrs4331615 0.479 YES 9.097E-2 (pos.43831056) hepatocellular_carcinomaMetallophosphoesterase domain-containing protein 1biological_process,cellular_component,hydrolase activity,molecular_functionC=1, T=23 C=0.0417, T=0.9583 0.00001 306.637 24 C=1/0, T=14/9

chr11:118107805 G/G A G SNV MPZL3 MPZL3:exonic:NM_198275.2 1 100 3 synonymous NM_198275.2c.411T>C p.(=) 0.17 0.06(COSM147333)Immunoglobulin V-set domain,Immunoglobulin domainrs1793140 0.2601 YES 6.895E-1 (pos.118107805)acute_myeloid_leukaemia,adenocarcinomaMyelin protein zero-like 3cell adhesion,extracellular matrix organization,hair cycle,integral component of membrane,protein bindingA=0, G=24 A=0.0, G=1.0 0.00001 334.791 24 A=0/0, G=8/16

chr19:8190750 T/C T C SNV FBN3 FBN3:intronic:NM_032447.4 1 56.36 intronic NM_032447.4c.2731+26A>Gp.? -1.91 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,Human growth factor-like EGF,TB domainrs35988441 0.1618 YES 3.414E-1 (pos.8190750) anatomical structure morphogenesis,calcium ion binding,extracellular matrix,extracellular matrix structural constituent,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulusCalcium Citrate,Calcium PhosphateT=24, C=31 T=0.4364, C=0.5636 0.00001 312.079 55 T=19/5, C=19/12

chr19:8191238 T/T C T SNV FBN3 FBN3:intronic:NM_032447.4 1 100 intronic NM_032447.4c.2555-7G>Ap.? -1.21 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,Human growth factor-like EGF,TB domainrs10906993 0.0015 9.803E-1 (pos.8191238) anatomical structure morphogenesis,calcium ion binding,extracellular matrix,extracellular matrix structural constituent,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulusCalcium Citrate,Calcium PhosphateC=0, T=83 C=0.0, T=1.0 0.00001 1349.86 83 C=0/0, T=37/46

chr19:8191247 CG/CG C CG INDEL FBN3 FBN3:intronic:NM_032447.4 1 100 intronic NM_032447.4c.2555-16G>CGp.? -1.86 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,Human growth factor-like EGF,TB domainrs756551083 0.0 (pos.8191247) anatomical structure morphogenesis,calcium ion binding,extracellular matrix,extracellular matrix structural constituent,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulusCalcium Citrate,Calcium PhosphateC=0, CG=83 C=0.0, CG=1.0 0.00001 1025.57 83 C=0/0, CG=37/46

chr19:8191248 G/G A G SNV FBN3 FBN3:intronic:NM_032447.4 1 100 intronic NM_032447.4c.2555-17T>Cp.? -0.88 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,Human growth factor-like EGF,TB domainrs10906994 0.0021 YES 9.615E-1 (pos.8191248) anatomical structure morphogenesis,calcium ion binding,extracellular matrix,extracellular matrix structural constituent,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulusCalcium Citrate,Calcium PhosphateA=0, G=83 A=0.0, G=1.0 0.00001 1349.55 83 A=0/0, G=37/46

chr19:8197786 G/A G A SNV FBN3 FBN3:intronic:NM_032447.4 1 45.83 intronic NM_032447.4c.1714+82C>Tp.? -1.46 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,Human growth factor-like EGF,TB domainrs11671264 YES anatomical structure morphogenesis,calcium ion binding,extracellular matrix,extracellular matrix structural constituent,proteinaceous extracellular matrix,regulation of cellular response to growth factor stimulusCalcium Citrate,Calcium PhosphateG=13, A=11 G=0.5417, A=0.4583 0.00001 95.5282 24 G=11/2, A=8/3

chr19:846548 C/T C T SNV PRTN3 PRTN3:intronic:NM_002777.3 1 95.65 intronic NM_002777.3c.600+171C>Tp.? -1.74 Domain of unknown function (DUF1986),Trypsinrs631822 YES Proteinase-3 (serine proteinase, neutrophil, Wegener granulomatosis autoantigen)antimicrobial humoral response,azurophil granule lumen,blood coagulation,cell-cell junction maintenance,collagen catabolic process,cytosol,enzyme binding,extracellular exosome,extracellular matrix,extracellular region,extracellular space,mature conventional dendritic cell differentiation,membrane protein ectodomain proteolysis,negative regulation of phagocytosis,neutrophil degranulation,neutrophil extravasation,plasma membrane,plasma membrane raft,positive regulation of GTPase activity,positive regulation of cell proliferation,protein binding,proteolysis,receptor binding,serine-type endopeptidase activity,serine-type peptidase activityAnti-Neutrophil Cytoplasmic Antibody-Associated Vasculitis;Autoimmune Diseases;Bone Marrow Diseases;Cardiovascular Diseases;Granulomatosis with Polyangiitis;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Leukemia;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Lung Diseases;Lung Diseases, Interstitial;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Respiratory Tract Diseases;Systemic Vasculitis;Vascular Diseases;VasculitisElafin C=2, T=44 C=0.0435, T=0.9565 0.00001 707.102 46 C=1/1, T=8/36

chr1:181024404 A/A G A SNV MR1 MR1:utr_3:NM_001531.2 1 100 7 utr_3 NM_001531.2c.1029G>A p.? 0.06 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC-I family domainrs3747956 0.2922 YES 7.447E-1 (pos.181024404) Major histocompatibility complex, class I-related,Myofibrillogenesis regulator 1MHC class I protein complex,MHC class I receptor activity,antigen processing and presentation of peptide antigen via MHC class I,cytokine production involved in immune response,defense response to Gram-negative bacterium,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular region,immune response,innate immune response,integral component of membrane,interleukin-1 beta production,interleukin-17 production,plasma membrane,protein binding,signal transductionAntithymocyte immunoglobulin (rabbit)G=0, A=50 G=0.0, A=1.0 0.00001 852.746 50 G=0/0, A=30/20

chr19:8555886 C/C G C SNV PRAM1 PRAM1:intronic:NM_032152.4 1 100 intronic NM_032152.4c.1635-7C>Gp.? -0.74 Helically-extended SH3 domainrs2303110 0.275 YES 4.799E-1;0.0 (pos.8555886) integrin-mediated signaling pathway,lipid binding,protein binding,protein complex,protein kinase binding,regulation of neutrophil degranulation,signal transductionG=0, C=24 G=0.0, C=1.0 0.00001 330.524 24 G=0/0, C=11/13

chr17:60766224 G/G A G SNV MRC2 MRC2:exonic:NM_006039.4 1 100 23 synonymous NM_006039.4c.3237A>G p.(=) -2.4 0.03(COSM4130474)Fibronectin type II domain,Lectin C-type domainrs2465430 0.0134 YES 9.357E-1 (pos.60766224) neoplasm Mannose receptor, C-type, 2carbohydrate binding,collagen binding,collagen catabolic process,endocytosis,focal adhesion,integral component of membrane,integral component of plasma membrane,membrane,osteoblast differentiation,protein binding,signal transduction,transmembrane signaling receptor activityMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalA=0, G=30 A=0.0, G=1.0 0.00001 446.63 30 A=0/0, G=8/22

chr17:60767015 A/A G A SNV MRC2 MRC2:exonic:NM_006039.4 1 100 24 missense NM_006039.4c.3467G>A p.Arg1156His 0.99 0.59 29 0.005 0.88(COSM3755740)Fibronectin type II domain,Lectin C-type domainrs2429387 0.0159 YES 9.387E-1 (pos.60767015) adenocarcinomaMannose receptor, C-type, 2carbohydrate binding,collagen binding,collagen catabolic process,endocytosis,focal adhesion,integral component of membrane,integral component of plasma membrane,membrane,osteoblast differentiation,protein binding,signal transduction,transmembrane signaling receptor activityMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalG=0, A=27 G=0.0, A=1.0 0.00001 389.988 27 G=0/0, A=15/12

chr17:60769803 G/G A G SNV MRC2 MRC2:exonic:NM_006039.4 1 100 30 synonymous NM_006039.4c.4431A>G p.(=) 3.74 0.08(COSM3722571)Fibronectin type II domain,Lectin C-type domainrs3826537 0.4004 YES 3.972E-1 (pos.60769803) adenocarcinoma,squamous_cell_carcinomaMannose receptor, C-type, 2carbohydrate binding,collagen binding,collagen catabolic process,endocytosis,focal adhesion,integral component of membrane,integral component of plasma membrane,membrane,osteoblast differentiation,protein binding,signal transduction,transmembrane signaling receptor activityMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalA=0, G=36 A=0.0, G=1.0 0.00001 563.725 36 A=0/0, G=18/18

chr11:18159169 G/G A G SNV MRGPRX3 MRGPRX3:exonic:NM_054031.3 1 100 3 synonymous NM_054031.3c.420A>G p.(=) -2.37 0.01(COSM4145608)7 transmembrane receptor (rhodopsin family)rs2468839,rs7606324859.00E-04 YES 2.427E-3 (pos.18159162),9.976E-1;0.0 (pos.18159169)neoplasm Mas-related G protein-coupled receptor family, member X3G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,integral component of membrane,integral component of plasma membraneA=0, G=35 A=0.0, G=1.0 0.00001 543.903 35 A=0/0, G=17/18

chr19:899567 G/G C G SNV R3HDM4 R3HDM4:intronic:NM_138774.3 1 100 intronic NM_138774.3c.647+34G>Cp.? -1.57 R3H domain,R3H-associated N-terminal domainrs2930885,rs768197261 0.35 YES 0.0 (pos.899550),3.08E-1;0.0 (pos.899567) nucleic acid binding,nucleus C=0, G=22 C=0.0, G=1.0 0.00001 298.887 22 C=0/0, G=13/9

chr19:8995853 C/C T C SNV MUC16 MUC16:intronic:NM_024690.2 1 100 intronic NM_024690.2c.41287+101A>Gp.? -1.21 SEA domain rs11672574 YES Mucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab T=0, C=40 T=0.0, C=1.0 0.00001 615.879 40 T=0/0, C=25/15

chr19:9007748 A/G A G SNV MUC16 MUC16:intronic:NM_024690.2 1 50 intronic NM_024690.2c.39415+61T>Cp.? -0.28 SEA domain rs11673136 0.4683 YES Mucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab A=11, G=11 A=0.5, G=0.5 0.00001 94.6068 22 A=10/1, G=9/2

chr19:9019429 T/C T C SNV MUC16 MUC16:intronic:NM_024690.2 1 96.67 intronic NM_024690.2c.37547-89A>Gp.? -0.93 SEA domain rs881877 YES Mucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab T=1, C=29 T=0.0333, C=0.9667 0.00001 416.515 30 T=1/0, C=15/14

chr11:18195051 C/C T C SNV MRGPRX4 MRGPRX4:exonic:NM_054032.3 1 100 1 missense NM_054032.3c.248T>C p.Leu83Ser -2.96 145 7 transmembrane receptor (rhodopsin family)rs2445179 9.00E-04 YES 1.0 (pos.18195051) Mas-related G protein-coupled receptor family, member X4G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,integral component of plasma membraneT=0, C=28 T=0.0, C=1.0 0.00001 408.678 28 T=0/0, C=16/12

chr11:18195448 C/T C T SNV MRGPRX4 MRGPRX4:exonic:NM_054032.3 1 50 1 synonymous NM_054032.3c.645C>T p.(=) -2.94 0(COSM1178420)7 transmembrane receptor (rhodopsin family)rs4630269 0.285 YES 4.324E-1;0.0 (pos.18195448)adenoma Mas-related G protein-coupled receptor family, member X4G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,integral component of plasma membraneC=11, T=11 C=0.5, T=0.5 0.00001 94.6067 22 C=6/5, T=3/8

chr18:48327815 A/A G A SNV MRO MRO:exonic:NM_001127176.1 1 100 5 synonymous NM_001127176.1c.531C>T p.(=) 0.1 0.11(COSM1130061),0.11(COSM4415467)rs2276186 0.4976 YES 3.471E-1 (pos.48327815) acute_myeloid_leukaemia,adenocarcinomaMaestro nucleolus G=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=6/19

chr8:145223288 T/T C T SNV MROH1 MROH1:exonic:NM_032450.2 1 100 4 missense NM_032450.2c.113C>T p.Ala38Val 0.13 0.4 64 0 0.03(COSM4162840),0.03(COSM4162841)HEAT repeat,HEAT repeat associated with sister chromatid cohesionrs34819224 0.0035 YES 9.999E-1;0.0 (pos.145223288)neoplasm C=0, T=36 C=0.0, T=1.0 0.00001 554.792 36 C=0/0, T=19/17

chr5:41008780 G/G A G SNV MROH2B MROH2B:exonic:NM_173489.4 1 100 33 missense NM_173489.4c.3536T>C p.Leu1179Pro 1.51 1 98 0 rs2271704 0.1824 YES 6.166E-1;0.0 (pos.41008780) acrosomal vesicle,cell differentiation,cytoplasm,protein kinase A signaling,sperm flagellum,sperm midpiece,spermatogenesisA=0, G=41 A=0.0, G=1.0 0.00001 660.376 41 A=0/0, G=18/23

chr5:41042284 T/T G T SNV MROH2B MROH2B:exonic:NM_173489.4 1 100 19 synonymous NM_173489.4c.1863C>A p.(=) -0.49 0.52(COSM4159875) rs325854 0.1564 YES 6.879E-1 (pos.41042284) neoplasm acrosomal vesicle,cell differentiation,cytoplasm,protein kinase A signaling,sperm flagellum,sperm midpiece,spermatogenesisG=0, T=28 G=0.0, T=1.0 0.00001 407.671 28 G=0/0, T=7/21

chr5:41049389 C/C T C SNV MROH2B MROH2B:exonic:NM_173489.4 1 100 14 synonymous NM_173489.4c.1494A>G p.(=) -0.98 rs325863 0.1061 YES 6.644E-1 (pos.41049389) acrosomal vesicle,cell differentiation,cytoplasm,protein kinase A signaling,sperm flagellum,sperm midpiece,spermatogenesisT=0, C=43 T=0.0, C=1.0 0.00001 709.766 43 T=0/0, C=26/17

chr8:142459814 T/T C T SNV MROH5 MROH5:exonic:NM_207414.2 1 100 20 missense NM_207414.2c.2513G>A p.Gly838Glu 0.97 98 0(COSM4162699),0(COSM4162700)rs7003306 9.644E-1 (pos.142459814)neoplasm,squamous_cell_carcinoma C=0, T=40 C=0.0, T=1.0 0.00001 644.286 40 C=0/0, T=14/26

chr8:142476555 A/G A G SNV MROH5 MROH5:exonic:NM_207414.2 1 50 19 missense NM_207414.2c.2431T>C p.Cys811Arg -0.76 180 rs28439396 0.1825 YES 1.39E-1 (pos.142476555) A=35, G=35 A=0.5, G=0.5 0.00001 355.118 70 A=10/25, G=8/27

chr1:55118566 G/G C G SNV

MROH7,MR

OH7-TTC4 MROH7-TTC4:exonic_nc:NR_037639.2, MROH7:utr_5:NM_001039464.31
100

3 utr_5 NR_037639.2, NM_001039464.3c.-34C>G p.? 0.11 rs1655520 0.0018 YES 1.0;0.0 (pos.55118566) extracellular space,integral component of membrane C=0, G=27 C=0.0, G=1.0 0.00001 389.988 27 C=0/0, G=19/8

chr1:55167773 A/A T A SNV

MROH7,MR

OH7-TTC4 MROH7-TTC4:exonic_nc:NR_037639.2, MROH7:exonic:NM_001039464.31
100

20 missense NR_037639.2, NM_001039464.3c.3296T>A p.Val1099Asp 0.57 1 152 0 rs646356 0.1655 YES 9.364E-1 (pos.55167773) extracellular space,integral component of membrane T=0, A=25 T=0.0, A=1.0 0.00001 353.018 25 T=0/0, A=12/13

chr1:55182300 T/A T A SNV

MROH7-

TTC4,TTC4 TTC4:exonic:NM_004623.4, MROH7-TTC4:exonic_nc:NR_037639.2 1
47.37

2 missense NR_037639.2, NM_004623.4c.139T>A p.Ser47Thr 5.93 0.15 58 0 0.15(COSM3751310) rs1147990 0.489 YES 9.636E-1 (pos.55182300) adenocarcinomaTetratricopeptide repeat domain 4 T=40, A=36 T=0.5263, A=0.4737 0.00001 363.985 76 T=20/20, A=21/15

chr20:35740794 C/C T C SNV MROH8 MROH8:exonic:NM_152503.5 1 100 21 missense NM_152503.5c.2748A>G p.Gln916Arg -0.24 43 0.15(COSM5425295) rs1744760 0.4802 YES 4.662E-1 (pos.35740794) acute_myeloid_leukaemia T=0, C=93 T=0.0, C=1.0 0.00001 1555.01 93 T=0/0, C=7/86

chr19:9449149 G/G A G SNV

ZNF559,ZNF

559-ZNF177 ZNF559-ZNF177:intronic:NM_001172650.2, ZNF559:intronic:NM_001202406.11

100

intronic NM_001202406.1, NM_001172650.2c.137-21A>G, c.-478-21A>Gp.?, p.? -0.3 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers8110197 0.407 YES 4.327E-1 (pos.9449149) DNA binding,blood microparticle,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsA=0, G=25 A=0.0, G=1.0 0.00001 353.018 25 A=0/0, G=10/15

chr19:9491210 G/G C G SNV

ZNF177,ZNF

559-ZNF177 ZNF177:intronic:NM_001172651.1, ZNF559-ZNF177:intronic:NM_001172650.21

100

intronic NM_001172650.2, NM_001172651.1c.336+395C>G, c.337-134C>Gp.?, p.? -0.67 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers1347165 YES Zinc finger protein 177DNA binding,blood microparticle,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsC=0, G=36 C=0.0, G=1.0 0.00001 563.744 36 C=0/0, G=24/12

chr19:960187 C/C G C SNV ARID3A ARID3A:intronic:NM_005224.2 1 100 intronic NM_005224.2c.766+23G>Cp.? -0.28 ARID/BRIGHT DNA binding domainrs1637993 0.0247 YES 9.853E-1;0.0;0.0 (pos.960187) DNA binding,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,RNA polymerase II regulatory region sequence-specific DNA binding,chromatin binding,cytosol,intracellular membrane-bounded organelle,membrane raft,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein homodimerization activity,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingG=0, C=23 G=0.0, C=1.0 0.00001 316.748 23 G=0/0, C=16/7

chr19:960266 T/T C T SNV ARID3A ARID3A:intronic:NM_005224.2 1 100 intronic NM_005224.2c.766+102C>Tp.? -1.88 ARID/BRIGHT DNA binding domainrs1683584 YES DNA binding,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,RNA polymerase II regulatory region sequence-specific DNA binding,chromatin binding,cytosol,intracellular membrane-bounded organelle,membrane raft,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein homodimerization activity,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=14/7

chr20:35769592 C/C T C SNV MROH8 MROH8:exonic:NM_152503.5 1 100 12 synonymous NM_152503.5c.1462A>G p.(=) -0.22 0.04(COSM5426224) rs1744769 0.1808 YES 5.061E-1 (pos.35769592) acute_myeloid_leukaemia T=0, C=37 T=0.0, C=1.0 0.00001 581.249 37 T=0/0, C=30/7

chr19:991197 C/C G C SNV WDR18 WDR18:intronic:NM_024100.3 1 100 intronic NM_024100.3c.807-30G>Cp.? 0 Alternative WD40 repeat motif,WD domain, G-beta repeatrs138855476,rs201259019,rs60416441,rs753524561,rs754721120,rs763345884,rs774748597,rs796425497,rs796429734,rs868684330,rs8928489320.0 (pos.991197),0.0;0.0 (pos.991195),0.0;0.0;0.0;0.0 (pos.991193),4.145E-1;0.0 (pos.991196)cytoplasm,multicellular organism development,nucleolus,nucleoplasm,protein binding,rRNA processingG=0, C=58 G=0.0, C=1.0 0.00001 871.863 58 G=0/0, C=6/52

chr20:35769647 T/T G T SNV MROH8 MROH8:exonic:NM_152503.5 1 100 12 missense NM_152503.5c.1407C>A p.Thr469Asn 0.02 65 0(COSM5425296) rs1780680 0.4117 YES 4.856E-1;0.0 (pos.35769647)acute_myeloid_leukaemia G=0, T=36 G=0.0, T=1.0 0.00001 560.312 36 G=0/0, T=28/8

chr2:100081317 T/C T C SNV REV1 REV1:intronic:NM_016316.3 1 56 intronic NM_016316.3c.54+67A>Gp.? 0.23 BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,DNA repair protein REV1 C-terminal domain,Domain of unknown function (DUF4414),impB/mucB/samB family,impB/mucB/samB family C-terminal domainrs28369944 0.1233 YES Rev1, S. cerevisiae, homolog ofDNA repair,DNA replication,damaged DNA binding,deoxycytidyl transferase activity,error-prone translesion synthesis,metal ion binding,nucleoplasm,protein binding,response to UV,translesion synthesisT=11, C=14 T=0.44, C=0.56 0.00001 134.35 25 T=9/2, C=10/4

chr2:100081323 T/T C T SNV REV1 REV1:intronic:NM_016316.3 1 100 intronic NM_016316.3c.54+61G>Ap.? 0.64 BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,DNA repair protein REV1 C-terminal domain,Domain of unknown function (DUF4414),impB/mucB/samB family,impB/mucB/samB family C-terminal domainrs28369943 0.4588 YES Rev1, S. cerevisiae, homolog ofDNA repair,DNA replication,damaged DNA binding,deoxycytidyl transferase activity,error-prone translesion synthesis,metal ion binding,nucleoplasm,protein binding,response to UV,translesion synthesisC=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=19/6

chr2:99804642 C/C T C SNV MRPL30 MRPL30:exonic:NM_145212.3 1 100 3 synonymous NM_145212.3c.54T>C p.(=) -1.1 Ribosomal protein L30p/L7ers10865030 0.1195 YES 9.7E-1 (pos.99804642) Mitochondrial ribosomal protein L30large ribosomal subunit,mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial translational elongation,mitochondrial translational termination,structural constituent of ribosome,translationT=0, C=70 T=0.0, C=1.0 0.00001 1092.09 70 T=0/0, C=37/33

chr2:86437898 T/T C T SNV MRPL35 MRPL35:utr_3:NM_016622.3 1 100 4 utr_3 NM_016622.3c.674C>T p.? -0.01 Ribosomal protein L35rs13353 YES Mitochondrial ribosomal protein L35mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial ribosome,mitochondrial translational elongation,mitochondrial translational termination,ribosome,structural constituent of ribosome,translationC=0, T=72 C=0.0, T=1.0 0.00001 1130.94 72 C=0/0, T=24/48

chr5:1799001 T/G T G SNV MRPL36 MRPL36:exonic:NM_032479.3 1 45.45 2 missense NM_032479.3c.49A>C p.Ser17Arg 0.01 0 110 0.987 Ribosomal protein L36rs114776273 0.021 YES 1.16E-4;0.0 (pos.1799001) Mitochondrial ribosomal protein L36mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial translational elongation,mitochondrial translational termination,mitochondrion,nuclear body,structural constituent of ribosome,translationT=12, G=10 T=0.5455, G=0.4545 0.00001 81.7603 22 T=9/3, G=6/4

chr2:10045147 G/G A G SNV TAF1B TAF1B:intronic:NM_005680.2 1 100 intronic NM_005680.2c.955+12A>Gp.? -1.42 Zinc-finger of RNA-polymerase I-specific TFIIB, Rrn7rs448327 0.0021 YES 1.0 (pos.10045147) DNA binding transcription factor activity,RNA polymerase I CORE element sequence-specific DNA binding,RNA polymerase I core factor complex,RNA polymerase I transcriptional preinitiation complex assembly at the promoter for the nuclear large rRNA transcript,RNA polymerase transcription factor SL1 complex,TBP-class protein binding,extracellular exosome,metal ion binding,nucleoplasm,nucleus,positive regulation of gene expression, epigenetic,protein binding,regulation of transcription, DNA-templated,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription factor activity, RNA polymerase I CORE element binding transcription factor recruiting,transcription initiation from RNA polymerase I promoter,transcription, DNA-templatedA=0, G=20 A=0.0, G=1.0 0.00001 263.782 20 A=0/0, G=8/12

chr17:73900688 T/C T C SNV MRPL38 MRPL38:exonic:NM_032478.3 1 51.85 2 synonymous NM_032478.3c.180A>G p.(=) -0.43 0.01(COSM3755871)Phosphatidylethanolamine-binding proteinrs3744015 0.3332 YES 2.607E-1 (pos.73900688) adenocarcinomaMitochondrial ribosomal protein L38mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial translational elongation,mitochondrial translational terminationT=26, C=28 T=0.4815, C=0.5185 0.00001 277.174 54 T=3/23, C=2/26

chr2:100925803 G/G A G SNV LONRF2 LONRF2:intronic:NM_198461.3 1 100 intronic NM_198461.3c.680-116T>Cp.? 0.44 ATP-dependent protease La (LON) substrate-binding domain,RING-type zinc-finger,Tetratricopeptide repeat,Zinc finger, C3HC4 type (RING finger)rs10195793 YES intracellular,metal ion binding,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,protein polyubiquitination,ubiquitin conjugating enzyme binding,ubiquitin protein ligase activityA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=7/15

chr21:26965148 A/A G A SNV MRPL39 MRPL39:exonic:NM_080794.3 1 100 8 synonymous NM_080794.3c.897C>T p.(=) 0.01 0.14(COSM5618718),0.14(COSM5618719)rs1135638 0.1731 YES 7.258E-1 (pos.26965148) carcinoma,ductal_carcinomaMitochondrial ribosomal protein L39RNA binding,mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial ribosome,mitochondrial translational elongation,mitochondrial translational termination,nucleotide bindingAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsG=0, A=66 G=0.0, A=1.0 0.00001 1015.4 66 G=0/0, A=27/39

chr2:101179341 GA/GA AG GA MNV PDCL3 PDCL3:upstream:NM_024065.4 2 100 intronic NM_024065.4c.-189AG>GAp.? -1.98, -0.2 rs2309848,rs2970988,rs35339119,rs879854148YES Phosducin-like 3angiogenesis,apoptotic process,cytoplasm,cytosol,negative regulation of protein ubiquitination involved in ubiquitin-dependent protein catabolic process,nucleus,positive regulation of angiogenesis,positive regulation of endothelial cell proliferation,protein binding,protein binding involved in protein folding,protein folding,queuine tRNA-ribosyltransferase activity,queuosine biosynthetic process,regulation of peptidyl-tyrosine phosphorylation,vascular endothelial growth factor receptor 2 binding,viral processAG=0, GA=32AG=0.0, GA=1.0 0.00001 489.574 32 AG=0/0, GA=22/10

chr2:101541798 T/T C T SNV NPAS2 NPAS2:intronic:NM_002518.3 1 100 intronic NM_002518.3c.181+42C>Tp.? 1.59 Helix-loop-helix DNA-binding domain,PAS domain,PAS foldrs356651 0.1766 YES 9.991E-1 (pos.101541798) Neuronal PAS domain protein 2DNA binding,DNA binding transcription factor activity,Hsp90 protein binding,cellular response to DNA damage stimulus,central nervous system development,circadian regulation of gene expression,circadian rhythm,core promoter binding,cytoplasm,cytosol,metal ion binding,negative regulation of cell death,nucleoplasm,nucleus,positive regulation of DNA repair,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,protein dimerization activity,regulation of lipid metabolic process,regulation of response to DNA damage stimulus,regulation of transcription, DNA-templated,response to redox state,transcription factor complex,transcription, DNA-templatedAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersC=0, T=44 C=0.0, T=1.0 0.00001 726.36 44 C=0/0, T=7/37

chr19:39421388 G/G A G SNV

MRPS12,SA

RS2 SARS2:utr_5:NM_001145901.1, MRPS12:upstream:NM_021107.1 1
100

1 utr_5 NM_001145901.1, NM_021107.1c.-12T>C, c.-547A>Gp.?, p.? 0.33 tRNA synthetase class II core domain (G, H, P, S and T)rs730078 0.3791 YES 9.683E-1 (pos.39421388) Mitochondrial ribosomal protein S34,Ribosomal protein, mitochondrial, S12,Seryl-tRNA synthetase 2ATP binding,RNA binding,cytoplasm,ligase activity,mitochondrial inner membrane,mitochondrial matrix,mitochondrial ribosome,mitochondrial small ribosomal subunit,mitochondrial translation,mitochondrial translational elongation,mitochondrial translational termination,mitochondrion,protein binding,selenocysteinyl-tRNA(Sec) biosynthetic process,serine-tRNA ligase activity,seryl-tRNA aminoacylation,structural constituent of ribosome,tRNA aminoacylation for protein translation,translationBenign A=0, G=26 A=0.0, G=1.0 0.00001 371.27 26 A=0/0, G=12/14

chr1:36921408 G/A G A SNV MRPS15 MRPS15:exonic:NM_031280.3 1 45.83 8 missense NM_031280.3c.755C>T p.Thr252Ile 0.35 0.25 89 0.001 Ribosomal protein S15rs35544556 0.0123 0.0 (pos.36921408) Mitochondrial ribosomal protein S15RNA binding,mitochondrial inner membrane,mitochondrial small ribosomal subunit,mitochondrial translation,mitochondrial translational elongation,mitochondrial translational termination,mitochondrion,nucleolus,nucleus,structural constituent of ribosome,translationG=13, A=11 G=0.5417, A=0.4583 0.00001 93.4399 24 G=7/6, A=6/5

chr21:35467472 A/A AG A INDEL

MRPS6,SLC5

A3 SLC5A3:utr_5:NM_006933.6, MRPS6:intronic:NM_032476.3 1
100

2 utr_5 NM_006933.6, NM_032476.3c.-26AG>A, c.45+21427AG>Ap.?, p.? 3.9, 0.0 Ribosomal protein S6,Sodium:solute symporter familyrs11295803,rs369490054,rs776693554YES 1.0 (pos.35467472) Mitochondrial ribosomal protein S6,Solute carrier family 5 (inositol transporter), member 3mitochondrial inner membrane,mitochondrial small ribosomal subunit,mitochondrial translation,mitochondrial translational elongation,mitochondrial translational termination,mitochondrion,protein binding,small ribosomal subunit,small ribosomal subunit rRNA binding,structural constituent of ribosome,translationAbnormalities, Multiple;Adenocarcinoma;Arterial Occlusive Diseases;Arteriosclerosis;Bipolar Disorder;Bipolar and Related Disorders;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Down Syndrome;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Intellectual Disability;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Mental Disorders;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Vascular DiseasesAG=0, A=55 AG=0.0, A=1.0 0.00001 814.028 55 AG=0/0, A=17/38

chr11:10655609 T/T C T SNV MRVI1 MRVI1:exonic:NM_001098579.2 1 100 2 missense NM_001098579.2c.208G>A p.Ala70Thr -1.01 1 58 0 MRVI1 proteinrs2162044 0.0141 YES 9.995E-1 (pos.10655609) Murine retrovirus integration site 1, homolog ofendoplasmic reticulum membrane,integral component of membrane,perinuclear region of cytoplasm,platelet dense tubular network membrane,protein binding,sarcoplasmic reticulumBrain Diseases;Central Nervous System Diseases;Headache Disorders;Headache Disorders, Primary;Migraine Disorders;Nervous System DiseasesC=0, T=57 C=0.0, T=1.0 0.00001 849.611 57 C=0/0, T=21/36

chr2:102632574 A/G A G SNV IL1R2 IL1R2:intronic:NM_004633.3 1 57.14 intronic NM_004633.3c.513+61A>Gp.? -0.74 Immunoglobulin domainrs3819370 YES Interleukin-1 receptor, type IIcytokine-mediated signaling pathway,cytoplasm,extracellular region,immune response,integral component of membrane,interleukin-1 binding,interleukin-1 receptor activity,interleukin-1, Type II, blocking receptor activity,negative regulation of cytokine production involved in inflammatory response,negative regulation of interleukin-1 alpha secretion,negative regulation of interleukin-1-mediated signaling pathway,negative regulation of protein processing,plasma membrane,protein bindingAnkylosis;Arthritis;Bone Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Drug-Induced Liver Injury;Gastroenteritis;Gastrointestinal Diseases;Hypersensitivity;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Liver Diseases;Lung Diseases;Musculoskeletal Diseases;Pneumonia;Respiratory Tract Diseases;Respiratory Tract Infections;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, AnkylosingA=96, G=128A=0.4286, G=0.5714 0.00001 1480.59 224 A=50/46, G=67/61

chr2:102788409 A/A G A SNV IL1R1 IL1R1:intronic:NM_000877.3 1 100 intronic NM_000877.3c.839+31G>Ap.? -0.3 Immunoglobulin I-set domain,Immunoglobulin domain,TIR domainrs2041747 0.0438 YES 9.986E-1 (pos.102788409) Interleukin-1 receptor, type Icell surface,cell surface receptor signaling pathway,cytokine-mediated signaling pathway,extracellular region,immune response,integral component of membrane,integral component of plasma membrane,interleukin-1 binding,interleukin-1 receptor activity,interleukin-1, Type I, activating receptor activity,interleukin-1-mediated signaling pathway,intracellular membrane-bounded organelle,membrane,plasma membrane,platelet-derived growth factor receptor binding,positive regulation of interleukin-1-mediated signaling pathway,positive regulation of neutrophil extravasation,protease binding,protein binding,regulation of inflammatory response,response to interleukin-1,signal transducer activity,transmembrane signaling receptor activityAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glucose Metabolism Disorders;Hypersensitivity;Immune System Diseases;Lung Diseases;Metabolic Diseases;Nutritional and Metabolic Diseases;Pneumonia;Respiratory Tract Diseases;Respiratory Tract Infections;Skin Diseases;Skin and Connective Tissue DiseasesAnakinra,OMS-103HP,SD118G=0, A=75 G=0.0, A=1.0 0.00001 1189.79 75 G=0/0, A=38/37

chr11:60285575 G/G A G SNV MS4A13 MS4A13:exonic:NM_001012417.2 1 100 3 missense NM_001012417.2c.19A>G p.Ile7Val 0.02 1 29 0 rs10736706 8.00E-04 YES 1.0 (pos.60285575) integral component of membrane A=0, G=125 A=0.0, G=1.0 0.00001 2034.06 125 A=0/0, G=69/56

chr2:103040177 A/T A T SNV IL18RAP IL18RAP:intronic:NM_003853.3 1 53.13 intronic NM_003853.3c.71-94A>T p.? 0.13 TIR domain rs6543133 YES Interleukin 18 receptor accessory proteinT-helper 1 cell cytokine production,cell proliferation,cell surface receptor signaling pathway,cellular response to hydrogen peroxide,immune response,inflammatory response,integral component of membrane,interferon-gamma production,interleukin-18-mediated signaling pathway,interleukin-6 production,neutrophil activation,plasma membrane,positive regulation of natural killer cell mediated cytotoxicity,receptor activityColitis;Colitis, Ulcerative;Colonic Diseases;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesA=15, T=17 A=0.4688, T=0.5313 0.00001 173.56 32 A=8/7, T=7/10

chr2:103040182 T/G T G SNV IL18RAP IL18RAP:intronic:NM_003853.3 1 53.13 intronic NM_003853.3c.71-89T>G p.? -0.34 TIR domain rs9807934 YES Interleukin 18 receptor accessory proteinT-helper 1 cell cytokine production,cell proliferation,cell surface receptor signaling pathway,cellular response to hydrogen peroxide,immune response,inflammatory response,integral component of membrane,interferon-gamma production,interleukin-18-mediated signaling pathway,interleukin-6 production,neutrophil activation,plasma membrane,positive regulation of natural killer cell mediated cytotoxicity,receptor activityColitis;Colitis, Ulcerative;Colonic Diseases;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesT=15, G=17 T=0.4688, G=0.5313 0.00001 173.559 32 T=8/7, G=7/10

chr2:103040249 G/G C G SNV IL18RAP IL18RAP:intronic:NM_003853.3 1 100 intronic NM_003853.3c.71-22C>Gp.? -1.74 TIR domain rs201039117,rs2272129,rs3215320,rs376556225YES 5.535E-1;0.0;0.0 (pos.103040249) Interleukin 18 receptor accessory proteinT-helper 1 cell cytokine production,cell proliferation,cell surface receptor signaling pathway,cellular response to hydrogen peroxide,immune response,inflammatory response,integral component of membrane,interferon-gamma production,interleukin-18-mediated signaling pathway,interleukin-6 production,neutrophil activation,plasma membrane,positive regulation of natural killer cell mediated cytotoxicity,receptor activityColitis;Colitis, Ulcerative;Colonic Diseases;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesC=0, G=32 C=0.0, G=1.0 0.00001 485.14 32 C=0/0, G=15/17

chr2:103125457 G/G A G SNV SLC9A4 SLC9A4:intronic:NM_001011552.3 1 100 intronic NM_001011552.3c.1488+65A>Gp.? -2.22 Regulatory region of Na+/H+ exchanger NHE binds to calmodulin,Sodium/hydrogen exchanger familyrs6739301,rs941727499 YES Solute carrier family 9 (sodium/hydrogen exchanger), member 4apical plasma membrane,basolateral plasma membrane,epithelial cell development,gastric acid secretion,hydrogen ion transmembrane transport,integral component of membrane,ion transport,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activityAcid-Base Imbalance;Acidosis;Metabolic Diseases;Nutritional and Metabolic DiseasesA=0, G=47 A=0.0, G=1.0 0.00001 789.111 47 A=0/0, G=17/30

chr2:103125466 C/C T C SNV SLC9A4 SLC9A4:intronic:NM_001011552.3 1 100 intronic NM_001011552.3c.1488+74T>Cp.? -0.7 Regulatory region of Na+/H+ exchanger NHE binds to calmodulin,Sodium/hydrogen exchanger familyrs6742381 YES Solute carrier family 9 (sodium/hydrogen exchanger), member 4apical plasma membrane,basolateral plasma membrane,epithelial cell development,gastric acid secretion,hydrogen ion transmembrane transport,integral component of membrane,ion transport,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activityAcid-Base Imbalance;Acidosis;Metabolic Diseases;Nutritional and Metabolic DiseasesT=0, C=46 T=0.0, C=1.0 0.00001 768.242 46 T=0/0, C=16/30

chr2:103136309 C/C T C SNV SLC9A4 SLC9A4:intronic:NM_001011552.3 1 100 intronic NM_001011552.3c.1722-9T>Cp.? -0.12 0.16(COSM3766475)Regulatory region of Na+/H+ exchanger NHE binds to calmodulin,Sodium/hydrogen exchanger familyrs1403550 0.2303 YES 5.379E-1 (pos.103136309)hepatocellular_carcinomaSolute carrier family 9 (sodium/hydrogen exchanger), member 4apical plasma membrane,basolateral plasma membrane,epithelial cell development,gastric acid secretion,hydrogen ion transmembrane transport,integral component of membrane,ion transport,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activityAcid-Base Imbalance;Acidosis;Metabolic Diseases;Nutritional and Metabolic DiseasesT=0, C=52 T=0.0, C=1.0 0.00001 767.009 52 T=0/0, C=37/15

chr2:103141447 A/G A G SNV SLC9A4 SLC9A4:intronic:NM_001011552.3 1 59.09 intronic NM_001011552.3c.1819-36A>Gp.? -0.06 Regulatory region of Na+/H+ exchanger NHE binds to calmodulin,Sodium/hydrogen exchanger familyrs2015478 0.3652 YES 5.031E-1 (pos.103141447) Solute carrier family 9 (sodium/hydrogen exchanger), member 4apical plasma membrane,basolateral plasma membrane,epithelial cell development,gastric acid secretion,hydrogen ion transmembrane transport,integral component of membrane,ion transport,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activityAcid-Base Imbalance;Acidosis;Metabolic Diseases;Nutritional and Metabolic DiseasesA=9, G=13 A=0.4091, G=0.5909 0.00001 122.568 22 A=7/2, G=4/9

chr2:103141651 C/C G C SNV SLC9A4 SLC9A4:intronic:NM_001011552.3 1 100 intronic NM_001011552.3c.1950+37G>Cp.? -2.04 Regulatory region of Na+/H+ exchanger NHE binds to calmodulin,Sodium/hydrogen exchanger familyrs1024798 0.2308 YES 5.275E-1;0.0 (pos.103141651) Solute carrier family 9 (sodium/hydrogen exchanger), member 4apical plasma membrane,basolateral plasma membrane,epithelial cell development,gastric acid secretion,hydrogen ion transmembrane transport,integral component of membrane,ion transport,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activityAcid-Base Imbalance;Acidosis;Metabolic Diseases;Nutritional and Metabolic DiseasesG=0, C=25 G=0.0, C=1.0 0.00001 351.604 25 G=0/0, C=8/17

chr2:106690542 A/A G A SNV C2orf40 C2orf40:intronic:NM_032411.2 1 100 intronic NM_032411.2c.285+43G>Ap.? 0.2 Oesophageal cancer-related gene 4rs35317173 0.3906 YES 4.265E-2 (pos.106690542) Esophageal cancer-related gene 4G1 to G0 transition,anaphase-promoting complex-dependent catabolic process,cellular senescence,extracellular space,transport vesicleG=0, A=20 G=0.0, A=1.0 0.00001 263.713 20 G=0/0, A=7/13

chr2:106782398 G/G C G SNV UXS1 UXS1:intronic:NM_001253875.1 1 100 intronic NM_001253875.1c.122+114G>Cp.? -0.11 3-beta hydroxysteroid dehydrogenase/isomerase family,GDP-mannose 4,6 dehydratase,Male sterility protein,NAD dependent epimerase/dehydratase family,Polysaccharide biosynthesis protein,RmlD substrate binding domain,UDP-glucuronate decarboxylase N-terminalrs4851115 YES UDP-glucuronate decarboxylase 1Golgi cisterna membrane,NAD+ binding,UDP-D-xylose biosynthetic process,UDP-glucuronate decarboxylase activity,coenzyme binding,cytoplasm,extracellular exosome,integral component of membrane,mitochondrion,protein homodimerization activity,protein tetramerizationCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Musculoskeletal Abnormalities;Musculoskeletal DiseasesC=0, G=24 C=0.0, G=1.0 0.00001 334.787 24 C=0/0, G=7/17

chr2:10729897 T/T C T SNV NOL10 NOL10:intronic:NM_024894.3 1 100 intronic NM_024894.3c.1423-20G>Ap.? -0.59 NUC153 domainrs759403 0.4943 YES 6.217E-1 (pos.10729897) Nucleolar protein 10RNA binding,nucleolusGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=12/10

chr11:60291413 T/T C T SNV MS4A13 MS4A13:exonic:NM_001012417.2 1 100 4 missense NM_001012417.2c.173C>T p.Pro58Leu -0.21 0 98 0.962 0.06(COSM5766925) rs6591595 0.1326 YES 7.197E-1 (pos.60291413) adenocarcinoma,carcinomaintegral component of membrane C=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=20/11

chr11:60165352 ATT/A ATT A INDEL MS4A14 MS4A14:exonic:NM_001261828.1 2 53.33 2 frameshiftDeletion NM_001261828.1c.167_168delTTp.Ile56fs 3.93, 1.27, -0.79 CD20-like familyrs3217518,rs74733740,rs751064169,rs763849587,rs7807218450.35 YES 0.0 (pos.60165350),0.0 (pos.60165354),6.55E-1 (pos.60165352)adenocarcinoma,astrocytoma_Grade_IV,malignant_melanoma,neoplasmintegral component of membrane ATT=21, A=24ATT=0.4667, A=0.5333 0.00001 275.658 45 ATT=9/12, A=20/4

chr2:10747207 G/G A G SNV NOL10 NOL10:intronic:NM_024894.3 1 100 intronic NM_024894.3c.1153+104T>Cp.? -0.2 NUC153 domainrs6759714 YES Nucleolar protein 10RNA binding,nucleolusGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, G=72 A=0.0, G=1.0 0.00001 1130.95 72 A=0/0, G=33/39

chr2:10747246 G/G C G SNV NOL10 NOL10:intronic:NM_024894.3 1 100 intronic NM_024894.3c.1153+65G>Cp.? -0.91 NUC153 domainrs6744854 YES Nucleolar protein 10RNA binding,nucleolusGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, G=71 C=0.0, G=1.0 0.00001 1120.2 71 C=0/0, G=32/39

chr8:72966002 A/A G A SNV

MSC-

AS1,TRPA1 TRPA1:exonic:NM_007332.2, MSC-AS1:exonic_nc:NR_033652.1 1
100

13 synonymous NR_033652.1, NM_007332.2c.1630C>T p.(=) 1.25 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Ion transport proteinrs3735943 0.4923 YES 6.776E-1 (pos.72966002) Transient receptor potential cation channel, subfamily A, member 1 (ankyrin-like protein with transmembrane domains 1)calcium channel activity,calcium ion transmembrane transport,calcium-release channel activity,cell surface receptor signaling pathway,channel activity,detection of chemical stimulus involved in sensory perception of pain,detection of mechanical stimulus involved in sensory perception of pain,identical protein binding,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,ion transport,plasma membrane,protein homotetramerization,release of sequestered calcium ion into cytosol,response to cold,response to drug,response to hydrogen peroxide,response to organic cyclic compound,response to organic substance,response to pain,sensory perception of pain,stereocilium bundle,temperature-gated cation channel activity,thermoceptionAsthma;Bronchial Diseases;Bronchial Hyperreactivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hyperalgesia;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Nervous System Diseases;Neurologic Manifestations;Pain;Respiratory Hypersensitivity;Respiratory Tract Diseases;Sensation Disorders;Somatosensory Disorders;Urinary Bladder Diseases;Urinary Bladder, Overactive;Urologic DiseasesMenthol G=0, A=28 G=0.0, A=1.0 0.00001 408.711 28 G=0/0, A=21/7

chr8:72936145 T/C T C SNV

MSC-

AS1,TRPA1 TRPA1:exonic:NM_007332.2, MSC-AS1:intronic_nc:NR_033652.1 1
57.14

26 missense NR_033652.1, NM_007332.2c.3053A>G p.His1018Arg 0.33 0.6 29 0 0(COSM3736473),0(COSM3982592)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Ion transport proteinrs959976 0.1776 YES 3.762E-1 (pos.72936145) acute_myeloid_leukaemia,ductal_carcinoma,malignant_melanomaTransient receptor potential cation channel, subfamily A, member 1 (ankyrin-like protein with transmembrane domains 1)calcium channel activity,calcium ion transmembrane transport,calcium-release channel activity,cell surface receptor signaling pathway,channel activity,detection of chemical stimulus involved in sensory perception of pain,detection of mechanical stimulus involved in sensory perception of pain,identical protein binding,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,ion transport,plasma membrane,protein homotetramerization,release of sequestered calcium ion into cytosol,response to cold,response to drug,response to hydrogen peroxide,response to organic cyclic compound,response to organic substance,response to pain,sensory perception of pain,stereocilium bundle,temperature-gated cation channel activity,thermoceptionAsthma;Bronchial Diseases;Bronchial Hyperreactivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hyperalgesia;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Nervous System Diseases;Neurologic Manifestations;Pain;Respiratory Hypersensitivity;Respiratory Tract Diseases;Sensation Disorders;Somatosensory Disorders;Urinary Bladder Diseases;Urinary Bladder, Overactive;Urologic DiseasesMenthol T=42, C=56 T=0.4286, C=0.5714 0.00001 673.832 98 T=21/21, C=35/21

chr8:15978063 T/T C T SNV MSR1 MSR1:exonic:NM_138715.2 1 100 9 synonymous NM_138715.2c.1086G>A p.(=) -0.38 Collagen triple helix repeat (20 copies),Macrophage scavenger receptor,Scavenger receptor cysteine-rich domainrs4338104 0 1.0 (pos.15978063) Macrophage scavenger receptoramyloid-beta binding,amyloid-beta clearance,cellular response to organic cyclic compound,cholesterol transport,collagen trimer,cytosol,endocytic vesicle membrane,integral component of membrane,integral component of plasma membrane,lipoprotein transport,low-density lipoprotein particle,low-density lipoprotein particle binding,membrane,negative regulation of gene expression,phagocytosis, engulfment,plasma lipoprotein particle clearance,plasma membrane,positive regulation of cholesterol storage,positive regulation of macrophage derived foam cell differentiation,protein binding,receptor-mediated endocytosis,scavenger receptor activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Kidney Failure, Chronic;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nephritis;Prostatic Diseases;Prostatic Neoplasms;Renal Insufficiency;Renal Insufficiency, Chronic;Urogenital Neoplasms;Urologic DiseasesC=0, T=62 C=0.0, T=1.0 0.00001 940.32 62 C=0/0, T=27/35

chr2:10929133 G/G A G SNV PDIA6 PDIA6:intronic:NM_005742.3 1 100 intronic NM_005742.3c.841-26T>Cp.? 0.01 Thioredoxin rs1734430 0.404 YES 4.566E-1 (pos.10929133) Protein disulfide isomerase, family A, member 6IRE1-mediated unfolded protein response,apoptotic cell clearance,cell redox homeostasis,cellular protein metabolic process,cytosol,endoplasmic reticulum,endoplasmic reticulum chaperone complex,endoplasmic reticulum lumen,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,melanosome,oxidation-reduction process,peptide disulfide oxidoreductase activity,plasma membrane,post-translational protein modification,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressA=0, G=92 A=0.0, G=1.0 0.00001 1534.54 92 A=0/0, G=18/74

chr2:10929867 T/C T C SNV PDIA6 PDIA6:intronic:NM_005742.3 1 96.67 intronic NM_005742.3c.840+8A>Gp.? -2.99 0.02(COSM4001124)Thioredoxin rs11904084 0.4036 YES 4.555E-1;0.0 (pos.10929867)acute_myeloid_leukaemiaProtein disulfide isomerase, family A, member 6IRE1-mediated unfolded protein response,apoptotic cell clearance,cell redox homeostasis,cellular protein metabolic process,cytosol,endoplasmic reticulum,endoplasmic reticulum chaperone complex,endoplasmic reticulum lumen,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,melanosome,oxidation-reduction process,peptide disulfide oxidoreductase activity,plasma membrane,post-translational protein modification,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressT=1, C=29 T=0.0333, C=0.9667 0.00001 417.482 30 T=0/1, C=17/12

chr2:10930050 T/T A T SNV PDIA6 PDIA6:intronic:NM_005742.3 1 100 intronic NM_005742.3c.700-35T>Ap.? 0.6 Thioredoxin rs1686514 0.4076 YES 4.567E-1 (pos.10930050) Protein disulfide isomerase, family A, member 6IRE1-mediated unfolded protein response,apoptotic cell clearance,cell redox homeostasis,cellular protein metabolic process,cytosol,endoplasmic reticulum,endoplasmic reticulum chaperone complex,endoplasmic reticulum lumen,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,melanosome,oxidation-reduction process,peptide disulfide oxidoreductase activity,plasma membrane,post-translational protein modification,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressA=0, T=29 A=0.0, T=1.0 0.00001 427.536 29 A=0/0, T=10/19

chr2:10931001 G/G A G SNV PDIA6 PDIA6:intronic:NM_005742.3 1 100 intronic NM_005742.3c.585-42T>Cp.? -1.58 Thioredoxin rs1614107 0.4049 YES 4.582E-1 (pos.10931001) Protein disulfide isomerase, family A, member 6IRE1-mediated unfolded protein response,apoptotic cell clearance,cell redox homeostasis,cellular protein metabolic process,cytosol,endoplasmic reticulum,endoplasmic reticulum chaperone complex,endoplasmic reticulum lumen,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,melanosome,oxidation-reduction process,peptide disulfide oxidoreductase activity,plasma membrane,post-translational protein modification,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=15/6

chr2:10931046 A/A G A SNV PDIA6 PDIA6:intronic:NM_005742.3 1 100 intronic NM_005742.3c.585-87C>Tp.? 0.56 Thioredoxin rs1734419 YES Protein disulfide isomerase, family A, member 6IRE1-mediated unfolded protein response,apoptotic cell clearance,cell redox homeostasis,cellular protein metabolic process,cytosol,endoplasmic reticulum,endoplasmic reticulum chaperone complex,endoplasmic reticulum lumen,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,melanosome,oxidation-reduction process,peptide disulfide oxidoreductase activity,plasma membrane,post-translational protein modification,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressG=0, A=20 G=0.0, A=1.0 0.00001 263.749 20 G=0/0, A=14/6

chr2:10932082 C/C T C SNV PDIA6 PDIA6:intronic:NM_005742.3 1 100 intronic NM_005742.3c.454-31A>Gp.? -0.05 Thioredoxin rs1734421 0.4051 YES 4.56E-1 (pos.10932082) Protein disulfide isomerase, family A, member 6IRE1-mediated unfolded protein response,apoptotic cell clearance,cell redox homeostasis,cellular protein metabolic process,cytosol,endoplasmic reticulum,endoplasmic reticulum chaperone complex,endoplasmic reticulum lumen,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,melanosome,oxidation-reduction process,peptide disulfide oxidoreductase activity,plasma membrane,post-translational protein modification,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressT=0, C=38 T=0.0, C=1.0 0.00001 603.786 38 T=0/0, C=22/16

chr2:10933346 T/TAGGC T TAGGC INDEL PDIA6 PDIA6:intronic:NM_005742.3 4 50 intronic NM_005742.3c.347-18A>GCCTAp.? 0 Thioredoxin rs11887543,rs1437709340.2852 YES 3.671E-1;0.0 (pos.10933346) Protein disulfide isomerase, family A, member 6IRE1-mediated unfolded protein response,apoptotic cell clearance,cell redox homeostasis,cellular protein metabolic process,cytosol,endoplasmic reticulum,endoplasmic reticulum chaperone complex,endoplasmic reticulum lumen,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,melanosome,oxidation-reduction process,peptide disulfide oxidoreductase activity,plasma membrane,post-translational protein modification,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressT=14, TAGGC=14T=0.5, TAGGC=0.5 0.00001 130.443 28 T=2/12, TAGGC=9/5

chr2:10933421 A/A G A SNV PDIA6 PDIA6:intronic:NM_005742.3 1 100 intronic NM_005742.3c.347-93C>Tp.? -0.13 Thioredoxin rs1686517,rs781573813 YES Protein disulfide isomerase, family A, member 6IRE1-mediated unfolded protein response,apoptotic cell clearance,cell redox homeostasis,cellular protein metabolic process,cytosol,endoplasmic reticulum,endoplasmic reticulum chaperone complex,endoplasmic reticulum lumen,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,melanosome,oxidation-reduction process,peptide disulfide oxidoreductase activity,plasma membrane,post-translational protein modification,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=6/17

chr3:49724808 T/C T C SNV MST1 MST1:exonic:NM_020998.3 1 97.5 4 synonymous NM_020998.3c.459A>G p.(=) -1.62 Kringle domain,PAN domain,Trypsinrs3020779 0.1839 YES 9.91E-1 (pos.49724808) Macrophage-stimulating-1 (hepatocyte growth factor-like),Serine/threonine protein kinase 4cellular response to hypoxia,embryo implantation,enzyme binding,extracellular exosome,extracellular region,extracellular space,flagellated sperm motility,hepatocyte growth factor receptor signaling pathway,mammary duct terminal end bud growth,negative regulation of epithelial cell apoptotic process,negative regulation of gluconeogenesis,positive regulation of gene expression,positive regulation of mammary gland epithelial cell proliferation,protein binding,proteolysis,receptor tyrosine kinase binding,regulation of JAK-STAT cascade,regulation of cAMP-dependent protein kinase activity,regulation of macrophage chemotaxis,serine-type endopeptidase activity,spermatogenesis,vacuoleBile Duct Diseases;Biliary Tract Diseases;Cholangitis;Cholangitis, Sclerosing;Colitis;Colitis, Ulcerative;Colonic Diseases;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesT=1, C=39 T=0.025, C=0.975 0.00001 611.627 40 T=1/0, C=19/20



chr2:1093965 A/A G A SNV SNTG2 SNTG2:intronic:NM_018968.3 1 100 intronic NM_018968.3c.267+27G>Ap.? -0.84 PDZ domain (Also known as DHR or GLGF)rs11127460 0.4889 YES 2.811E-1;0.0 (pos.1093965) PDZ domain binding,actin binding,central nervous system development,cytoplasm,cytoskeleton,neuroligin family protein binding,sarcolemma,structural molecule activity,syntrophin complexAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersG=0, A=57 G=0.0, A=1.0 0.00001 849.615 57 G=0/0, A=17/40

chr3:49928691 C/C T C SNV MST1R MST1R:exonic:NM_002447.3 1 100 17 missense NM_002447.3c.3583A>G p.Ser1195Gly 5.97 1 56 0 0.1(COSM4590310),0.1(COSM4590311)IPT/TIG domain,Protein kinase domain,Protein tyrosine kinase,Sema domainrs7433231 1.0 (pos.49928691) squamous_cell_carcinomaMacrophage stimulating 1 receptor (c-met-related tyrosine kinase)ATP binding,cell surface,defense response,enzyme binding,hepatocyte growth factor receptor signaling pathway,innate immune response,integral component of membrane,integral component of plasma membrane,macrophage colony-stimulating factor receptor activity,macrophage colony-stimulating factor signaling pathway,movement of cell or subcellular component,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of MAP kinase activity,positive regulation of cell proliferation,positive regulation of protein kinase B signaling,protein binding,protein tyrosine kinase activity,response to virus,signal transduction,single fertilization,stress fiber,transmembrane receptor protein tyrosine kinase activity,vacuoleDigestive System Diseases;Drug-Induced Liver Injury;Liver Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Osteosarcoma;SarcomaT=0, C=33 T=0.0, C=1.0 0.00001 504.541 33 T=0/0, C=22/11

chr5:174156168 C/C T C SNV MSX2 MSX2:exonic:NM_002449.4 1 100 2 missense NM_002449.4c.386T>C p.Met129Thr 4.55 0.05 81 0 0.99(COSM5654052)Homeobox domainrs4242182 0.0986 YES 9.832E-1;0.0;0.0 (pos.174156168)diffuse_large_B_cell_lymphomamsh, Drosophila, homeo box homolog of, 2BMP signaling pathway involved in heart development,RNA polymerase II regulatory region sequence-specific DNA binding,activation of meiosis,anterior/posterior pattern specification,bone trabecula formation,branching involved in mammary gland duct morphogenesis,cellular response to estradiol stimulus,chondrocyte development,cranial suture morphogenesis,cytosol,embryonic forelimb morphogenesis,embryonic hindlimb morphogenesis,embryonic nail plate morphogenesis,enamel mineralization,endochondral bone growth,epithelial to mesenchymal transition involved in endocardial cushion formation,frontal suture morphogenesis,negative regulation of CREB transcription factor activity,negative regulation of apoptotic process,negative regulation of cell proliferation,negative regulation of fat cell differentiation,negative regulation of keratinocyte differentiation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription regulatory region DNA binding,negative regulation of transcAbortion, Spontaneous;Bone Diseases;Bone Diseases, Developmental;Cleidocranial Dysplasia;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniosynostoses;Dysostoses;Embryo Loss;Encephalocele;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Osteochondrodysplasias;Pregnancy Complications;SynostosisBenign T=0, C=52 T=0.0, C=1.0 0.00001 767.015 52 T=0/0, C=38/14

chr16:56601720 G/G A G SNV MT4 MT4:exonic:NM_032935.2 1 100 2 missense NM_032935.2c.89A>G p.Tyr30Cys 4.77 1 194 0 Metallothioneinrs386791069,rs666636 0.0241 YES 7.132E-1 (pos.56601720) Metallothionein 4biological_process,cell,cellular metal ion homeostasis,metal ion bindingFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Urologic DiseasesCopper A=0, G=64 A=0.0, G=1.0 0.00001 977.61 64 A=0/0, G=33/31

chr2:109522720 A/A G A SNV EDAR EDAR:intronic:NM_022336.3 1 100 intronic NM_022336.3c.1024+44C>Tp.? -0.83 rs260639 0.1707 YES 9.111E-1 (pos.109522720) Ectodysplasin 1, anhidrotic receptor (downless, mouse, homolog of)apical part of cell,apoptotic process,cell differentiation,epidermis development,hair follicle development,integral component of membrane,odontogenesis of dentin-containing tooth,pigmentation,plasma membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of JNK cascade,positive regulation of NF-kappaB import into nucleus,positive regulation of gene expression,protein binding,receptor activity,salivary gland cavitation,transmembrane signaling receptor activity,tumor necrosis factor-mediated signaling pathwayAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ectodermal Dysplasia 3, Anhidrotic;Ectodermal Dysplasia, Hypohidrotic, Autosomal Recessive;Genetic Diseases, Inborn;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesUncertain significanceG=0, A=79 G=0.0, A=1.0 0.00001 1269.33 79 G=0/0, A=30/49

chr2:109527373 G/G A G SNV EDAR EDAR:intronic:NM_022336.3 1 100 intronic NM_022336.3c.655+30T>Cp.? -0.9 0(COSM3766487) rs260630 0.0978 YES 9.983E-1 (pos.109527373)hepatocellular_carcinomaEctodysplasin 1, anhidrotic receptor (downless, mouse, homolog of)apical part of cell,apoptotic process,cell differentiation,epidermis development,hair follicle development,integral component of membrane,odontogenesis of dentin-containing tooth,pigmentation,plasma membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of JNK cascade,positive regulation of NF-kappaB import into nucleus,positive regulation of gene expression,protein binding,receptor activity,salivary gland cavitation,transmembrane signaling receptor activity,tumor necrosis factor-mediated signaling pathwayAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ectodermal Dysplasia 3, Anhidrotic;Ectodermal Dysplasia, Hypohidrotic, Autosomal Recessive;Genetic Diseases, Inborn;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesUncertain significanceA=0, G=29 A=0.0, G=1.0 0.00001 427.554 29 A=0/0, G=21/8

chr2:110053209 G/G T G SNV SH3RF3 SH3RF3:intronic:NM_001099289.2 1 100 intronic NM_001099289.2c.1575-140T>Gp.? -0.4 RING-type zinc-finger,Ring finger domain,SH3 domain,Variant SH3 domain,Zinc finger, C3HC4 type (RING finger)rs7370446 YES metal ion binding,protein bindingAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersT=0, G=30 T=0.0, G=1.0 0.00001 446.624 30 T=0/0, G=20/10

chr2:113300330 G/A G A SNV

LOC105373

562,POLR1B LOC105373562:upstream:NR_136321.1, POLR1B:intronic:NM_019014.51

47.62

intronic NR_136321.1, NM_019014.5c.177+82G>Ap.? -0.72 RNA polymerase I, Rpa2 specific domain,RNA polymerase Rpb2, domain 2,RNA polymerase Rpb2, domain 3,RNA polymerase Rpb2, domain 6,RNA polymerase Rpb2, domain 7,RNA polymerase beta subunitrs4849071 YES Polymerase I, RNA, subunit BDNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase I complex,RNA polymerase I activity,cytosol,embryo implantation,metal ion binding,nucleologenesis,nucleolus,nucleoplasm,positive regulation of gene expression, epigenetic,protein binding,rRNA transcription,ribonucleoside binding,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription initiation from RNA polymerase I promoter,transcription, DNA-templatedG=11, A=10 G=0.5238, A=0.4762 0.00001 82.29 21 G=3/8, A=3/7

chr16:56601722 C/C T C SNV MT4 MT4:exonic:NM_032935.2 1 100 2 missense NM_032935.2c.91T>C p.Trp31Arg 0.1 0.31 101 0 Metallothioneinrs386791069,rs666647 0.0241 YES 7.129E-1 (pos.56601722) Metallothionein 4biological_process,cell,cellular metal ion homeostasis,metal ion bindingFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Urologic DiseasesCopper T=0, C=64 T=0.0, C=1.0 0.00001 977.634 64 T=0/0, C=33/31

chr2:113308622 T/T C T SNV POLR1B POLR1B:intronic:NM_019014.5 1 100 intronic NM_019014.5c.762+43C>Tp.? -1.09 RNA polymerase I, Rpa2 specific domain,RNA polymerase Rpb2, domain 2,RNA polymerase Rpb2, domain 3,RNA polymerase Rpb2, domain 6,RNA polymerase Rpb2, domain 7,RNA polymerase beta subunitrs3816140 0.26 YES 3.507E-1 (pos.113308622) Polymerase I, RNA, subunit BDNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase I complex,RNA polymerase I activity,cytosol,embryo implantation,metal ion binding,nucleologenesis,nucleolus,nucleoplasm,positive regulation of gene expression, epigenetic,protein binding,rRNA transcription,ribonucleoside binding,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription initiation from RNA polymerase I promoter,transcription, DNA-templatedC=0, T=48 C=0.0, T=1.0 0.00001 810.431 48 C=0/0, T=19/29

chr2:113321900 T/C T C SNV POLR1B POLR1B:intronic:NM_019014.5 1 46.43 intronic NM_019014.5c.1613-43T>Cp.? -0.73 RNA polymerase I, Rpa2 specific domain,RNA polymerase Rpb2, domain 2,RNA polymerase Rpb2, domain 3,RNA polymerase Rpb2, domain 6,RNA polymerase Rpb2, domain 7,RNA polymerase beta subunitrs41280572,rs7491016010.4914 YES 3.672E-1;0.0 (pos.113321900) Polymerase I, RNA, subunit BDNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase I complex,RNA polymerase I activity,cytosol,embryo implantation,metal ion binding,nucleologenesis,nucleolus,nucleoplasm,positive regulation of gene expression, epigenetic,protein binding,rRNA transcription,ribonucleoside binding,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription initiation from RNA polymerase I promoter,transcription, DNA-templatedT=15, C=13 T=0.5357, C=0.4643 0.00001 117.927 28 T=11/4, C=7/6

chr2:113326502 T/T C T SNV POLR1B POLR1B:intronic:NM_019014.5 1 100 intronic NM_019014.5c.2074+23C>Tp.? -2.3 RNA polymerase I, Rpa2 specific domain,RNA polymerase Rpb2, domain 2,RNA polymerase Rpb2, domain 3,RNA polymerase Rpb2, domain 6,RNA polymerase Rpb2, domain 7,RNA polymerase beta subunitrs13010814 0.1701 YES 6.904E-1 (pos.113326502) Polymerase I, RNA, subunit BDNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase I complex,RNA polymerase I activity,cytosol,embryo implantation,metal ion binding,nucleologenesis,nucleolus,nucleoplasm,positive regulation of gene expression, epigenetic,protein binding,rRNA transcription,ribonucleoside binding,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription initiation from RNA polymerase I promoter,transcription, DNA-templatedC=0, T=40 C=0.0, T=1.0 0.00001 644.282 40 C=0/0, T=12/28

chr2:113532885 T/T G T SNV IL1A IL1A:intronic:NM_000575.4 1 100 intronic NM_000575.4c.616-41C>Ap.? -1.18 Interleukin-1 / 18,Interleukin-1 propeptiders3783550 0.3001 YES 2.958E-1 (pos.113532885) Interleukin-1, alphaapoptotic process,cell proliferation,cellular response to heat,connective tissue replacement involved in inflammatory response wound healing,copper ion binding,cytokine activity,cytokine-mediated signaling pathway,cytosol,ectopic germ cell programmed cell death,extracellular region,extracellular space,extrinsic apoptotic signaling pathway in absence of ligand,fever generation,immune response,inflammatory response,interleukin-1 receptor binding,interleukin-1-mediated signaling pathway,negative regulation of cell proliferation,negative regulation of extrinsic apoptotic signaling pathway in absence of ligand,positive regulation of angiogenesis,positive regulation of cell division,positive regulation of cytokine secretion,positive regulation of gene expression,positive regulation of interleukin-2 biosynthetic process,positive regulation of interleukin-6 production,positive regulation of mitotic nuclear division,positive regulation of monocyte chemotactic protein-1 production,positive regulation of neutrophil extrAmnesia;Anemia;Anemia, Hemolytic;Anthracosis;Arsenic Poisoning;Arthritis;Blood Platelet Disorders;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Brain Ischemia;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Small Vessel Diseases;Cerebrovascular Disorders;Chondrosarcoma;Chondrosarcoma, Mesenchymal;Chorioamnionitis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Cranial Nerve Diseases;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Dermatomyositis;Digestive System Diseases;Drug-Induced Liver Injury;Epilepsies, Myoclonic;Epilepsy;Eye Diseases;Eye Diseases, Hereditary;Fatty Liver;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Fetal Membranes, Premature Rupture;Genetic Diseases, Inborn;HIV Infections;HIV Wasting Syndrome;Heart Diseases;Heavy Metal Poisoning, Nervous System;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;HRilonacept G=0, T=30 G=0.0, T=1.0 0.00001 446.626 30 G=0/0, T=7/23

chr2:11359031 T/T G T SNV ROCK2 ROCK2:intronic:NM_004850.4 1 100 intronic NM_004850.4c.1320+61C>Ap.? -0.09 Protein kinase domain,Protein tyrosine kinase,Rho Bindingrs9808228 YES RHO-associated coiled-coil-containing protein kinase 2ATP binding,G-protein coupled receptor signaling pathway,GTP-Rho binding,I-kappaB kinase/NF-kappaB signaling,RNA binding,Rho GTPase binding,Rho protein signal transduction,Rho-dependent protein serine/threonine kinase activity,cellular response to testosterone stimulus,centrosome,centrosome duplication,cortical actin cytoskeleton organization,cytokinesis,cytoplasmic ribonucleoprotein granule,cytosol,ephrin receptor signaling pathway,intracellular,metal ion binding,negative regulation of angiogenesis,negative regulation of bicellular tight junction assembly,negative regulation of myosin-light-chain-phosphatase activity,nucleus,plasma membrane,positive regulation of centrosome duplication,positive regulation of endothelial cell migration,positive regulation of gene expression,positive regulation of protein phosphorylation,protein binding,protein localization to plasma membrane,protein phosphorylation,protein serine/threonine kinase activity,regulation of actin cytoskeleton organization,regulation of cell adhesi(R)-TRANS-4-(1-AMINOETHYL)-N-(4-PYRIDYL) CYCLOHEXANECARBOXAMIDE,Fasudil,RipasudilG=0, T=69 G=0.0, T=1.0 0.00001 1072.78 69 G=0/0, T=50/19

chr14:105935824 A/A G A SNV MTA1 MTA1:exonic:NM_004689.3 1 100 19 missense NM_004689.3c.1834G>A p.Ala612Thr 1.78 1 58 0 0.1(COSM4147936),0.1(COSM4147937)BAH domain,ELM2 domain,GATA zinc finger,MTA R1 domain,Myb-like DNA-binding domainrs13707 0.0016 YES 9.999E-1 (pos.105935824)neoplasm Metastasis-associated gene 1DNA binding transcription factor activity,RNA polymerase II repressing transcription factor binding,chromatin binding,circadian regulation of gene expression,core promoter binding,core promoter sequence-specific DNA binding,cytoplasm,cytosol,double-strand break repair,entrainment of circadian clock by photoperiod,histone deacetylase activity,histone deacetylation,intracellular membrane-bounded organelle,locomotor rhythm,microtubule,negative regulation of nucleic acid-templated transcription,nuclear envelope,nucleoplasm,nucleus,positive regulation of protein autoubiquitination,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein sumoylation,regulation of gene expression, epigenetic,regulation of transcription, DNA-templated,response to ionizing radiation,sequence-specific DNA binding,signal transduction,transcription coactivator activity,transcription corepressor activity,transcription, DNA-templated,zinc ion bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleG=0, A=27 G=0.0, A=1.0 0.00001 389.986 27 G=0/0, A=20/7

chr9:21816758 A/A G A SNV MTAP MTAP:exonic:NM_002451.3 1 100 3 missense NM_002451.3c.166G>A p.Val56Ile 6.62 0.05 29 0.006 0.98(COSM3763862)Phosphorylase superfamilyrs7023954 0.415 YES 4.49E-1 (pos.21816758) adenocarcinoma,ductal_carcinomaMethylthioadenosine phosphorylaseL-methionine salvage from methylthioadenosine,S-methyl-5-thioadenosine phosphorylase activity,cytoplasm,cytosol,extracellular exosome,interleukin-12-mediated signaling pathway,nicotinamide riboside catabolic process,nucleobase-containing compound metabolic process,nucleoside metabolic process,nucleus,phosphorylase activity,protein binding,purine ribonucleoside salvageBone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Histiocytoma;Histiocytoma, Benign Fibrous;Male Urogenital Diseases;Melanoma;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Fibrous Tissue;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neoplastic Syndromes, Hereditary;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nevus;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms(1s)-1-(9-Deazaadenin-9-Yl)-1,4,5-Trideoxy-1,4-Imino-5-Methylthio-D-Ribitol,5'-Deoxy-5'-(Methylthio)-Tubercidin,5'-Deoxy-5'-Methylthioadenosine,Adenine,FormycinBenign G=0, A=31 G=0.0, A=1.0 0.00001 465.815 31 G=0/0, A=23/8

chr2:113785727 G/G A G SNV IL36B IL36B:intronic:NM_014438.4 1 100 intronic NM_014438.4c.261+789T>Cp.? -0.47 rs1562304 0.0712 YES 1.0 (pos.113785727) Interleukin 36, betacytokine activity,cytokine-mediated signaling pathway,extracellular region,extracellular space,immune response,inflammatory response,innate immune response,interleukin-1 receptor binding,positive regulation of T cell differentiation,positive regulation of interleukin-6 production,regulation of receptor activityA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=10/10

chr11:47640429 C/C G C SNV MTCH2 MTCH2:exonic:NM_014342.3 1 100 13 missense NM_014342.3c.868C>G p.Pro290Ala 6.71 0.02 27 0.98 0.97(COSM147185)Mitochondrial carrier proteinrs1064608,rs764352276 0.3517 YES 2.904E-1;0.0;0.0 (pos.47640429)adenocarcinoma,carcinoma,diffuse_large_B_cell_lymphomaMitochondrial carrier homolog 2extracellular exosome,integral component of membrane,membrane,mitochondrial inner membrane,mitochondrion,nucleus,positive regulation of apoptotic process,protein localization to mitochondrion,transportNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=0, C=43 G=0.0, C=1.0 0.00001 705.844 43 G=0/0, C=26/17

chr18:8825192 G/G A G SNV MTCL1 MTCL1:exonic:NM_015210.3 1 100 15 synonymous NM_015210.3c.3684A>G p.(=) -0.33 0.03(COSM3756232),0.03(COSM438417)Domain of unknown function (DUF4482),Protein SOGArs581894,rs748658743 0.4051 YES 0.0 (pos.8825191),3.786E-1 (pos.8825192)acute_myeloid_leukaemia,adenocarcinoma,carcinomaMicrotubule crosslinking factor 1RNA binding,apical plasma membrane,apicolateral plasma membrane,cytoplasm,cytoskeleton,establishment or maintenance of epithelial cell apical/basal polarity,extracellular space,lateral plasma membrane,microtubule binding,microtubule bundle,microtubule bundle formation,midbody,positive regulation of microtubule motor activity,positive regulation of protein targeting to membrane,protein binding,protein homodimerization activity,regulation of autophagy,spindle poleA=0, G=59 A=0.0, G=1.0 0.00001 885.366 59 A=0/0, G=26/33

chr22:30823196 C/C T C SNV MTFP1 MTFP1:exonic:NM_016498.4 1 100 3 synonymous NM_016498.4c.234T>C p.(=) -5.12 0.03(COSM4002140) rs5753130 0.448 YES 6.84E-1 (pos.30823196) acute_myeloid_leukaemiaMitochondrial fission process 1apoptotic process,integral component of membrane,mitochondrial fission,mitochondrial inner membrane,response to muscle activityT=0, C=30 T=0.0, C=1.0 0.00001 446.192 30 T=0/0, C=17/13

chr10:135233541 G/G A G SNV MTG1,SPRN MTG1:exonic:NM_138384.2, SPRN:downstream:NM_001012508.3 1
100

11 missense NM_138384.2, NM_001012508.3c.877A>G, c.*3189T>Cp.Ile293Val, p.? 0.79 1 29 0 0(COSM4144549)50S ribosome-binding GTPasers2255246 0 1.0 (pos.135233541) neoplasm Shadow of prion proteinC-terminal protein lipidation,GTP binding,GTPase activity,anchored component of membrane,cytosol,extracellular region,mitochondrial inner membrane,mitochondrial matrix,mitochondrial ribosome,nucleic acid binding,nucleolus,plasma membrane,protein import into nucleus,regulation of mitochondrial translation,regulation of respiratory system process,ribosome biogenesis,vesicleA=0, G=30 A=0.0, G=1.0 0.00001 446.455 30 A=0/0, G=17/13

chr2:55470115 T/T C T SNV MTIF2 MTIF2:exonic:NM_002453.2 1 100 13 missense NM_002453.2c.1666G>A p.Val556Ile 0.85 0.75 29 0.002 50S ribosome-binding GTPase,Elongation factor Tu GTP binding domain,Ras family,Signal recognition particle receptor beta subunit,Translation-initiation factor 2rs11357 0.2218 YES 6.581E-1 (pos.55470115) Mitochondrial translational initiation factor 2GTP binding,GTPase activity,RNA binding,mitochondrial translational initiation,mitochondrion,nucleoplasm,regulation of translational initiation,ribosomal small subunit binding,ribosome disassembly,translation factor activity, RNA binding,translation initiation factor activityC=0, T=29 C=0.0, T=1.0 0.00001 427.592 29 C=0/0, T=20/9

chr2:55490819 T/T G T SNV MTIF2 MTIF2:exonic:NM_002453.2 1 100 4 missense NM_002453.2c.176C>A p.Thr59Asn 0.03 0.19 65 0.028 50S ribosome-binding GTPase,Elongation factor Tu GTP binding domain,Ras family,Signal recognition particle receptor beta subunit,Translation-initiation factor 2rs1056445 0.2231 YES 6.6E-1;0.0 (pos.55490819) Mitochondrial translational initiation factor 2GTP binding,GTPase activity,RNA binding,mitochondrial translational initiation,mitochondrion,nucleoplasm,regulation of translational initiation,ribosomal small subunit binding,ribosome disassembly,translation factor activity, RNA binding,translation initiation factor activityG=0, T=32 G=0.0, T=1.0 0.00001 485.104 32 G=0/0, T=3/29

chr2:113956821 C/G C G SNV PSD4 PSD4:intronic:NM_012455.2 1 57.14 intronic NM_012455.2c.2913+18C>Gp.? -0.85 PH domain,Pleckstrin homology domain,Sec7 domainrs2305133 0.3945 YES 6.937E-1 (pos.113956821) Pleckstrin and Sec7 domains-containing protein 4ARF guanyl-nucleotide exchange factor activity,cleavage furrow,membrane,phospholipid binding,protein binding,regulation of ARF protein signal transduction,regulation of molecular function,ruffle membraneC=12, G=16 C=0.4286, G=0.5714 0.00001 161.769 28 C=0/12, G=9/7

chr2:116497479 G/G A G SNV DPP10 DPP10:intronic:NM_001178034.1 1 100 intronic NM_001178034.1c.864+10A>Gp.? -0.32 Dienelactone hydrolase family,Dipeptidyl peptidase IV (DPP IV) N-terminal region,Prolyl oligopeptidase familyrs1550854 2.00E-04 YES 1.0 (pos.116497479) Dipeptidyl peptidase Xdipeptidyl-peptidase activity,integral component of membrane,ion channel binding,membrane,plasma membrane,positive regulation of protein localization to plasma membrane,potassium channel regulator activity,protein localization to plasma membrane,proteolysis,regulation of molecular function,regulation of potassium ion transmembrane transport,serine-type peptidase activity,voltage-gated potassium channel complexAsthma;Bronchial Diseases;Child Development Disorders, Pervasive;Digestive System Diseases;Digestive System Neoplasms;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Neoplasms;Neoplasms by Site;Neurodevelopmental Disorders;Precancerous Conditions;Respiratory Hypersensitivity;Respiratory Tract DiseasesA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=12/13

chr2:116534922 G/G A G SNV DPP10 DPP10:intronic:NM_001178034.1 1 100 intronic NM_001178034.1c.1325+47A>Gp.? 1.57 Dienelactone hydrolase family,Dipeptidyl peptidase IV (DPP IV) N-terminal region,Prolyl oligopeptidase familyrs1374271 0.2723 YES 2.787E-1 (pos.116534922) Dipeptidyl peptidase Xdipeptidyl-peptidase activity,integral component of membrane,ion channel binding,membrane,plasma membrane,positive regulation of protein localization to plasma membrane,potassium channel regulator activity,protein localization to plasma membrane,proteolysis,regulation of molecular function,regulation of potassium ion transmembrane transport,serine-type peptidase activity,voltage-gated potassium channel complexAsthma;Bronchial Diseases;Child Development Disorders, Pervasive;Digestive System Diseases;Digestive System Neoplasms;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Neoplasms;Neoplasms by Site;Neurodevelopmental Disorders;Precancerous Conditions;Respiratory Hypersensitivity;Respiratory Tract DiseasesA=0, G=40 A=0.0, G=1.0 0.00001 644.286 40 A=0/0, G=18/22

chr2:116548820 T/T C T SNV DPP10 DPP10:intronic:NM_001178034.1 1 100 intronic NM_001178034.1c.1643-43C>Tp.? 1.01 Dienelactone hydrolase family,Dipeptidyl peptidase IV (DPP IV) N-terminal region,Prolyl oligopeptidase familyrs3738879 0.2073 YES 9.244E-1 (pos.116548820) Dipeptidyl peptidase Xdipeptidyl-peptidase activity,integral component of membrane,ion channel binding,membrane,plasma membrane,positive regulation of protein localization to plasma membrane,potassium channel regulator activity,protein localization to plasma membrane,proteolysis,regulation of molecular function,regulation of potassium ion transmembrane transport,serine-type peptidase activity,voltage-gated potassium channel complexAsthma;Bronchial Diseases;Child Development Disorders, Pervasive;Digestive System Diseases;Digestive System Neoplasms;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Neoplasms;Neoplasms by Site;Neurodevelopmental Disorders;Precancerous Conditions;Respiratory Hypersensitivity;Respiratory Tract DiseasesC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=12/8

chr2:11718591 T/T C T SNV GREB1 GREB1:intronic:NM_014668.3 1 100 intronic NM_014668.3c.772+34C>Tp.? -4.47 Gene regulated by oestrogen in breast cancerrs1529868 0.415 YES 5.483E-1 (pos.11718591) GREB1 proteinextracellular exosome,integral component of membraneEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=16/15

chrX:149931106 T/T C T SNV MTMR1 MTMR1:exonic:NM_003828.3 1 100 15 synonymous NM_003828.3c.1902C>T p.(=) -0.84 0.09(COSM1466306)GRAM domain,Myotubularin-like phosphatase domainrs16995747 0.1204 YES 9.956E-1 (pos.149931106)adenocarcinoma,neoplasmMyotubularin-related protein-1cytoplasm,cytosol,peptidyl-tyrosine dephosphorylation,phosphatidylinositol biosynthetic process,phosphatidylinositol dephosphorylation,phosphatidylinositol-3,5-bisphosphate 3-phosphatase activity,phosphatidylinositol-3-phosphatase activity,plasma membrane,protein homodimerization activity,protein tyrosine phosphatase activityC=0, T=136 C=0.0, T=1.0 0.00001 2258.85 136 C=0/0, T=59/77

chr2:11741193 A/A C A SNV GREB1 GREB1:intronic:NM_014668.3 1 100 intronic NM_014668.3c.2529+72C>Ap.? -0.29 Gene regulated by oestrogen in breast cancerrs11681838 YES GREB1 proteinextracellular exosome,integral component of membraneEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, A=27 C=0.0, A=1.0 0.00001 389.988 27 C=0/0, A=14/13

chr2:11755443 G/G T G SNV GREB1 GREB1:intronic:NM_014668.3 1 100 intronic NM_014668.3c.3322+27T>Gp.? -3.2 Gene regulated by oestrogen in breast cancerrs2252958 0.1848 YES 9.796E-1;0.0 (pos.11755443) GREB1 proteinextracellular exosome,integral component of membraneEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=0, G=30 T=0.0, G=1.0 0.00001 446.636 30 T=0/0, G=10/20

chr8:17270787 G/G A G SNV MTMR7 MTMR7:exonic:NM_004686.4 1 100 1 synonymous NM_004686.4c.15T>C p.(=) 0.77 0.01(COSM4162878)Myotubularin-like phosphatase domainrs67972978 1.00E-04 1.0 (pos.17270787) neoplasm Myotubularin-related protein 7cytosol,inositol phosphate dephosphorylation,membrane,peptidyl-tyrosine dephosphorylation,phosphatidylinositol biosynthetic process,phosphatidylinositol dephosphorylation,phosphatidylinositol phosphate phosphatase activity,phosphatidylinositol-3,5-bisphosphate 3-phosphatase activity,phosphatidylinositol-3-phosphatase activity,protein binding,protein dephosphorylation,protein tyrosine phosphatase activityBrain Diseases;Central Nervous System Diseases;Central Nervous System Infections;Creutzfeldt-Jakob Syndrome;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Prion DiseasesA=0, G=28 A=0.0, G=1.0 0.00001 413.424 28 A=0/0, G=3/25

chr2:118704477 CG/CG C CG INDEL CCDC93 CCDC93:intronic:NM_019044.4 1 100 intronic NM_019044.4c.1225-19G>CGp.? -1.28 Coiled-coil domain-containing protein (DUF2037)rs752261577 5.795E-4 (pos.118704477) Golgi to plasma membrane transport,early endosome,protein binding,protein transportC=0, CG=71 C=0.0, CG=1.0 0.00001 1004.35 71 C=0/0, CG=48/23

chr2:118706879 G/G A G SNV CCDC93 CCDC93:intronic:NM_019044.4 1 100 intronic NM_019044.4c.1142+19T>Cp.? -0.26 Coiled-coil domain-containing protein (DUF2037)rs1035598 2.00E-04 YES 9.999E-1;0.0 (pos.118706879) Golgi to plasma membrane transport,early endosome,protein binding,protein transportA=0, G=28 A=0.0, G=1.0 0.00001 408.717 28 A=0/0, G=14/14

chr2:11905876 C/T C T SNV LPIN1 LPIN1:intronic:NM_001261428.2 1 45.45 intronic NM_001261428.2c.339+17C>Tp.? -3.25 LNS2 (Lipin/Ned1/Smp2),Lipin/Ned1/Smp2 multi-domain protein middle domain,lipin, N-terminal conserved regionrs10209969 0.3441 YES 1.982E-1 (pos.11905876) Lipin 1 animal organ regeneration,cellular response to insulin stimulus,cytoplasm,cytosol,dephosphorylation,endoplasmic reticulum membrane,fatty acid catabolic process,mitochondrial outer membrane,mitotic nuclear envelope disassembly,molecular_function,nuclear envelope,nuclear membrane,nucleoplasm,nucleus,phosphatidate phosphatase activity,phosphatidylcholine biosynthetic process,phosphatidylethanolamine biosynthetic process,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,transcription coactivator activity,transcription, DNA-templated,triglyceride biosynthetic process,triglyceride mobilizationMuscular Diseases;Musculoskeletal Diseases;Myoglobinuria;RhabdomyolysisBenign C=18, T=15 C=0.5455, T=0.4545 0.00001 143.162 33 C=11/7, T=4/11

chr2:119732042 C/C T C SNV MARCO MARCO:intronic:NM_006770.3 1 100 intronic NM_006770.3c.568+26T>Cp.? -4.11 Collagen triple helix repeat (20 copies),Scavenger receptor cysteine-rich domainrs11693199 0.4128 YES 6.284E-2 (pos.119732042) Macrophage receptor with collagenous structureG-protein coupled receptor binding,amyloid-beta binding,amyloid-beta clearance,apoptotic cell clearance,cell surface receptor signaling pathway,collagen trimer,endocytic vesicle membrane,innate immune response,integral component of plasma membrane,intracellular,negative regulation of adenylate cyclase activity,pattern recognition receptor signaling pathway,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positive regulation of protein phosphorylation,receptor-mediated endocytosis,scavenger receptor activity,signaling pattern recognition receptor activity,transmembrane signaling receptor activityT=0, C=22 T=0.0, C=1.0 0.00001 298.88 22 T=0/0, C=14/8

chr8:11162496 C/C A C SNV MTMR9 MTMR9:exonic:NM_015458.3 1 100 4 synonymous NM_015458.3c.564A>C p.(=) -0.69 0.19(COSM3763002)Myotubularin-like phosphatase domainrs2164272 0.4049 YES 7.324E-1 (pos.11162496) adenocarcinoma,neoplasmMyotubularin-related protein 9cytosol,dephosphorylation,enzyme regulator activity,phosphatidylinositol biosynthetic process,phosphatidylinositol-3,5-bisphosphate 3-phosphatase activity,phosphatidylinositol-3-phosphatase activity,protein binding,regulation of catalytic activityA=0, C=87 A=0.0, C=1.0 0.00001 1431.04 87 A=0/0, C=37/50

chr2:120362407 T/T C T SNV CFAP221 CFAP221:intronic:NM_001271049.1 1 100 intronic NM_001271049.1c.912+39C>Tp.? -0.86 Flagellar-associated PapD-likers1568540 0.0448 YES 9.194E-1 (pos.120362407) axoneme,calmodulin binding,cilium,cilium assembly,cilium movement,cytoplasm,motile cilium assemblyAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Neurodevelopmental Disorders;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract InfectionsC=0, T=139 C=0.0, T=1.0 0.00001 2325.1 139 C=0/0, T=66/73

chr6:74171467 G/G C G SNV MTO1 MTO1:utr_5:NM_133645.2 1 100 1 utr_5 NM_133645.2c.-111C>G p.? 0.63 FAD binding domain,FAD dependent oxidoreductase,GidA associated domain,Glucose inhibited division protein Ars1713862 YES Mitochondrial translation optimization 1, S. cerevisiae, homolog ofRNA binding,flavin adenine dinucleotide binding,mitochondrial tRNA wobble uridine modification,mitochondrion,tRNA methylation,tRNA processing,tRNA wobble uridine modificationC=0, G=70 C=0.0, G=1.0 0.00001 1067.28 70 C=0/0, G=41/29

chr6:153311001 C/C A C SNV MTRF1L MTRF1L:utr_3:NM_019041.6 1 100 7 utr_3 NM_019041.6c.1172T>G p.? -0.28 PCRF domain,RF-1 domainrs3860814 3.00E-04 9.995E-1 (pos.153311001) mitochondrial matrix,mitochondrial translational termination,mitochondrion,translation release factor activity,translational terminationA=0, C=25 A=0.0, C=1.0 0.00001 357.408 25 A=0/0, C=13/12

chr5:7870973 G/G A G SNV MTRR MTRR:exonic:NM_024010.2 1 100 2 missense NM_024010.2c.147A>G p.Ile49Met 0.18 0 10 1 0.1(COSM5001933)FAD binding domain,Flavodoxin,Oxidoreductase NAD-binding domainrs1801394 0.454 YES 2.811E-1 (pos.7870973) ductal_carcinomaMethionine synthase reductaseDNA methylation,FAD binding,FMN binding,NADP binding,NADPH binding,NADPH-hemoprotein reductase activity,S-adenosylmethionine cycle,aquacobalamin reductase (NADPH) activity,cobalamin metabolic process,cytosol,flavin adenine dinucleotide binding,folic acid metabolic process,homocysteine catabolic process,methionine biosynthetic process,methionine metabolic process,methionine synthase reductase activity,methylation,negative regulation of cystathionine beta-synthase activity,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, oxidizing metal ions, NAD or NADP as acceptor,protein binding,sulfur amino acid metabolic processAbnormalities, Severe Teratoid;Adenoma;Amino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Anemia;Anemia, Macrocytic;Anemia, Megaloblastic;Anencephaly;Autoimmune Diseases;Avitaminosis;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Core Conditions;Deficiency Diseases;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Gastrointestinal Stromal Tumors;Genetic Diseases, Inborn;Genital Diseases, Male;Glomerulonephritis;Glomerulonephritis, IGA;Hematologic Diseases;Hemic and Lymphatic Diseases;Homocystinuria;Hyperhomocysteinemia;Immune System Diseases;Immunoproliferative Disorders;Infertility;Infertility, Male;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;LCyanocobalamin,Hydroxocobalamin,L-Methioninedrug responseA=0, G=34 A=0.0, G=1.0 0.00001 524.16 34 A=0/0, G=14/20

chr8:17612456 C/T C T SNV MTUS1 MTUS1:exonic:NM_001001924.2 1 95.83 2 synonymous NM_001001924.2c.861G>A p.(=) -0.15 rs11203910 0.0604 YES 8.169E-1 (pos.17612456) Golgi apparatus,extracellular space,microtubule,microtubule cytoskeleton,microtubule organizing center,mitochondrion,nucleolus,plasma membrane,spindleAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialC=3, T=69 C=0.0417, T=0.9583 0.00001 1036.01 72 C=3/0, T=37/32

chr2:120918585 C/C A C SNV EPB41L5 EPB41L5:intronic:NM_020909.3 1 100 intronic NM_020909.3c.1887+35A>Cp.? -0.65 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domainrs12617570,rs7498409340.2784 YES 0.0 (pos.120918583),7.113E-1 (pos.120918585)Erythrocyte membrane protein band 4.1-like 5actomyosin structure organization,apical constriction,axial mesoderm morphogenesis,cellular response to transforming growth factor beta stimulus,cytoskeletal protein binding,cytoskeleton,cytosol,ectoderm development,embryonic foregut morphogenesis,endoderm development,epithelial to mesenchymal transition,focal adhesion,in utero embryonic development,left/right axis specification,mesoderm migration involved in gastrulation,negative regulation of cell-cell adhesion,negative regulation of protein binding,neural plate morphogenesis,paraxial mesoderm development,plasma membrane,positive regulation of epithelial cell migration,positive regulation of epithelial to mesenchymal transition,positive regulation of focal adhesion assembly,positive regulation of protein binding,posttranscriptional regulation of gene expression,protein domain specific binding,regulation of establishment of protein localization,ruffle membrane,somite rostral/caudal axis specification,structural constituent of cytoskeleton,substrate-dependentA=0, C=35 A=0.0, C=1.0 0.00001 535.881 35 A=0/0, C=13/22

chr2:121036385 GA/GA TT GA MNV RALB RALB:intronic:NM_002881.2 2 100 intronic NM_002881.2c.114+31TT>GAp.? -0.25, -1.21 ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinase,Signal recognition particle receptor beta subunitrs12711939,rs12711940,rs373743472,rs750080927,rs7626047830.3017 YES 0.0 (pos.121036383),3.996E-1;0.0 (pos.121036386),4.001E-1;0.0 (pos.121036385)RAS-like protein BATPase binding,GDP binding,GTP binding,GTPase activity,Ras protein signal transduction,apoptotic process,autophagosome,cell cycle,cell division,cellular response to exogenous dsRNA,cellular response to starvation,exocyst,extracellular exosome,intracellular,midbody,negative regulation of protein binding,plasma membrane,positive regulation of autophagosome assembly,positive regulation of protein binding,positive regulation of protein phosphorylation,positive regulation of protein serine/threonine kinase activity,protein binding,regulation of exocyst assembly,regulation of exocyst localization,signal transduction,ubiquitin protein ligase bindingTT=0, GA=21TT=0.0, GA=1.0 0.00001 281.235 21 TT=0/0, GA=7/14

chr2:121043403 A/A G A SNV RALB RALB:intronic:NM_002881.2 1 100 intronic NM_002881.2c.115-47G>Ap.? -2.35 ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinase,Signal recognition particle receptor beta subunitrs4091515 0.2892 YES 4.008E-1 (pos.121043403) RAS-like protein BATPase binding,GDP binding,GTP binding,GTPase activity,Ras protein signal transduction,apoptotic process,autophagosome,cell cycle,cell division,cellular response to exogenous dsRNA,cellular response to starvation,exocyst,extracellular exosome,intracellular,midbody,negative regulation of protein binding,plasma membrane,positive regulation of autophagosome assembly,positive regulation of protein binding,positive regulation of protein phosphorylation,positive regulation of protein serine/threonine kinase activity,protein binding,regulation of exocyst assembly,regulation of exocyst localization,signal transduction,ubiquitin protein ligase bindingG=0, A=38 G=0.0, A=1.0 0.00001 603.785 38 G=0/0, A=16/22

chr2:121729490 C/T C T SNV GLI2 GLI2:intronic:NM_005270.4 1 96.67 intronic NM_005270.4c.1060-27C>Tp.? -0.17 Zinc finger, C2H2 typers2592591 0.0156 YES 9.997E-1 (pos.121729490) GLI-Kruppel family member GLI2 (oncogene GLI2)DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,anterior/posterior pattern specification,axon guidance,axoneme,branching morphogenesis of an epithelial tube,cell proliferation,cellular response to organic cyclic compound,cellular response to virus,cerebellar cortex morphogenesis,chondrocyte differentiation,ciliary base,ciliary tip,cilium,cochlea morphogenesis,cytosol,developmental growth,embryonic digestive tract development,embryonic digit morphogenesis,epidermal cell differentiation,floor plate formation,heart development,hindbrain development,hindgut morphogenesis,in utero embryonic development,kidney development,lung development,mammary gland development,mammary gland duct morphogenesis,membrane,motile cilium,negative regulation of apoptotic process,negative regulation of chondrocyte differentiation,negative regulation of transcription from RNA polymerase II promoter,neuron development,notochord regression,nuclear speck,nucleolus,nuclAbnormalities, Multiple;Agenesis of Corpus Callosum;Anodontia;Basal Cell Nevus Syndrome;Bone Cysts;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Carcinoma;Carcinoma, Basal Cell;Central Nervous System Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cysts;Endocrine System Diseases;Genetic Diseases, Inborn;Holoprosencephaly;Hypopituitarism;Hypothalamic Diseases;Jaw Cysts;Jaw Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Basal Cell;Neoplasms, Glandular and Epithelial;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Nervous System Malformations;Odontogenic Cysts;Pituitary Diseases;Polydactyly;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbBenign C=1, T=29 C=0.0333, T=0.9667 0.00001 416.535 30 C=1/0, T=9/20

chr2:121744225 G/G A G SNV GLI2 GLI2:intronic:NM_005270.4 1 100 intronic NM_005270.4c.2293+35A>Gp.? 0.68 Zinc finger, C2H2 typers2276553 0.2654 YES 5.156E-1 (pos.121744225) GLI-Kruppel family member GLI2 (oncogene GLI2)DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,anterior/posterior pattern specification,axon guidance,axoneme,branching morphogenesis of an epithelial tube,cell proliferation,cellular response to organic cyclic compound,cellular response to virus,cerebellar cortex morphogenesis,chondrocyte differentiation,ciliary base,ciliary tip,cilium,cochlea morphogenesis,cytosol,developmental growth,embryonic digestive tract development,embryonic digit morphogenesis,epidermal cell differentiation,floor plate formation,heart development,hindbrain development,hindgut morphogenesis,in utero embryonic development,kidney development,lung development,mammary gland development,mammary gland duct morphogenesis,membrane,motile cilium,negative regulation of apoptotic process,negative regulation of chondrocyte differentiation,negative regulation of transcription from RNA polymerase II promoter,neuron development,notochord regression,nuclear speck,nucleolus,nuclAbnormalities, Multiple;Agenesis of Corpus Callosum;Anodontia;Basal Cell Nevus Syndrome;Bone Cysts;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Carcinoma;Carcinoma, Basal Cell;Central Nervous System Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cysts;Endocrine System Diseases;Genetic Diseases, Inborn;Holoprosencephaly;Hypopituitarism;Hypothalamic Diseases;Jaw Cysts;Jaw Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Basal Cell;Neoplasms, Glandular and Epithelial;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Nervous System Malformations;Odontogenic Cysts;Pituitary Diseases;Polydactyly;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbBenign A=0, G=20 A=0.0, G=1.0 0.00001 263.764 20 A=0/0, G=6/14

chr2:122125104 C/T C T SNV CLASP1 CLASP1:intronic:NM_015282.2 1 45.83 intronic NM_015282.2c.3886+60G>Ap.? -0.16 CLASP N terminal,HEAT repeatrs2304663,rs994974732 YES CLIP-associated protein 1G2/M transition of mitotic cell cycle,Golgi apparatus,Golgi organization,astral microtubule organization,basal cortex,cell cortex,cell division,centrosomal corona,centrosome,ciliary basal body-plasma membrane docking,condensed chromosome kinetochore,cortical microtubule cytoskeleton,cytoplasmic microtubule,cytosol,dystroglycan binding,establishment of epithelial cell polarity,establishment of mitotic spindle localization,establishment of spindle orientation,establishment or maintenance of cell polarity,exit from mitosis,extracellular exosome,focal adhesion,kinetochore,kinetochore binding,kinetochore microtubule,membrane,microtubule anchoring,microtubule binding,microtubule bundle formation,microtubule cytoskeleton organization,microtubule nucleation,microtubule organizing center organization,microtubule plus-end,microtubule plus-end binding,mitotic spindle assembly,mitotic spindle organization,negative regulation of microtubule depolymerization,negative regulation of microtubule polymerization or depolymerizaC=13, T=11 C=0.5417, T=0.4583 0.00001 93.4396 24 C=7/6, T=10/1

chr7:100635661 C/C T C SNV MUC12 MUC12:exonic:NM_001164462.1 1 100 2 missense NM_001164462.1c.1817T>C p.Met606Thr -0.11 1 81 0.002 SEA domain rs10953313 0.2722 YES 8.315E-1 (pos.100635661) Mucin 12 Golgi lumen,O-glycan processing,integral component of membrane,integral component of plasma membrane,molecular_function,plasma membrane,regulation of cell growth,stimulatory C-type lectin receptor signaling pathwayT=0, C=37 T=0.0, C=1.0 0.00001 589.244 37 T=0/0, C=15/22

chr2:125671544 A/A G A SNV CNTNAP5 CNTNAP5:intronic:NM_130773.3 1 100 intronic NM_130773.3c.3725-125G>Ap.? 0.24 F5/8 type C domain,Laminin G domainrs1840205 YES Contactin-associated protein-like 5cell adhesion,integral component of membrane G=0, A=68 G=0.0, A=1.0 0.00001 1053.56 68 G=0/0, A=40/28

chr2:127447763 A/A G A SNV GYPC GYPC:intronic:NM_002101.4 1 100 intronic NM_002101.4c.50-68G>Ap.? -2.45 rs6709803 0.456 YES Glycophorin Ccell adhesion molecule binding,cell recognition,cell-cell adherens junction,cortical cytoskeleton,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of plasma membrane,leukocyte migration,membrane,plasma membrane,protein binding,protein homodimerization activity,receptor activity,receptor bindingAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Elliptocytosis, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic DiseasesG=0, A=27 G=0.0, A=1.0 0.00001 397.094 27 G=0/0, A=14/13

chr2:127951458 AT/AT GC AT MNV CYP27C1 CYP27C1:intronic:NM_001001665.3 2 100 intronic NM_001001665.3c.720-15GC>ATp.? -0.92, -2.27 Cytochrome P450rs12476709,rs2089109,rs71393843,rs7577254720.4109 YES 5.636E-1 (pos.127951458),5.642E-1;0.0 (pos.127951459)11-cis retinal binding,11-cis-retinal 3,4-desaturase activity,all-trans retinal 3,4-desaturase activity,all-trans retinal binding,all-trans retinoic acid 3,4-desaturase activity,all-trans retinol 3,4-desaturase activity,all-trans-retinol binding,cellular_component,heme binding,iron ion binding,membrane,monooxygenase activity,oxidation-reduction process,retinal metabolic process,retinoic acid binding,retinoic acid metabolic process,retinol metabolic processGC=0, AT=64GC=0.0, AT=1.0 0.00001 977.32 64 GC=0/0, AT=33/31

chr7:100638856 G/G A G SNV MUC12 MUC12:exonic:NM_001164462.1 1 100 2 missense NM_001164462.1c.5012A>G p.His1671Arg -0.97 0 29 0.663 0(COSM150347),0(COSM4592144)SEA domain rs28463186 YES 8.294E-1 (pos.100638856)adenocarcinoma,astrocytoma_Grade_IV,squamous_cell_carcinomaMucin 12 Golgi lumen,O-glycan processing,integral component of membrane,integral component of plasma membrane,molecular_function,plasma membrane,regulation of cell growth,stimulatory C-type lectin receptor signaling pathwayA=0, G=70 A=0.0, G=1.0 0.00001 1092.09 70 A=0/0, G=33/37

chr2:128350578 TG/TG T TG INDEL MYO7B MYO7B:intronic:NM_001080527.1 1 100 intronic NM_001080527.1c.2145+57T>TGp.? -2.06 FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain),Variant SH3 domainrs397717927,rs58867441,rs869308406YES Myosin VIIb ATP binding,actin binding,apical cytoplasm,brush border,brush border assembly,cell differentiation,cytoskeleton,extracellular exosome,microvillus,motor activity,myosin complex,protein bindingT=0, TG=20 T=0.0, TG=1.0 0.00001 242.07 20 T=0/0, TG=11/9

chr2:128400783 A/A G A SNV LIMS2 LIMS2:intronic:NM_017980.4 1 100 intronic NM_017980.4c.432-136C>Tp.? -0.7 LIM domain rs2244612 YES LIM and senescent cell antigen-like domains 2cell junction assembly,cell-cell adhesion,cell-cell junction organization,cytosol,focal adhesion,metal ion binding,negative regulation of apoptotic process,negative regulation of hepatocyte proliferation,negative regulation of neural precursor cell proliferation,nucleus,plasma membrane,positive regulation of integrin-mediated signaling pathway,protein bindingG=0, A=23 G=0.0, A=1.0 0.00001 316.501 23 G=0/0, A=7/16

chr2:128411934 G/G A G SNV LIMS2 LIMS2:intronic:NM_017980.4 1 100 intronic NM_017980.4c.431+64T>Cp.? -2.73 LIM domain rs6707277 YES LIM and senescent cell antigen-like domains 2cell junction assembly,cell-cell adhesion,cell-cell junction organization,cytosol,focal adhesion,metal ion binding,negative regulation of apoptotic process,negative regulation of hepatocyte proliferation,negative regulation of neural precursor cell proliferation,nucleus,plasma membrane,positive regulation of integrin-mediated signaling pathway,protein bindingA=0, G=42 A=0.0, G=1.0 0.00001 685.22 42 A=0/0, G=18/24

chr2:128411950 G/G A G SNV LIMS2 LIMS2:intronic:NM_017980.4 1 100 intronic NM_017980.4c.431+48T>Cp.? -0.76 LIM domain rs6707282 0.1356 YES 9.875E-1 (pos.128411950) LIM and senescent cell antigen-like domains 2cell junction assembly,cell-cell adhesion,cell-cell junction organization,cytosol,focal adhesion,metal ion binding,negative regulation of apoptotic process,negative regulation of hepatocyte proliferation,negative regulation of neural precursor cell proliferation,nucleus,plasma membrane,positive regulation of integrin-mediated signaling pathway,protein bindingA=0, G=43 A=0.0, G=1.0 0.00001 705.844 43 A=0/0, G=18/25

chr2:128495645 A/A G A SNV WDR33 WDR33:intronic:NM_018383.4 1 100 intronic NM_018383.4c.725-11294C>Tp.? 0.05 WD domain, G-beta repeatrs6754215 0.4002 YES 4.052E-1;0.0 (pos.128495645) RNA binding,collagen trimer,fibrillar center,mRNA 3'-end processing,mRNA cleavage,mRNA cleavage and polyadenylation specificity factor complex,mRNA export from nucleus,mRNA polyadenylation,mRNA splicing, via spliceosome,nucleoplasm,nucleus,postreplication repair,spermatogenesis,termination of RNA polymerase II transcriptionG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=17/8

chr2:128615390 T/T G T SNV POLR2D POLR2D:intronic:NM_004805.3 1 100 intronic NM_004805.3c.73+212C>Ap.? -0.65 RNA polymerase Rpb4rs13031513 YES Polymerase II, RNA, subunit D7-methylguanosine mRNA capping,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase II, core complex,P-body,RNA metabolic process,cytosol,fibroblast growth factor receptor signaling pathway,mRNA export from nucleus in response to heat stress,mRNA splicing, via spliceosome,nuclear speck,nuclear-transcribed mRNA catabolic process, deadenylation-dependent decay,nucleoplasm,nucleotide binding,nucleus,positive regulation of translational initiation,positive regulation of viral transcription,recruitment of 3'-end processing factors to RNA polymerase II holoenzyme complex,regulation of gene silencing by miRNA,single-stranded DNA binding,single-stranded RNA binding,snRNA transcription from RNA polymerase II promoter,somatic stem cell population maintenance,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcription-coupled nucleotide-excision repair,translatiG=0, T=132 G=0.0, T=1.0 0.00001 2173.6 132 G=0/0, T=101/31

chr2:128880899 A/A T A SNV UGGT1 UGGT1:intronic:NM_020120.3 1 100 intronic NM_020120.3c.1134+79T>Ap.? 0.9 UDP-glucose:Glycoprotein Glucosyltransferasers4480941 YES UDP-glucose glycoprotein glucosyltransferase 1'de novo' posttranslational protein folding,ER-associated misfolded protein catabolic process,UDP-glucose:glycoprotein glucosyltransferase activity,UDP-glucosylation,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum mannose trimming,endoplasmic reticulum quality control compartment,endoplasmic reticulum unfolded protein response,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,protein N-linked glycosylation via asparagine,protein binding,protein complex,protein glycosylation,unfolded protein bindingT=0, A=37 T=0.0, A=1.0 0.00001 583.696 37 T=0/0, A=19/18

chr2:128936175 ATGA/A ATGA A INDEL UGGT1 UGGT1:intronic:NM_020120.3 3 47.37 intronic NM_020120.3c.3815+32ATGA>Ap.? -0.52, 0.38, 0.04, -0.03 UDP-glucose:Glycoprotein Glucosyltransferase UDP-glucose glycoprotein glucosyltransferase 1'de novo' posttranslational protein folding,ER-associated misfolded protein catabolic process,UDP-glucose:glycoprotein glucosyltransferase activity,UDP-glucosylation,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum mannose trimming,endoplasmic reticulum quality control compartment,endoplasmic reticulum unfolded protein response,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,protein N-linked glycosylation via asparagine,protein binding,protein complex,protein glycosylation,unfolded protein bindingATGA=30, A=27ATGA=0.5263, A=0.4737 0.00001 256 57 ATGA=13/17, A=13/14

chr7:100639012 T/T C T SNV MUC12 MUC12:exonic:NM_001164462.1 1 100 2 missense NM_001164462.1c.5168C>T p.Thr1723Ile 0.89 0 89 0.915 0.01(COSM4161580),0.01(COSM4161581)SEA domain rs55638317 YES 8.304E-1 (pos.100639012)carcinoma,neoplasm,squamous_cell_carcinomaMucin 12 Golgi lumen,O-glycan processing,integral component of membrane,integral component of plasma membrane,molecular_function,plasma membrane,regulation of cell growth,stimulatory C-type lectin receptor signaling pathwayC=0, T=29 C=0.0, T=1.0 0.00001 427.567 29 C=0/0, T=14/15

chr2:130930819 C/T C T SNV SMPD4 SMPD4:intronic:NM_017751.4 1 47.62 intronic NM_017751.4c.462+33G>Ap.? 0 Mitochondrial-associated sphingomyelin phosphodiesterasers2290295 0.3599 4.64E-1 (pos.130930819) Sphingomyelin phosphodiesterase 4, neutral membraneGolgi apparatus,Golgi membrane,cellular response to tumor necrosis factor,ceramide biosynthetic process,endoplasmic reticulum,endoplasmic reticulum membrane,glycerophospholipid catabolic process,glycosphingolipid metabolic process,integral component of membrane,metal ion binding,sphingomyelin catabolic process,sphingomyelin phosphodiesterase D activity,sphingomyelin phosphodiesterase activity,trans-Golgi networkPhosphatidyl serine C=11, T=10 C=0.5238, T=0.4762 0.00001 82.29 21 C=3/8, T=2/8

chr7:100639040 T/T C T SNV MUC12 MUC12:exonic:NM_001164462.1 1 100 2 synonymous NM_001164462.1c.5196C>T p.(=) -0.36 0(COSM4161582),0(COSM4161583)SEA domain rs28459498 YES 8.171E-1 (pos.100639040)neoplasm Mucin 12 Golgi lumen,O-glycan processing,integral component of membrane,integral component of plasma membrane,molecular_function,plasma membrane,regulation of cell growth,stimulatory C-type lectin receptor signaling pathwayC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=5/15

chr2:132249372 T/T C T SNV

MIR4784,M

ZT2A MZT2A:intronic:NM_001085365.1, MIR4784:upstream:NR_039945.1 1
100

intronic NM_001085365.1, NR_039945.1c.319+77G>Ap.? -0.18 Mitotic-spindle organizing gamma-tubulin ring associatedrs6706952 YES centrosome,cytosol,gamma-tubulin ring complex,microtubule organizing center,nucleoplasm,spindleC=0, T=41 C=0.0, T=1.0 0.00001 664.678 41 C=0/0, T=14/27

chr7:100639049 C/C G C SNV MUC12 MUC12:exonic:NM_001164462.1 1 100 2 missense NM_001164462.1c.5205G>C p.Leu1735Phe 0.14 0.25 22 0.16 0.01(COSM4161584),0.01(COSM4161585)SEA domain rs56357244 YES 8.171E-1;0.0 (pos.100639049)carcinoma,neoplasm,squamous_cell_carcinomaMucin 12 Golgi lumen,O-glycan processing,integral component of membrane,integral component of plasma membrane,molecular_function,plasma membrane,regulation of cell growth,stimulatory C-type lectin receptor signaling pathwayG=0, C=20 G=0.0, C=1.0 0.00001 263.785 20 G=0/0, C=5/15

chr7:100639066 T/T C T SNV MUC12 MUC12:exonic:NM_001164462.1 1 100 2 missense NM_001164462.1c.5222C>T p.Ser1741Leu -0.18 0 145 0.663 0(COSM4592441),0(COSM4592442)SEA domain rs28483629 YES 8.171E-1 (pos.100639066)adenocarcinoma,squamous_cell_carcinomaMucin 12 Golgi lumen,O-glycan processing,integral component of membrane,integral component of plasma membrane,molecular_function,plasma membrane,regulation of cell growth,stimulatory C-type lectin receptor signaling pathwayC=0, T=20 C=0.0, T=1.0 0.00001 263.785 20 C=0/0, T=5/15

chr7:100647875 A/A C A SNV MUC12 MUC12:exonic:NM_001164462.1 1 100 2 synonymous NM_001164462.1c.14031C>Ap.(=) -0.88 0(COSM150353)SEA domain rs11766048 0.34 YES 0.0 (pos.100647869),6.667E-1;0.0 (pos.100647875)adenocarcinomaMucin 12 Golgi lumen,O-glycan processing,integral component of membrane,integral component of plasma membrane,molecular_function,plasma membrane,regulation of cell growth,stimulatory C-type lectin receptor signaling pathwayC=0, A=72 C=0.0, A=1.0 0.00001 1130.96 72 C=0/0, A=36/36

chr2:135700151 T/T A T SNV CCNT2 CCNT2:intronic:NM_058241.2 1 100 intronic NM_058241.2c.431-31A>Tp.? 1.27 Cyclin, N-terminal domainrs3816339 0.2675 YES 4.781E-1 (pos.135700151) Cyclin T2 7SK snRNA binding,RNA polymerase binding,cell cycle,cell division,chromatin binding,cyclin-dependent protein serine/threonine kinase regulator activity,cyclin/CDK positive transcription elongation factor complex,cytosol,early viral transcription,late viral transcription,nucleoplasm,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulation of cyclin-dependent protein serine/threonine kinase activity,positive regulation of phosphorylation of RNA polymerase II C-terminal domain,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of cyclin-dependent protein serine/threonine kinase activity,regulation of muscle cell differentiation,skeletal muscle tissue development,snRNA transcription from RNA polymerase II promoter,transcription coactivator binding,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription, A=0, T=33 A=0.0, T=1.0 0.00001 504.453 33 A=0/0, T=21/12

chr2:135710322 G/G A G SNV CCNT2 CCNT2:intronic:NM_058241.2 1 100 intronic NM_058241.2c.774+41A>Gp.? -0.04 Cyclin, N-terminal domainrs10166142 0.4686 YES 8.763E-1 (pos.135710322) Cyclin T2 7SK snRNA binding,RNA polymerase binding,cell cycle,cell division,chromatin binding,cyclin-dependent protein serine/threonine kinase regulator activity,cyclin/CDK positive transcription elongation factor complex,cytosol,early viral transcription,late viral transcription,nucleoplasm,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulation of cyclin-dependent protein serine/threonine kinase activity,positive regulation of phosphorylation of RNA polymerase II C-terminal domain,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of cyclin-dependent protein serine/threonine kinase activity,regulation of muscle cell differentiation,skeletal muscle tissue development,snRNA transcription from RNA polymerase II promoter,transcription coactivator binding,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription, A=0, G=37 A=0.0, G=1.0 0.00001 583.704 37 A=0/0, G=10/27

chr7:100648029 A/A G A SNV MUC12 MUC12:exonic:NM_001164462.1 1 100 2 missense NM_001164462.1c.14185G>Ap.Ala4729Thr -1.78 0.08 58 0.005 0(COSM150355),0(COSM3927843)SEA domain rs10953315 0.2725 YES 8.314E-1 (pos.100648029)adenocarcinoma,diffuse_large_B_cell_lymphomaMucin 12 Golgi lumen,O-glycan processing,integral component of membrane,integral component of plasma membrane,molecular_function,plasma membrane,regulation of cell growth,stimulatory C-type lectin receptor signaling pathwayG=0, A=30 G=0.0, A=1.0 0.00001 446.638 30 G=0/0, A=11/19

chr2:135743234 TCAAA/T TCAAA T INDEL MAP3K19 MAP3K19:intronic:NM_025052.4 4 57.14 intronic NM_025052.4c.3072+136TTTGA>Ap.? -0.99, -0.11, 0.03, 1.98, 0.51 Protein kinase domain,Protein tyrosine kinasers1009979658,rs10582468,rs200032660,rs200937289,rs374588331,rs781438915YES ATP binding,activation of protein kinase activity,cytoplasm,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of apoptotic process,regulation of mitotic cell cycle,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascadeTCAAA=15, T=20TCAAA=0.4286, T=0.5714 0.00001 219.944 35 TCAAA=12/3, T=17/3

chr7:100647819 C/T C T SNV MUC12 MUC12:exonic:NM_001164462.1 1 47.62 2 missense NM_001164462.1c.13975C>Tp.His4659Tyr -0.5 0 83 0.462 0(COSM150352),0(COSM3831431)SEA domain rs11766024 YES 6.192E-1 (pos.100647819)adenocarcinoma,carcinoma,squamous_cell_carcinomaMucin 12 Golgi lumen,O-glycan processing,integral component of membrane,integral component of plasma membrane,molecular_function,plasma membrane,regulation of cell growth,stimulatory C-type lectin receptor signaling pathwayC=22, T=20 C=0.5238, T=0.4762 0.00001 212.952 42 C=18/4, T=7/13

chr3:124646705 AAG/AAG A AAG INDEL MUC13 MUC13:exonic:NM_033049.3 2 100 2 frameshiftInsertion NM_033049.3c.184_185insCTp.Phe62fs -1.9 SEA domain rs10630030,rs397759224,rs790191354.00E-04 1.0 (pos.124646705) adenocarcinomaMucin 13, cell surface-associatedGolgi lumen,O-glycan processing,apical plasma membrane,cytosol,extracellular exosome,extracellular space,integral component of membrane,maintenance of gastrointestinal epithelium,plasma membrane,protein homodimerization activity,stimulatory C-type lectin receptor signaling pathwayA=0, AAG=20A=0.0, AAG=1.0 0.00001 218.442 20 A=0/0, AAG=9/11

chr2:136548116 C/C G C SNV LCT LCT:intronic:NM_002299.3 1 100 intronic NM_002299.3c.5335+112C>Gp.? -0.19 Glycosyl hydrolase family 1rs892717 YES Lactase (lactase-phlorizin hydrolase)apical plasma membrane,beta-glucosidase activity,carbohydrate metabolic process,glycosyl compound metabolic process,glycosylceramidase activity,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of plasma membrane,lactase activity,membrane,plasma membrane,polysaccharide digestionCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Genetic Diseases, Inborn;Intestinal Diseases;Lactose Intolerance;Malabsorption Syndromes;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases(1S,2S,3R,4S,5S)-2,3,4-TRIHYDROXY-5-(HYDROXYMETHYL)CYCLOHEXYL (1E)-2-PHENYL-N-(SULFOOXY)ETHANIMIDOTHIOATE,2-HYDROXYMETHYL-6-OCTYLSULFANYL-TETRAHYDRO-PYRAN-3,4,5-TRIOL,2-deoxy-2-fluoro-╬▒-D-glucose,D-gluconhydroximo-1,5-lactam,ETHYL (1E)-2-PHENYL-N-(SULFOOXY)ETHANIMIDOTHIOATE,Gluconolactone,Nojirimycine Tetrazole,Vitamin C,alpha-D-XylopyranoseG=0, C=84 G=0.0, C=1.0 0.00001 1370.13 84 G=0/0, C=43/41

chr2:136548169 G/G A G SNV LCT LCT:intronic:NM_002299.3 1 100 intronic NM_002299.3c.5335+59T>Cp.? 1.07 Glycosyl hydrolase family 1rs892716 YES Lactase (lactase-phlorizin hydrolase)apical plasma membrane,beta-glucosidase activity,carbohydrate metabolic process,glycosyl compound metabolic process,glycosylceramidase activity,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of plasma membrane,lactase activity,membrane,plasma membrane,polysaccharide digestionCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Genetic Diseases, Inborn;Intestinal Diseases;Lactose Intolerance;Malabsorption Syndromes;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases(1S,2S,3R,4S,5S)-2,3,4-TRIHYDROXY-5-(HYDROXYMETHYL)CYCLOHEXYL (1E)-2-PHENYL-N-(SULFOOXY)ETHANIMIDOTHIOATE,2-HYDROXYMETHYL-6-OCTYLSULFANYL-TETRAHYDRO-PYRAN-3,4,5-TRIOL,2-deoxy-2-fluoro-╬▒-D-glucose,D-gluconhydroximo-1,5-lactam,ETHYL (1E)-2-PHENYL-N-(SULFOOXY)ETHANIMIDOTHIOATE,Gluconolactone,Nojirimycine Tetrazole,Vitamin C,alpha-D-XylopyranoseA=0, G=84 A=0.0, G=1.0 0.00001 1370.17 84 A=0/0, G=41/43

chr2:136565028 G/G C G SNV LCT LCT:intronic:NM_002299.3 1 100 intronic NM_002299.3c.3905-62G>Cp.? -0.56 Glycosyl hydrolase family 1rs10928549 YES Lactase (lactase-phlorizin hydrolase)apical plasma membrane,beta-glucosidase activity,carbohydrate metabolic process,glycosyl compound metabolic process,glycosylceramidase activity,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of plasma membrane,lactase activity,membrane,plasma membrane,polysaccharide digestionCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Genetic Diseases, Inborn;Intestinal Diseases;Lactose Intolerance;Malabsorption Syndromes;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases(1S,2S,3R,4S,5S)-2,3,4-TRIHYDROXY-5-(HYDROXYMETHYL)CYCLOHEXYL (1E)-2-PHENYL-N-(SULFOOXY)ETHANIMIDOTHIOATE,2-HYDROXYMETHYL-6-OCTYLSULFANYL-TETRAHYDRO-PYRAN-3,4,5-TRIOL,2-deoxy-2-fluoro-╬▒-D-glucose,D-gluconhydroximo-1,5-lactam,ETHYL (1E)-2-PHENYL-N-(SULFOOXY)ETHANIMIDOTHIOATE,Gluconolactone,Nojirimycine Tetrazole,Vitamin C,alpha-D-XylopyranoseC=0, G=100 C=0.0, G=1.0 0.00001 1702.15 100 C=0/0, G=30/70

chr2:136569848 C/A C A SNV LCT LCT:intronic:NM_002299.3 1 50 intronic NM_002299.3c.2353+33G>Tp.? -0.35 Glycosyl hydrolase family 1rs12988076 0.3034 YES 3.927E-1 (pos.136569848) Lactase (lactase-phlorizin hydrolase)apical plasma membrane,beta-glucosidase activity,carbohydrate metabolic process,glycosyl compound metabolic process,glycosylceramidase activity,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of plasma membrane,lactase activity,membrane,plasma membrane,polysaccharide digestionCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Genetic Diseases, Inborn;Intestinal Diseases;Lactose Intolerance;Malabsorption Syndromes;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases(1S,2S,3R,4S,5S)-2,3,4-TRIHYDROXY-5-(HYDROXYMETHYL)CYCLOHEXYL (1E)-2-PHENYL-N-(SULFOOXY)ETHANIMIDOTHIOATE,2-HYDROXYMETHYL-6-OCTYLSULFANYL-TETRAHYDRO-PYRAN-3,4,5-TRIOL,2-deoxy-2-fluoro-╬▒-D-glucose,D-gluconhydroximo-1,5-lactam,ETHYL (1E)-2-PHENYL-N-(SULFOOXY)ETHANIMIDOTHIOATE,Gluconolactone,Nojirimycine Tetrazole,Vitamin C,alpha-D-XylopyranoseC=19, A=19 C=0.5, A=0.5 0.00001 198.357 38 C=9/10, A=15/4

chr19:9057408 G/G A G SNV MUC16 MUC16:exonic:NM_024690.2 1 100 3 missense NM_024690.2c.30038T>Cp.Leu10013Pro 0 98 0 0(COSM5438337),0(COSM5438338)SEA domain rs1423051 0.0793 YES 8.401E-1 (pos.9057408) squamous_cell_carcinomaMucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab A=0, G=43 A=0.0, G=1.0 0.00001 705.844 43 A=0/0, G=25/18

chr19:9057687 G/G A G SNV MUC16 MUC16:exonic:NM_024690.2 1 100 3 missense NM_024690.2c.29759T>Cp.Ile9920Thr -0.53 89 0 0(COSM5438548),0(COSM5438549)SEA domain rs1895364 0.1018 YES 8.41E-1 (pos.9057687) squamous_cell_carcinomaMucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab A=0, G=118 A=0.0, G=1.0 0.00001 1893.93 118 A=0/0, G=68/50

chr19:9059808 G/G A G SNV MUC16 MUC16:exonic:NM_024690.2 1 100 3 missense NM_024690.2c.27638T>Cp.Ile9213Thr -0.73 89 0 SEA domain rs7508222 0.1011 YES 8.38E-1;0.0 (pos.9059808) Mucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab A=0, G=88 A=0.0, G=1.0 0.00001 1451.91 88 A=0/0, G=36/52

chr2:138163391 C/C T C SNV THSD7B THSD7B:intronic:NM_001316349.1 1 100 intronic NM_001316349.1c.2695+14T>Cp.? 0.26 Thrombospondin type 1 domainrs1551281 0.051 YES 9.703E-1 (pos.138163391) T=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=17/14

chr2:138169158 C/C T C SNV THSD7B THSD7B:intronic:NM_001316349.1 1 100 intronic NM_001316349.1c.2696-21T>Cp.? -0.17 Thrombospondin type 1 domainrs1463285 0 9.97E-1 (pos.138169158) T=0, C=49 T=0.0, C=1.0 0.00001 805.861 49 T=0/0, C=30/19

chr19:9062415 G/G T G SNV MUC16 MUC16:exonic:NM_024690.2 1 100 3 missense NM_024690.2c.25031A>Cp.Asp8344Ala -0.63 126 0 SEA domain rs12978757 0.3884 YES 5.745E-1;0.0 (pos.9062415) Mucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab T=0, G=45 T=0.0, G=1.0 0.00001 747.376 45 T=0/0, G=24/21

chr2:140992337 C/A C A SNV LRP1B LRP1B:intronic:NM_018557.2 1 57.58 intronic NM_018557.2c.13659+18G>Tp.? 0.52 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),EGF-like domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs13387241 0.4065 YES 5.209E-1 (pos.140992337) calcium ion binding,integral component of membrane,protein transport,receptor complex,receptor-mediated endocytosisAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=14, A=19 C=0.4242, A=0.5758 0.00001 204.392 33 C=9/5, A=16/3

chr2:141110440 A/A G A SNV LRP1B LRP1B:intronic:NM_018557.2 1 100 intronic NM_018557.2c.11650+82C>Tp.? 1.8 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),EGF-like domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs16843835 YES calcium ion binding,integral component of membrane,protein transport,receptor complex,receptor-mediated endocytosisAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, A=25 G=0.0, A=1.0 0.00001 353.006 25 G=0/0, A=17/8

chr19:9071763 A/A T A SNV MUC16 MUC16:exonic:NM_024690.2 1 100 3 missense NM_024690.2c.15683A>Tp.Asn5228Ile -3.19 149 0 SEA domain rs10422567 0.1483 YES 8.376E-1 (pos.9071763) Mucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab T=0, A=42 T=0.0, A=1.0 0.00001 685.22 42 T=0/0, A=12/30

chr2:141201763 C/C T C SNV LRP1B LRP1B:intronic:NM_018557.2 1 100 intronic NM_018557.2c.10294+136A>Gp.? -4.01 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),EGF-like domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs4992954 YES calcium ion binding,integral component of membrane,protein transport,receptor complex,receptor-mediated endocytosisAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=79 T=0.0, C=1.0 0.00001 1269.32 79 T=0/0, C=76/3

chr2:141274295 T/T C T SNV LRP1B LRP1B:intronic:NM_018557.2 1 100 intronic NM_018557.2c.8149+163G>Ap.? -1.09 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),EGF-like domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs1542655 YES calcium ion binding,integral component of membrane,protein transport,receptor complex,receptor-mediated endocytosisAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, T=88 C=0.0, T=1.0 0.00001 1445.25 88 C=0/0, T=47/41

chr19:9087615 A/A T A SNV MUC16 MUC16:exonic:NM_024690.2 1 100 1 missense NM_024690.2c.4200A>T p.Lys1400Asn -1.44 94 0 SEA domain rs1596798 0 9.853E-1 (pos.9087615) Mucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab T=0, A=71 T=0.0, A=1.0 0.00001 1097.56 71 T=0/0, A=40/31

chr2:141473786 T/T C T SNV LRP1B LRP1B:intronic:NM_018557.2 1 100 intronic NM_018557.2c.5894-115G>Ap.? 0.23 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),EGF-like domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs17513410 YES calcium ion binding,integral component of membrane,protein transport,receptor complex,receptor-mediated endocytosisAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, T=32 C=0.0, T=1.0 0.00001 485.12 32 C=0/0, T=13/19

chr2:141528592 C/C T C SNV LRP1B LRP1B:intronic:NM_018557.2 1 100 intronic NM_018557.2c.5501-17A>Gp.? 0.09 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),EGF-like domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs7599219 0.1287 YES 9.994E-1;0.0 (pos.141528592) calcium ion binding,integral component of membrane,protein transport,receptor complex,receptor-mediated endocytosisAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=102 T=0.0, C=1.0 0.00001 1593.36 102 T=0/0, C=43/59

chr19:9088017 G/G T G SNV MUC16 MUC16:exonic:NM_024690.2 1 100 1 missense NM_024690.2c.3798A>C p.Lys1266Asn -1.69 94 0 0(COSM5021992),0(COSM5021993)SEA domain rs1596797 0.3014 YES 7.223E-1;0.0 (pos.9088017)neoplasm,osteosarcomaMucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab T=0, G=40 T=0.0, G=1.0 0.00001 644.28 40 T=0/0, G=13/27

chr2:141777763 T/T G T SNV LRP1B LRP1B:intronic:NM_018557.2 1 100 intronic NM_018557.2c.1790-92C>Ap.? -0.13 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Domain of unknown function (DUF5050),EGF-like domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs12615322 YES calcium ion binding,integral component of membrane,protein transport,receptor complex,receptor-mediated endocytosisAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, T=21 G=0.0, T=1.0 0.00001 281.232 21 G=0/0, T=16/5

chr19:9070402 G/T G T SNV MUC16 MUC16:exonic:NM_024690.2 1 59.09 3 missense NM_024690.2c.17044C>Ap.Pro5682Thr -2.31 38 0.998 0(COSM4998611),0(COSM4998612),0(COSM4998613)SEA domain rs12150888 0.2916 YES 3.966E-3 (pos.9070402) ductal_carcinomaMucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab G=9, T=13 G=0.4091, T=0.5909 0.00001 122.567 22 G=2/7, T=5/8

chr19:9057896 G/C G C SNV MUC16 MUC16:exonic:NM_024690.2 1 58.33 3 missense NM_024690.2c.29550C>Gp.Asp9850Glu -4.11 45 0 0(COSM5057114),0(COSM5057115)SEA domain rs12984471 0.3372 YES 2.262E-2;0.0 (pos.9057896)intestinal_adenocarcinomaMucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab G=20, C=28 G=0.4167, C=0.5833 0.00001 345.946 48 G=10/10, C=19/9

chr19:9084183 G/A G A SNV MUC16 MUC16:exonic:NM_024690.2 1 57.14 1 synonymous NM_024690.2c.7632C>T p.(=) -0.11 0(COSM4415015),0(COSM4415016)SEA domain rs1609460 0.4926 YES 3.232E-1 (pos.9084183) acute_myeloid_leukaemia,adenocarcinomaMucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab G=9, A=12 G=0.4286, A=0.5714 0.00001 109.102 21 G=5/4, A=6/6

chr2:143787274 T/T C T SNV KYNU KYNU:intronic:NM_003937.2 1 100 intronic NM_003937.2c.955+26C>Tp.? 0.22 Aminotransferase class-Vrs386651341,rs64300008.00E-04 YES 9.625E-1 (pos.143787274) KynureninaseL-kynurenine catabolic process,NAD biosynthetic process,anthranilate metabolic process,catalytic activity,cytoplasm,cytosol,kynureninase activity,mitochondrion,protein homodimerization activity,pyridoxal phosphate binding,quinolinate biosynthetic process,response to interferon-gamma,response to vitamin B6,tryptophan catabolic process,tryptophan catabolic process to acetyl-CoA,tryptophan catabolic process to kynurenineAmino Acid Metabolism, Inborn Errors;Autoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;Urologic Diseases3-Hydroxyhippuric acid,L-Alanine,Pyridoxal PhosphateC=0, T=88 C=0.0, T=1.0 0.00001 1451.86 88 C=0/0, T=56/32

chr2:144193293 C/T C T SNV ARHGAP15 ARHGAP15:intronic:NM_018460.3 1 46.88 intronic NM_018460.3c.573+25C>Tp.? 0.13 PH domain,RhoGAP domainrs12621011 0.019 YES 2.112E-1 (pos.144193293) Rho GTPase-activating protein 15GTPase activator activity,cytosol,membrane,positive regulation of GTPase activity,regulation of cell shape,regulation of small GTPase mediated signal transduction,signal transductionC=17, T=15 C=0.5313, T=0.4688 0.00001 143.455 32 C=7/10, T=11/4

chr2:149529083 C/C T C SNV EPC2 EPC2:intronic:NM_015630.3 1 100 intronic NM_015630.3c.1720+127T>Cp.? -1.39 Enhancer of Polycomb C-terminus,Enhancer of polycomb-likers4972266 YES Enhancer of polycomb, Drosophila, homolog of, 2DNA repair,Piccolo NuA4 histone acetyltransferase complex,histone acetylation,histone acetyltransferase activity,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedT=0, C=50 T=0.0, C=1.0 0.00001 852.582 50 T=0/0, C=34/16

chr2:152303171 A/A G A SNV RIF1 RIF1:intronic:NM_018151.4 1 100 intronic NM_018151.4c.2244+82G>Ap.? -1.5 Rap1-interacting factor 1 N terminalrs2432941 YES Ligand-dependent nuclear receptor-interacting factor 1cell cycle,cellular response to DNA damage stimulus,cellular response to leukemia inhibitory factor,chromatin silencing at telomere,chromosome, telomeric region,condensed chromosome,cytoplasm,double-strand break repair via nonhomologous end joining,female pronucleus,male pronucleus,negative regulation of double-strand break repair via homologous recombination,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nuclear chromatin,nuclear membrane,nucleoplasm,nucleus,plasma membrane,positive regulation of double-strand break repair via nonhomologous end joining,positive regulation of histone H3-K9 methylation,positive regulation of isotype switching,protein binding,site of double-strand break,spindle midzone,stem cell population maintenance,telomere maintenance,telomere maintenance in response to DNA damageG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=10/11

chr19:9084216 T/C T C SNV MUC16 MUC16:exonic:NM_024690.2 1 50 1 synonymous NM_024690.2c.7599A>G p.(=) -0.04 0(COSM4132885),0(COSM4132886)SEA domain rs1609459 0.3273 YES 2.296E-2 (pos.9084216) adenocarcinoma,neoplasmMucin 16 Golgi lumen,O-glycan processing,cell adhesion,extracellular exosome,extrinsic component of membrane,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathway,vesicleAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Proteinuria;Urination Disorders;Urogenital Neoplasms;Urologic DiseasesOregovomab T=12, C=12 T=0.5, C=0.5 0.00001 106.709 24 T=5/7, C=6/6

chr7:100678086 C/C T C SNV MUC17 MUC17:exonic:NM_001040105.1 1 100 3 missense NM_001040105.1c.3389T>C p.Ile1130Thr -0.52 0 89 0 SEA domain rs4729647,rs755100561 0.1047 YES 1.156E-4 (pos.100678085),9.177E-1;5.451E-2 (pos.100678086)Mucin 17 Golgi lumen,O-glycan processing,PDZ domain binding,apical plasma membrane,cellular homeostasis,external side of plasma membrane,extracellular matrix constituent, lubricant activity,extracellular region,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayT=0, C=37 T=0.0, C=1.0 0.00001 583.704 37 T=0/0, C=17/20

chr7:100675512 G/A G A SNV MUC17 MUC17:exonic:NM_001040105.1 1 59.09 3 missense NM_001040105.1c.815G>A p.Gly272Glu -2.65 0 98 0 0(COSM6331640)SEA domain rs10259584 0.1147 YES 4.997E-2 (pos.100675512)neoplasm Mucin 17 Golgi lumen,O-glycan processing,PDZ domain binding,apical plasma membrane,cellular homeostasis,external side of plasma membrane,extracellular matrix constituent, lubricant activity,extracellular region,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayG=9, A=13 G=0.4091, A=0.5909 0.00001 122.562 22 G=9/0, A=9/4

chr2:152349026 A/A G A SNV NEB NEB:intronic:NM_004543.4 1 100 intronic NM_004543.4c.19162-18C>Tp.? 0.08 Nebulin repeat,SH3 domain,Variant SH3 domainrs2288195 0.3336 YES 7.801E-1 (pos.152349026) Nebulin Z disc,actin binding,actin cytoskeleton,cytosol,extracellular exosome,muscle filament sliding,muscle organ development,protein binding,regulation of actin filament length,somatic muscle development,structural constituent of muscleCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Nemaline;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaBenign G=0, A=40 G=0.0, A=1.0 0.00001 644.286 40 G=0/0, A=10/30

chr7:100680370 C/T C T SNV MUC17 MUC17:exonic:NM_001040105.1 1 50 3 synonymous NM_001040105.1c.5673C>T p.(=) -3.56 0(COSM5766445)SEA domain rs10257974,rs2017620130.1148 YES 5.887E-2 (pos.100680370)adenocarcinomaMucin 17 Golgi lumen,O-glycan processing,PDZ domain binding,apical plasma membrane,cellular homeostasis,external side of plasma membrane,extracellular matrix constituent, lubricant activity,extracellular region,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayC=14, T=14 C=0.5, T=0.5 0.00001 129.092 28 C=7/7, T=9/5

chr7:100695138 G/A G A SNV MUC17 MUC17:exonic:NM_001040105.1 1 50 9 missense NM_001040105.1c.12998G>Ap.Arg4333Gln -0.05 0.1 43 0.36 0.01(COSM3762284)SEA domain rs73168398 0.1088 YES 1.047E-1 (pos.100695138)adenocarcinomaMucin 17 Golgi lumen,O-glycan processing,PDZ domain binding,apical plasma membrane,cellular homeostasis,external side of plasma membrane,extracellular matrix constituent, lubricant activity,extracellular region,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayG=37, A=37 G=0.5, A=0.5 0.00001 383.419 74 G=15/22, A=13/24

chr7:100679809 C/T C T SNV MUC17 MUC17:exonic:NM_001040105.1 1 45.45 3 synonymous NM_001040105.1c.5112C>T p.(=) -4.23 0(COSM3762279),0(COSM4416876)SEA domain rs4992074 0.1162 YES 2.102E-1 (pos.100679809)acute_myeloid_leukaemia,adenocarcinoma,neoplasmMucin 17 Golgi lumen,O-glycan processing,PDZ domain binding,apical plasma membrane,cellular homeostasis,external side of plasma membrane,extracellular matrix constituent, lubricant activity,extracellular region,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayC=29, T=25 C=0.537, T=0.463 0.00001 247.553 55 C=21/8, T=14/11

chr11:1094690 T/T C T SNV MUC2 MUC2:exonic:NM_002457.4 1 100 32 synonymous NM_002457.4c.5778C>T p.(=) -4.19 0(COSM3752132)C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs10794291 0.4995 YES 9.245E-1 (pos.1094690) adenocarcinoma,neoplasmMucin 2, intestinal/trachealAdenocarcinoma;Adenoma;Carcinoma;Colitis;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Diseases, Interstitial;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Rectal Diseases;Rectal Neoplasms;Respiratory Tract DiseasesPranlukast C=0, T=30 C=0.0, T=1.0 0.00001 446.639 30 C=0/0, T=22/8

chr2:153492910 T/T G T SNV FMNL2 FMNL2:intronic:NM_052905.3 1 100 intronic NM_052905.3c.2681-31G>Tp.? -1.94 Diaphanous FH3 Domain,Diaphanous GTPase-binding Domain,Formin Homology 2 Domainrs1561267 0.1 YES 8.602E-1 (pos.153492910) Formin-like 2Rho GTPase binding,actin binding,cadherin binding,cortical actin cytoskeleton organization,cytoskeleton organization,cytosol,regulation of cell morphogenesisG=0, T=20 G=0.0, T=1.0 0.00001 258.088 20 G=0/0, T=16/4

chr2:153519524 G/G A G SNV PRPF40A PRPF40A:intronic:NM_017892.3 1 100 intronic NM_017892.3c.2226+25T>Cp.? -0.43 FF domain,WW domainrs1036526 0.1823 YES 7.423E-1 (pos.153519524) Precursor mRNA-processing factor 40, S. cerevisiae, homolog of, ARNA binding,U1 snRNP,U2-type prespliceosome,cell cycle,cell division,cell migration,cytoskeleton organization,cytosol,mRNA splicing, via spliceosome,membrane,nuclear matrix,nuclear speck,nucleoplasm,proline-rich region binding,protein binding,regulation of cell shape,regulation of cytokinesisA=0, G=47 A=0.0, G=1.0 0.00001 793.7 47 A=0/0, G=26/21

chr2:153572438 T/T C T SNV PRPF40A PRPF40A:intronic:NM_017892.3 1 100 intronic NM_017892.3c.216+71G>Ap.? 0.32 FF domain,WW domainrs2346548,rs386651723 Precursor mRNA-processing factor 40, S. cerevisiae, homolog of, ARNA binding,U1 snRNP,U2-type prespliceosome,cell cycle,cell division,cell migration,cytoskeleton organization,cytosol,mRNA splicing, via spliceosome,membrane,nuclear matrix,nuclear speck,nucleoplasm,proline-rich region binding,protein binding,regulation of cell shape,regulation of cytokinesisC=0, T=38 C=0.0, T=1.0 0.00001 603.786 38 C=0/0, T=23/15

chr2:153577013 A/A G A SNV ARL6IP6 ARL6IP6:intronic:NM_152522.5 1 100 intronic NM_152522.5c.401-34G>Ap.? -0.9 Haemopoietic lineage transmembrane helixrs9646744 0.1802 YES 7.434E-1 (pos.153577013) ADP-ribosylation factor-like 6-interacting protein 6integral component of membrane G=0, A=28 G=0.0, A=1.0 0.00001 413.531 28 G=0/0, A=10/18

chr2:155099146 G/A G A SNV GALNT13 GALNT13:intronic:NM_052917.3 1 57.14 intronic NM_052917.3c.479-65G>Ap.? -0.07 Glycosyl transferase family 2,Glycosyltransferase like family 2,N-terminal domain of galactosyltransferase,Ricin-type beta-trefoil lectin domainrs9288324 YES UDP-N-acetyl-alpha-D-galactosamine:polypeptide N-acetylgalactosaminyltransferase 13Golgi membrane,O-glycan processing,carbohydrate binding,integral component of membrane,metal ion binding,polypeptide N-acetylgalactosaminyltransferase activity,protein O-linked glycosylation via serine,protein O-linked glycosylation via threonineG=42, A=56 G=0.4286, A=0.5714 0.00001 673.784 98 G=16/26, A=30/26

chr2:15519992 T/T G T SNV NBAS NBAS:intronic:NM_015909.3 1 100 intronic NM_015909.3c.3361-37C>Ap.? -0.39 Neuroblastoma-amplified sequence, N terminal,Secretory pathway protein Sec39rs2058866 0.3157 YES 2.253E-1;0.0 (pos.15519992) Neuroblastoma-amplified sequenceDsl1/NZR complex,SNARE binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,negative regulation of nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nuclear-transcribed mRNA catabolic process,protein transport,retrograde vesicle-mediated transport, Golgi to ERDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsG=0, T=37 G=0.0, T=1.0 0.00001 583.447 37 G=0/0, T=18/19

chr2:15523266 A/T A T SNV NBAS NBAS:intronic:NM_015909.3 1 95.45 intronic NM_015909.3c.3360+73T>Ap.? -2.19 Neuroblastoma-amplified sequence, N terminal,Secretory pathway protein Sec39rs6756934 YES Neuroblastoma-amplified sequenceDsl1/NZR complex,SNARE binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,negative regulation of nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nuclear-transcribed mRNA catabolic process,protein transport,retrograde vesicle-mediated transport, Golgi to ERDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsA=1, T=21 A=0.0455, T=0.9545 0.00001 269.34 22 A=1/0, T=15/6

chr2:155295380 C/C T C SNV

GALNT13,LO

C10014459

5 GALNT13:intronic:NM_052917.3, LOC100144595:intronic:NM_001256368.11

100

intronic NM_052917.3, NM_001256368.1c.1530+142T>C, c.50-1018A>Gp.?, p.? -3.52 Glycosyl transferase family 2,Glycosyltransferase like family 2,N-terminal domain of galactosyltransferase,Ricin-type beta-trefoil lectin domainrs697647 UDP-N-acetyl-alpha-D-galactosamine:polypeptide N-acetylgalactosaminyltransferase 13Golgi membrane,O-glycan processing,carbohydrate binding,integral component of membrane,metal ion binding,polypeptide N-acetylgalactosaminyltransferase activity,protein O-linked glycosylation via serine,protein O-linked glycosylation via threonineT=0, C=88 T=0.0, C=1.0 0.00001 1451.89 88 T=0/0, C=39/49

chr11:1094753 C/C A C SNV MUC2 MUC2:exonic:NM_002457.4 1 100 32 synonymous NM_002457.4c.5841A>C p.(=) -1.34 0(COSM3752133)C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs10794292,rs3867496500.4168 YES 9.932E-1;0.0 (pos.1094753)adenocarcinoma,neoplasmMucin 2, intestinal/trachealAdenocarcinoma;Adenoma;Carcinoma;Colitis;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Diseases, Interstitial;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Rectal Diseases;Rectal Neoplasms;Respiratory Tract DiseasesPranlukast A=0, C=35 A=0.0, C=1.0 0.00001 530.484 35 A=0/0, C=21/14

chr11:1087972 C/T C T SNV MUC2 MUC2:exonic:NM_002457.4 1 45.45 25 synonymous NM_002457.4c.3447C>T p.(=) -1.94 0.01(COSM4145219),0.01(COSM4145220)C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs10902088 0.1996 YES 4.185E-1 (pos.1087972) neoplasm Mucin 2, intestinal/trachealAdenocarcinoma;Adenoma;Carcinoma;Colitis;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Diseases, Interstitial;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Rectal Diseases;Rectal Neoplasms;Respiratory Tract DiseasesPranlukast C=18, T=15 C=0.5455, T=0.4545 0.00001 143.162 33 C=13/5, T=12/3

chr2:15601574 T/T C T SNV NBAS NBAS:intronic:NM_015909.3 1 100 intronic NM_015909.3c.2203-113G>Ap.? 0.95 Neuroblastoma-amplified sequence, N terminal,Secretory pathway protein Sec39rs7590458 YES Neuroblastoma-amplified sequenceDsl1/NZR complex,SNARE binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,negative regulation of nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nuclear-transcribed mRNA catabolic process,protein transport,retrograde vesicle-mediated transport, Golgi to ERDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsC=0, T=42 C=0.0, T=1.0 0.00001 681.03 42 C=0/0, T=15/27

chr6:30993958 G/G A G SNV MUC22 MUC22:exonic:NM_001198815.1 1 100 3 synonymous NM_001198815.1c.750A>G p.(=) -1.07 0(COSM5766970)Mucin, catalytic, TM and cytoplasmic tail regionrs2523897 YES 7.771E-1 (pos.30993958) adenocarcinomaMucin 22 integral component of membraneAutoimmune Diseases;Endocrine System Diseases;Exophthalmos;Eye Diseases;Goiter;Graves Disease;Hyperthyroidism;Immune System Diseases;Orbital Diseases;Thyroid DiseasesA=0, G=40 A=0.0, G=1.0 0.00001 644.285 40 A=0/0, G=29/11

chr6:30997692 C/C G C SNV MUC22 MUC22:exonic:NM_001198815.1 1 100 3 missense NM_001198815.1c.4484G>C p.Ser1495Thr -3.6 1 58 0.009 0(COSM4594305)Mucin, catalytic, TM and cytoplasmic tail regionrs9262549 YES 6.714E-1 (pos.30997692) squamous_cell_carcinomaMucin 22 integral component of membraneAutoimmune Diseases;Endocrine System Diseases;Exophthalmos;Eye Diseases;Goiter;Graves Disease;Hyperthyroidism;Immune System Diseases;Orbital Diseases;Thyroid DiseasesG=0, C=82 G=0.0, C=1.0 0.00001 1328.33 82 G=0/0, C=55/27

chr2:15616013 G/G C G SNV NBAS NBAS:intronic:NM_015909.3 1 100 intronic NM_015909.3c.1148-9G>Cp.? -0.67 0.01(COSM4419991)Neuroblastoma-amplified sequence, N terminal,Secretory pathway protein Sec39rs1990755 0.3176 YES 1.588E-1;0.0 (pos.15616013)acute_myeloid_leukaemiaNeuroblastoma-amplified sequenceDsl1/NZR complex,SNARE binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,negative regulation of nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nuclear-transcribed mRNA catabolic process,protein transport,retrograde vesicle-mediated transport, Golgi to ERDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsC=0, G=93 C=0.0, G=1.0 0.00001 1555.33 93 C=0/0, G=34/59

chr2:15616030 T/T C T SNV NBAS NBAS:intronic:NM_015909.3 1 100 intronic NM_015909.3c.1148-26G>Ap.? -0.19 Neuroblastoma-amplified sequence, N terminal,Secretory pathway protein Sec39rs1990756 0.3181 YES 1.612E-1 (pos.15616030) Neuroblastoma-amplified sequenceDsl1/NZR complex,SNARE binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,negative regulation of nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nuclear-transcribed mRNA catabolic process,protein transport,retrograde vesicle-mediated transport, Golgi to ERDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsC=0, T=94 C=0.0, T=1.0 0.00001 1576.17 94 C=0/0, T=34/60

chr2:15618339 A/A G A SNV NBAS NBAS:intronic:NM_015909.3 1 100 intronic NM_015909.3c.1147+11C>Tp.? 0.38 Neuroblastoma-amplified sequence, N terminal,Secretory pathway protein Sec39rs1125534 0.3165 YES 2.14E-1 (pos.15618339) Neuroblastoma-amplified sequenceDsl1/NZR complex,SNARE binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,negative regulation of nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nuclear-transcribed mRNA catabolic process,protein transport,retrograde vesicle-mediated transport, Golgi to ERDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsG=0, A=46 G=0.0, A=1.0 0.00001 768.313 46 G=0/0, A=17/29

chr3:195512186 C/C T C SNV MUC4 MUC4:exonic:NM_018406.6 1 100 2 missense NM_018406.6c.6265A>G p.Ile2089Val -4.83 0.8 29 0.029 0(COSM1617384),0(COSM4590454)Nidogen-like,von Willebrand factor type D domainrs202060675,rs751858617,rs753438397,rs756891120YES 1.721E-3;0.0 (pos.195512168),9.958E-1;0.0;0.0;0.0 (pos.195512186)astrocytoma_Grade_IV,carcinoma,squamous_cell_carcinomaMucin 4, tracheobronchialErbB-2 class receptor binding,Golgi lumen,O-glycan processing,cell-matrix adhesion,extracellular exosome,extracellular matrix constituent, lubricant activity,extracellular space,integral component of membrane,integral component of plasma membrane,maintenance of gastrointestinal epithelium,membrane,plasma membrane,proteinaceous extracellular matrix,stimulatory C-type lectin receptor signaling pathway,vesicleAbortion, Spontaneous;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Pregnancy Complications;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=34 T=0.0, C=1.0 0.00001 524.184 34 T=0/0, C=25/9

chr2:15676684 GA/GA G GA INDEL NBAS NBAS:intronic:NM_015909.3 1 100 intronic NM_015909.3c.514-9C>TCp.? 0.8 Neuroblastoma-amplified sequence, N terminal,Secretory pathway protein Sec39rs781067753 0.0 (pos.15676684) Neuroblastoma-amplified sequenceDsl1/NZR complex,SNARE binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,negative regulation of nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nuclear-transcribed mRNA catabolic process,protein transport,retrograde vesicle-mediated transport, Golgi to ERDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsG=0, GA=31 G=0.0, GA=1.0 0.00001 431.321 31 G=0/0, GA=12/19

chr2:15737343 G/G A G SNV DDX1 DDX1:intronic:NM_004939.2 1 100 intronic NM_004939.2c.163-156A>Gp.? 1.03 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,SPRY domainrs2302930 YES DEAD/H box-1ATP binding,ATP-dependent RNA helicase activity,ATP-dependent helicase activity,DNA binding,DNA duplex unwinding,DNA/RNA helicase activity,RNA binding,RNA helicase activity,RNA secondary structure unwinding,chromatin binding,cleavage body,cytoplasm,cytoplasmic stress granule,cytosol,double-strand break repair,double-stranded RNA binding,exonuclease activity,helicase activity,intracellular ribonucleoprotein complex,membrane,multicellular organism development,nuclease activity,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleolus,nucleoplasm,nucleus,poly(A) binding,protein binding,protein localization to cytoplasmic stress granule,regulation of transcription, DNA-templated,regulation of translational initiation,response to exogenous dsRNA,response to virus,spliceosomal complex assembly,tRNA splicing, via endonucleolytic cleavage and ligation,tRNA-splicing ligase complex,transcription cofactor activity,transcription, DNA-templatedCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Endometrial Hyperplasia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Complex and Mixed;Neoplastic Syndromes, Hereditary;Substance-Related Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Uterine Diseases;Wilms TumorA=0, G=22 A=0.0, G=1.0 0.00001 298.884 22 A=0/0, G=15/7

chr2:15737480 A/A C A SNV DDX1 DDX1:intronic:NM_004939.2 1 100 intronic NM_004939.2c.163-19C>Ap.? -0.05 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,SPRY domainrs2302931 0.1564 YES 1.947E-1 (pos.15737480) DEAD/H box-1ATP binding,ATP-dependent RNA helicase activity,ATP-dependent helicase activity,DNA binding,DNA duplex unwinding,DNA/RNA helicase activity,RNA binding,RNA helicase activity,RNA secondary structure unwinding,chromatin binding,cleavage body,cytoplasm,cytoplasmic stress granule,cytosol,double-strand break repair,double-stranded RNA binding,exonuclease activity,helicase activity,intracellular ribonucleoprotein complex,membrane,multicellular organism development,nuclease activity,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleolus,nucleoplasm,nucleus,poly(A) binding,protein binding,protein localization to cytoplasmic stress granule,regulation of transcription, DNA-templated,regulation of translational initiation,response to exogenous dsRNA,response to virus,spliceosomal complex assembly,tRNA splicing, via endonucleolytic cleavage and ligation,tRNA-splicing ligase complex,transcription cofactor activity,transcription, DNA-templatedCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Endometrial Hyperplasia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Complex and Mixed;Neoplastic Syndromes, Hereditary;Substance-Related Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Uterine Diseases;Wilms TumorC=0, A=21 C=0.0, A=1.0 0.00001 281.216 21 C=0/0, A=9/12



chr2:157427593 C/C T C SNV GPD2 GPD2:intronic:NM_000408.4 1 100 intronic NM_000408.4c.1609-53T>Cp.? -1.09 C-terminal domain of alpha-glycerophosphate oxidase,EF-hand domain pair,FAD binding domain,FAD dependent oxidoreductasers1469652 YES Glycerol-3-phosphate dehydrogenase 2 (mitochondrial)calcium ion binding,camera-type eye development,gluconeogenesis,glycerol catabolic process,glycerol-3-phosphate dehydrogenase activity,glycerol-3-phosphate dehydrogenase complex,glycerol-3-phosphate metabolic process,glycerophosphate shuttle,mitochondrial inner membrane,multicellular organism growth,oxidation-reduction process,sn-glycerol-3-phosphate:ubiquinone-8 oxidoreductase activityAmino Acid Metabolism, Inborn Errors;Bone Diseases;Bone Diseases, Metabolic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;OsteoporosisT=0, C=71 T=0.0, C=1.0 0.00001 1109.16 71 T=0/0, C=14/57

chr2:15753482 G/G C G SNV DDX1 DDX1:intronic:NM_004939.2 1 100 intronic NM_004939.2c.1017+74C>Gp.? -0.23 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,SPRY domainrs2302935 YES DEAD/H box-1ATP binding,ATP-dependent RNA helicase activity,ATP-dependent helicase activity,DNA binding,DNA duplex unwinding,DNA/RNA helicase activity,RNA binding,RNA helicase activity,RNA secondary structure unwinding,chromatin binding,cleavage body,cytoplasm,cytoplasmic stress granule,cytosol,double-strand break repair,double-stranded RNA binding,exonuclease activity,helicase activity,intracellular ribonucleoprotein complex,membrane,multicellular organism development,nuclease activity,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleolus,nucleoplasm,nucleus,poly(A) binding,protein binding,protein localization to cytoplasmic stress granule,regulation of transcription, DNA-templated,regulation of translational initiation,response to exogenous dsRNA,response to virus,spliceosomal complex assembly,tRNA splicing, via endonucleolytic cleavage and ligation,tRNA-splicing ligase complex,transcription cofactor activity,transcription, DNA-templatedCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Endometrial Hyperplasia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Complex and Mixed;Neoplastic Syndromes, Hereditary;Substance-Related Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Uterine Diseases;Wilms TumorC=0, G=89 C=0.0, G=1.0 0.00001 1469.16 89 C=0/0, G=46/43

chr2:158401137 C/C T C SNV ACVR1C ACVR1C:intronic:NM_145259.2 1 100 intronic NM_145259.2c.776-13A>Gp.? 0.46 Protein kinase domain,Protein tyrosine kinase,Transforming growth factor beta type I GS-motifrs10432556 0.1915 YES 9.131E-1 (pos.158401137) Activin A receptor, type ICATP binding,activin receptor activity, type I,activin receptor complex,apoptotic nuclear changes,cell differentiation,growth factor binding,lipid storage,metal ion binding,negative regulation of chorionic trophoblast cell proliferation,negative regulation of insulin secretion,negative regulation of trophoblast cell migration,nodal binding,nodal signaling pathway,plasma membrane,positive regulation of cysteine-type endopeptidase activity involved in apoptotic process,protein phosphorylation,protein serine/threonine kinase activity,response to dietary excess,response to glucose,response to insulin,signal transducer, downstream of receptor, with serine/threonine kinase activity,signal transduction by protein phosphorylationT=0, C=94 T=0.0, C=1.0 0.00001 1576.15 94 T=0/0, C=48/46

chr3:195497143 C/T C T SNV MUC4 MUC4:exonic:NM_018406.6 1 46.51 6 missense NM_018406.6c.13342G>Ap.Ala4448Thr 1.86 0.56 58 0 Nidogen-like,von Willebrand factor type D domainrs2293232 0.1259 YES 1.984E-1 (pos.195497143) Mucin 4, tracheobronchialErbB-2 class receptor binding,Golgi lumen,O-glycan processing,cell-matrix adhesion,extracellular exosome,extracellular matrix constituent, lubricant activity,extracellular space,integral component of membrane,integral component of plasma membrane,maintenance of gastrointestinal epithelium,membrane,plasma membrane,proteinaceous extracellular matrix,stimulatory C-type lectin receptor signaling pathway,vesicleAbortion, Spontaneous;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Pregnancy Complications;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=23, T=20 C=0.5349, T=0.4651 0.00001 212.325 43 C=9/14, T=7/13

chr11:1252708 C/C G C SNV MUC5B MUC5B:exonic:NM_002458.2 1 100 14 synonymous NM_002458.2c.1596G>C p.(=) -1.72 0.02(COSM4145458),0.02(COSM4145459)C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs2735709 0.4981 YES 6.575E-1;0.0 (pos.1252708)carcinoma,neoplasmMucin 5, subtype B, tracheobronchialGolgi lumen,O-glycan processing,extracellular exosome,extracellular space,intracellular membrane-bounded organelle,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayBronchial Diseases;Bronchiolitis;Bronchitis;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Neoplasms;Pulmonary Fibrosis;Respiratory Tract Diseases;Respiratory Tract InfectionsBenign G=0, C=55 G=0.0, C=1.0 0.00001 814.907 55 G=0/0, C=28/27

chr2:159526461 T/T C T SNV

PKP4,PKP4-

AS1 PKP4-AS1:intronic_nc:NR_135242.1, PKP4:intronic:NM_003628.4 1
100

intronic NM_003628.4, NR_135242.1c.2924+34C>Tp.? -1.15 Armadillo/beta-catenin-like repeatrs13396528 0.1186 YES 3.965E-2 (pos.159526461) Plakophilin-4cell junction,cell-cell adhesion,cell-cell contact zone,cell-cell junction,cell-cell junction assembly,cell-cell signaling,cornification,cornified envelope,cytoplasm,cytoplasmic side of plasma membrane,cytoskeleton,desmosome,keratinization,midbody,mitotic spindle,perinuclear region of cytoplasm,plasma membrane,positive regulation of GTPase activity,positive regulation of cytokinesis,postsynaptic density,protein binding,regulation of cell adhesion,spindle midzone,spindle poleC=0, T=44 C=0.0, T=1.0 0.00001 726.569 44 C=0/0, T=15/29

chr11:1253942 C/C T C SNV MUC5B MUC5B:exonic:NM_002458.2 1 100 17 synonymous NM_002458.2c.2007T>C p.(=) -1.09 0.02(COSM3722636),0.02(COSM3722637)C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs908229 0.3896 YES 7.178E-1 (pos.1253942) neoplasm,squamous_cell_carcinomaMucin 5, subtype B, tracheobronchialGolgi lumen,O-glycan processing,extracellular exosome,extracellular space,intracellular membrane-bounded organelle,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayBronchial Diseases;Bronchiolitis;Bronchitis;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Neoplasms;Pulmonary Fibrosis;Respiratory Tract Diseases;Respiratory Tract InfectionsBenign T=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=15/6

chr2:160033174 G/G A G SNV TANC1 TANC1:intronic:NM_033394.2 1 100 intronic NM_033394.2c.1902+145A>Gp.? -0.79 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Tetratricopeptide repeatrs759034 YES Tetratricopeptide repeat-, ankyrin repeat-, and coiled-coil-containing protein 1axon terminus,cell junction,dendrite,dendritic spine maintenance,myoblast fusion,neuronal cell body,postsynaptic density,postsynaptic membrane,visual learningCardiovascular Diseases;Death, Sudden, Cardiac;Heart Arrest;Heart DiseasesA=0, G=48 A=0.0, G=1.0 0.00001 810.435 48 A=0/0, G=23/25

chr11:1264823 C/C T C SNV MUC5B MUC5B:exonic:NM_002458.2 1 100 31 missense NM_002458.2c.6713T>C p.Leu2238Pro -2.46 0.16 98 0.028 0(COSM1600233),0(COSM1600234)C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs200832980,rs4963031 0.4364 YES 9.824E-1 (pos.1264823) adenocarcinoma,astrocytoma_Grade_IV,neoplasmMucin 5, subtype B, tracheobronchialGolgi lumen,O-glycan processing,extracellular exosome,extracellular space,intracellular membrane-bounded organelle,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayBronchial Diseases;Bronchiolitis;Bronchitis;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Neoplasms;Pulmonary Fibrosis;Respiratory Tract Diseases;Respiratory Tract InfectionsBenign T=0, C=220 T=0.0, C=1.0 0.00001 3590.13 220 T=0/0, C=107/113

chr11:1268608 G/G A G SNV MUC5B MUC5B:exonic:NM_002458.2 1 100 31 missense NM_002458.2c.10498A>Gp.Ser3500Gly -0.72 1 56 0 0(COSM3765546),0(COSM3765547)C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs2943527 0.4251 YES 6.562E-1 (pos.1268608) hepatocellular_carcinoma,neoplasmMucin 5, subtype B, tracheobronchialGolgi lumen,O-glycan processing,extracellular exosome,extracellular space,intracellular membrane-bounded organelle,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayBronchial Diseases;Bronchiolitis;Bronchitis;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Neoplasms;Pulmonary Fibrosis;Respiratory Tract Diseases;Respiratory Tract InfectionsBenign A=0, G=114 A=0.0, G=1.0 0.00001 1803.17 114 A=0/0, G=65/49

chr11:1280238 G/A G A SNV MUC5B MUC5B:exonic:NM_002458.2 1 96.77 44 missense NM_002458.2c.16660G>Ap.Asp5554Asn -0.37 0.15 23 0.22 C8 domain,Mucin-2 protein WxxW repeating region,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs55856616 0.0301 YES 6.25E-3 (pos.1280238) Mucin 5, subtype B, tracheobronchialGolgi lumen,O-glycan processing,extracellular exosome,extracellular space,intracellular membrane-bounded organelle,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayBronchial Diseases;Bronchiolitis;Bronchitis;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Neoplasms;Pulmonary Fibrosis;Respiratory Tract Diseases;Respiratory Tract InfectionsBenign G=1, A=30 G=0.0323, A=0.9677 0.00001 434.776 31 G=0/1, A=16/14

chr2:160128202 C/C A C SNV WDSUB1 WDSUB1:intronic:NM_001128212.2 1 100 intronic NM_001128212.2c.770+11T>Gp.? 0.48 SAM domain (Sterile alpha motif),Sterile alpha motif (SAM)/Pointed domain,U-box domain,WD domain, G-beta repeatrs11891627 0.0436 YES 2.002E-1 (pos.160128202) protein ubiquitination,ubiquitin-protein transferase activityA=0, C=24 A=0.0, C=1.0 0.00001 334.792 24 A=0/0, C=11/13

chr11:1019375 T/T C T SNV MUC6 MUC6:exonic:NM_005961.2 1 100 30 synonymous NM_005961.2c.3930G>A p.(=) -1.54 0(COSM4145181),0(COSM4145182)C8 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs9704308 0.0699 YES 8.68E-1 (pos.1019375) neoplasm Mucin 6, gastricGolgi lumen,O-glycan processing,extracellular matrix structural constituent,extracellular region,maintenance of gastrointestinal epithelium,plasma membrane,stimulatory C-type lectin receptor signaling pathwayDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=13/9

chr2:160139048 C/T C T SNV WDSUB1 WDSUB1:intronic:NM_001128212.2 1 98.36 intronic NM_001128212.2c.398+135G>Ap.? 0 SAM domain (Sterile alpha motif),Sterile alpha motif (SAM)/Pointed domain,U-box domain,WD domain, G-beta repeatrs10490001 YES protein ubiquitination,ubiquitin-protein transferase activityC=1, T=60 C=0.0164, T=0.9836 0.00001 888.34 61 C=1/0, T=38/22

chr2:160176943 C/C A C SNV BAZ2B BAZ2B:intronic:NM_013450.3 1 100 intronic NM_013450.3c.6354-14T>Gp.? 0.45 Bromodomain,DDT domain,Methyl-CpG binding domain,PHD-finger,Williams-Beuren syndrome DDT (WSD), D-TOX E motifrs174229 4.00E-04 YES 1.0 (pos.160176943) Bromodomain adjacent to zinc finger domain, 2BDNA binding,metal ion binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedCardiovascular Diseases;Death, Sudden, Cardiac;Heart Arrest;Heart DiseasesA=0, C=35 A=0.0, C=1.0 0.00001 543.903 35 A=0/0, C=19/16

chr2:160243183 AT/AT TA AT MNV BAZ2B BAZ2B:intronic:NM_013450.3 2 100 intronic NM_013450.3c.3217-65TA>ATp.? 4.07, 0.28 Bromodomain,DDT domain,Methyl-CpG binding domain,PHD-finger,Williams-Beuren syndrome DDT (WSD), D-TOX E motifrs35227840,rs879258048,rs918350,rs918351YES Bromodomain adjacent to zinc finger domain, 2BDNA binding,metal ion binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedCardiovascular Diseases;Death, Sudden, Cardiac;Heart Arrest;Heart DiseasesTA=0, AT=53TA=0.0, AT=1.0 0.00001 784.587 53 TA=0/0, AT=16/37

chr11:1028379 C/T C T SNV MUC6 MUC6:exonic:NM_005961.2 1 58.33 14 missense NM_005961.2c.1600G>A p.Gly534Ser 4.52 0 56 1 C8 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs116256283 0.0135 2.373E-4 (pos.1028379) Mucin 6, gastricGolgi lumen,O-glycan processing,extracellular matrix structural constituent,extracellular region,maintenance of gastrointestinal epithelium,plasma membrane,stimulatory C-type lectin receptor signaling pathwayDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsC=15, T=21 C=0.4167, T=0.5833 0.00001 234.325 36 C=3/12, T=15/6

chr2:160585398 C/C G C SNV MARCH7 MARCH7:intronic:NM_022826.3 1 100 intronic NM_022826.3c.-13-122G>Cp.? -2.58 RING-variant domainrs3732289 YES Membrane-associated RING-CH finger protein 7negative regulation of T cell proliferation,protein ubiquitination,regulation of tolerance induction,transferase activity,zinc ion bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, C=67 G=0.0, C=1.0 0.00001 1034.38 67 G=0/0, C=35/32

chr2:160585740 A/A C A SNV MARCH7 MARCH7:intronic:NM_022826.3 1 100 intronic NM_022826.3c.153+54C>Ap.? 0.1 RING-variant domainrs3821299 YES Membrane-associated RING-CH finger protein 7negative regulation of T cell proliferation,protein ubiquitination,regulation of tolerance induction,transferase activity,zinc ion bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, A=61 C=0.0, A=1.0 0.00001 921.851 61 C=0/0, A=23/38

chr11:1017173 G/A G A SNV MUC6 MUC6:exonic:NM_005961.2 1 50 31 synonymous NM_005961.2c.5628C>T p.(=) 0.11 0.07(COSM4145057),0.07(COSM4145058)C8 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs61869004 YES 4.992E-1 (pos.1017173) acute_myeloid_leukaemia,neoplasmMucin 6, gastricGolgi lumen,O-glycan processing,extracellular matrix structural constituent,extracellular region,maintenance of gastrointestinal epithelium,plasma membrane,stimulatory C-type lectin receptor signaling pathwayDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsG=178, A=178G=0.5, A=0.5 0.00001 1905.22 356 G=73/105, A=74/104

chr19:1360575 G/A G A SNV MUM1 MUM1:exonic:NM_032853.3 1 95.65 5 missense NM_032853.3c.658G>A p.Gly220Arg 0.39 1 125 0 0(COSM5021975) rs3826942 0.243 YES 4.876E-1 (pos.1360575) carcinoma,osteosarcoma DNA repair,chromatin organization,cytosol,nucleosome binding,nucleus,protein bindingG=1, A=22 G=0.0435, A=0.9565 0.00001 288.89 23 G=0/1, A=4/18

chr6:49425521 T/T C T SNV MUT MUT:exonic:NM_000255.3 1 100 3 synonymous NM_000255.3c.636G>A p.(=) 0.67 0.39(COSM6350580)B12 binding domain,Methylmalonyl-CoA mutasers2229384 0.3836 YES 4.905E-1 (pos.49425521) carcinoma Methylmalonyl Coenzyme A mutasecobalamin binding,cobalamin metabolic process,homocysteine metabolic process,metal ion binding,methylmalonyl-CoA mutase activity,mitochondrial matrix,mitochondrion,modified amino acid binding,post-embryonic development,short-chain fatty acid catabolic processAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Methylmalonic acidemia;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Organic Acid Condition;Overnutrition;Recommended Newborn Screening PanelsCyanocobalamin,HydroxocobalaminBenign C=0, T=58 C=0.0, T=1.0 0.00001 867.385 58 C=0/0, T=21/37

chr2:160729134 C/C A C SNV

LY75,LY75-

CD302 LY75:intronic:NM_002349.3, LY75-CD302:intronic:NM_001198759.1 1
100

intronic NM_001198759.1, NM_002349.3c.1975-30T>G, c.1975-30T>Gp.?, p.? 0.56 Fibronectin type II domain,Lectin C-type domainrs1397705 0.0336 YES 1.0 (pos.160729134) carbohydrate binding,endocytosis,extracellular exosome,immune response,inflammatory response,integral component of plasma membrane,protein binding,receptor activity,signal transduction,transmembrane signaling receptor activityA=0, C=213 A=0.0, C=1.0 0.00001 3485.62 213 A=0/0, C=146/67

chr2:160729186 C/C T C SNV

LY75,LY75-

CD302 LY75:intronic:NM_002349.3, LY75-CD302:intronic:NM_001198759.1 1
100

intronic NM_001198759.1, NM_002349.3c.1975-82A>G, c.1975-82A>Gp.?, p.? 0.63 Fibronectin type II domain,Lectin C-type domainrs10168271 YES carbohydrate binding,endocytosis,extracellular exosome,immune response,inflammatory response,integral component of plasma membrane,protein binding,receptor activity,signal transduction,transmembrane signaling receptor activityT=0, C=212 T=0.0, C=1.0 0.00001 3465.69 212 T=0/0, C=142/70

chr2:160737857 T/TGTA T TGTA INDEL

LY75,LY75-

CD302 LY75:intronic:NM_002349.3, LY75-CD302:intronic:NM_001198759.1 3
96.77

intronic NM_001198759.1, NM_002349.3c.1247-106A>TACA, c.1247-106A>TACAp.?, p.? -0.19 Fibronectin type II domain,Lectin C-type domainrs3835165,rs397826060 YES carbohydrate binding,endocytosis,extracellular exosome,immune response,inflammatory response,integral component of plasma membrane,protein binding,receptor activity,signal transduction,transmembrane signaling receptor activityT=1, TGTA=30T=0.0323, TGTA=0.9677 0.00001 435.409 31 T=1/0, TGTA=15/15

chr2:160805993 G/G C G SNV PLA2R1 PLA2R1:intronic:NM_007366.4 1 100 intronic NM_007366.4c.3709+126G>Cp.? -0.05 Fibronectin type II domain,Lectin C-type domainrs6726923 YES Phospholipase A2 receptor 1carbohydrate binding,cell surface,cytokine production,extracellular exosome,extracellular region,integral component of plasma membrane,negative regulation of arachidonic acid secretion,negative regulation of phospholipase A2 activity,oxidative stress-induced premature senescence,phospholipase binding,plasma membrane,positive regulation of DNA damage response, signal transduction by p53 class mediator,positive regulation of arachidonic acid secretion,reactive oxygen species metabolic process,receptor activity,receptor complex,receptor-mediated endocytosis,replicative senescence,signal transduction,transmembrane signaling receptor activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, Membranous;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephritis;Substance-Related Disorders;Urologic DiseasesC=0, G=20 C=0.0, G=1.0 0.00001 263.786 20 C=0/0, G=10/10

chr2:160807742 T/T A T SNV PLA2R1 PLA2R1:intronic:NM_007366.4 1 100 intronic NM_007366.4c.3540+109T>Ap.? 0.44 Fibronectin type II domain,Lectin C-type domainrs952184 YES Phospholipase A2 receptor 1carbohydrate binding,cell surface,cytokine production,extracellular exosome,extracellular region,integral component of plasma membrane,negative regulation of arachidonic acid secretion,negative regulation of phospholipase A2 activity,oxidative stress-induced premature senescence,phospholipase binding,plasma membrane,positive regulation of DNA damage response, signal transduction by p53 class mediator,positive regulation of arachidonic acid secretion,reactive oxygen species metabolic process,receptor activity,receptor complex,receptor-mediated endocytosis,replicative senescence,signal transduction,transmembrane signaling receptor activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, Membranous;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephritis;Substance-Related Disorders;Urologic DiseasesA=0, T=25 A=0.0, T=1.0 0.00001 352.954 25 A=0/0, T=14/11

chr16:88724347 T/T G T SNV MVD MVD:exonic:NM_002461.2 1 100 3 synonymous NM_002461.2c.232C>A p.(=) 4.33 0.89(COSM3755198)GHMP kinases N terminal domainrs2279258,rs751341258 0.34 YES 0.0;0.0 (pos.88724340),6.191E-1;0.0 (pos.88724347)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,hepatocellular_carcinoma,neoplasmMevalonate pyrophosphate decarboxylaseATP binding,Hsp70 protein binding,carboxy-lyase activity,cholesterol biosynthetic process,cytosol,diphosphomevalonate decarboxylase activity,dolichyl diphosphate biosynthetic process,isopentenyl diphosphate biosynthetic process, mevalonate pathway,isoprenoid biosynthetic process,peroxisome,positive regulation of cell proliferation,protein homodimerization activity,regulation of cholesterol biosynthetic processCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Keratosis;Porokeratosis;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesG=0, T=22 G=0.0, T=1.0 0.00001 298.892 22 G=0/0, T=15/7

chrX:3228891 G/G A G SNV MXRA5 MXRA5:exonic:NM_015419.3 1 100 7 synonymous NM_015419.3c.7353T>C p.(=) -2.83 0.01(COSM3759478),0.01(COSM3759479)Immunoglobulin I-set domain,Immunoglobulin domain,Leucine rich repeat,Leucine rich repeats (6 copies)rs1635235 0.424 YES 7.654E-1 (pos.3228891) adenocarcinoma,neoplasmMatrix remodeling-associated protein 5extracellular exosome,molecular_function,response to transforming growth factor betaBronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsA=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=18/5

chr2:165358655 A/A T A SNV GRB14 GRB14:intronic:NM_004490.2 1 100 intronic NM_004490.2c.1104+110A>Tp.? -0.01 BPS (Between PH and SH2),PH domain,Ras association (RalGDS/AF-6) domain,SH2 domainrs7584035 YES Growth factor receptor-bound protein 14SH3/SH2 adaptor activity,cytoplasm,cytosol,endosome membrane,identical protein binding,intracellular membrane-bounded organelle,leukocyte migration,negative regulation of insulin receptor signaling pathway,plasma membrane,positive regulation of signal transduction,protein homodimerization activity,receptor tyrosine kinase binding,signal transductionDiabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesT=0, A=34 T=0.0, A=1.0 0.00001 523.911 34 T=0/0, A=21/13

chr2:165358672 G/G A G SNV GRB14 GRB14:intronic:NM_004490.2 1 100 intronic NM_004490.2c.1104+93T>Cp.? -0.63 BPS (Between PH and SH2),PH domain,Ras association (RalGDS/AF-6) domain,SH2 domainrs4667463 YES Growth factor receptor-bound protein 14SH3/SH2 adaptor activity,cytoplasm,cytosol,endosome membrane,identical protein binding,intracellular membrane-bounded organelle,leukocyte migration,negative regulation of insulin receptor signaling pathway,plasma membrane,positive regulation of signal transduction,protein homodimerization activity,receptor tyrosine kinase binding,signal transductionDiabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesA=0, G=36 A=0.0, G=1.0 0.00001 563.744 36 A=0/0, G=21/15

chrX:3235724 T/T C T SNV MXRA5 MXRA5:exonic:NM_015419.3 1 100 6 missense NM_015419.3c.5998G>A p.Gly2000Ser 0.84 0.55 56 0.117 0.2(COSM3759480),0.2(COSM3759481)Immunoglobulin I-set domain,Immunoglobulin domain,Leucine rich repeat,Leucine rich repeats (6 copies)rs1635242 0.3548 YES 7.704E-1 (pos.3235724) adenocarcinomaMatrix remodeling-associated protein 5extracellular exosome,molecular_function,response to transforming growth factor betaBronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsC=0, T=25 C=0.0, T=1.0 0.00001 352.895 25 C=0/0, T=11/14

chr2:166153499 G/G A G SNV SCN2A SCN2A:intronic:NM_001040143.1 1 100 intronic NM_001040143.1c.268-28A>Gp.? -0.21 Cytoplasmic domain of voltage-gated Na+ ion channel,IQ calmodulin-binding motif,Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs7593568 0.1562 YES 8.162E-1 (pos.166153499) Sodium channel, voltage-gated, type II, alpha subunitT-tubule,axon,integral component of membrane,integral component of plasma membrane,intercalated disc,intracellular,intrinsic apoptotic signaling pathway in response to osmotic stress,intrinsic component of plasma membrane,ion channel activity,ion transmembrane transport,membrane depolarization during action potential,myelination,neuron apoptotic process,neuronal action potential,node of Ranvier,paranode region of axon,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sodium channel complex,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexBrain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsy;Epilepsy, Benign Neonatal;Epilepsy, Generalized;Infant, Newborn, Diseases;Nervous System Diseases;Seizures, Febrile;Spasms, InfantileBrivaracetam,Lamotrigine,Propofol,Tetrodotoxin,Valproic Acid,ZonisamideA=0, G=21 A=0.0, G=1.0 0.00001 281.228 21 A=0/0, G=9/12

chr2:166170127 C/C T C SNV SCN2A SCN2A:intronic:NM_001040143.1 1 100 intronic NM_001040143.1c.1035-3T>Cp.? 0.56 Cytoplasmic domain of voltage-gated Na+ ion channel,IQ calmodulin-binding motif,Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs2121371 0.159 YES 7.75E-1 (pos.166170127) Sodium channel, voltage-gated, type II, alpha subunitT-tubule,axon,integral component of membrane,integral component of plasma membrane,intercalated disc,intracellular,intrinsic apoptotic signaling pathway in response to osmotic stress,intrinsic component of plasma membrane,ion channel activity,ion transmembrane transport,membrane depolarization during action potential,myelination,neuron apoptotic process,neuronal action potential,node of Ranvier,paranode region of axon,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sodium channel complex,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexBrain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsy;Epilepsy, Benign Neonatal;Epilepsy, Generalized;Infant, Newborn, Diseases;Nervous System Diseases;Seizures, Febrile;Spasms, InfantileBrivaracetam,Lamotrigine,Propofol,Tetrodotoxin,Valproic Acid,ZonisamideBenign T=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=8/17

chr2:166172317 G/G A G SNV SCN2A SCN2A:intronic:NM_001040143.1 1 100 intronic NM_001040143.1c.1671+49A>Gp.? -1.94 Cytoplasmic domain of voltage-gated Na+ ion channel,IQ calmodulin-binding motif,Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs1838846 0.1498 YES 7.78E-1 (pos.166172317) Sodium channel, voltage-gated, type II, alpha subunitT-tubule,axon,integral component of membrane,integral component of plasma membrane,intercalated disc,intracellular,intrinsic apoptotic signaling pathway in response to osmotic stress,intrinsic component of plasma membrane,ion channel activity,ion transmembrane transport,membrane depolarization during action potential,myelination,neuron apoptotic process,neuronal action potential,node of Ranvier,paranode region of axon,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sodium channel complex,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexBrain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsy;Epilepsy, Benign Neonatal;Epilepsy, Generalized;Infant, Newborn, Diseases;Nervous System Diseases;Seizures, Febrile;Spasms, InfantileBrivaracetam,Lamotrigine,Propofol,Tetrodotoxin,Valproic Acid,ZonisamideA=0, G=69 A=0.0, G=1.0 0.00001 1072.78 69 A=0/0, G=32/37

chrX:3239545 T/T C T SNV MXRA5 MXRA5:exonic:NM_015419.3 1 100 5 missense NM_015419.3c.4181G>A p.Gly1394Asp -0.02 1 94 0 Immunoglobulin I-set domain,Immunoglobulin domain,Leucine rich repeat,Leucine rich repeats (6 copies)rs1726199 0.3549 YES 7.763E-1;0.0 (pos.3239545) Matrix remodeling-associated protein 5extracellular exosome,molecular_function,response to transforming growth factor betaBronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsC=0, T=25 C=0.0, T=1.0 0.00001 353.017 25 C=0/0, T=13/12

chrX:3241791 A/A G A SNV MXRA5 MXRA5:exonic:NM_015419.3 1 100 5 synonymous NM_015419.3c.1935C>T p.(=) 0.13 0.18(COSM3759486),0.18(COSM3759487)Immunoglobulin I-set domain,Immunoglobulin domain,Leucine rich repeat,Leucine rich repeats (6 copies)rs1635250 0.4297 YES 3.93E-1;0.0 (pos.3241791)adenocarcinomaMatrix remodeling-associated protein 5extracellular exosome,molecular_function,response to transforming growth factor betaBronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsG=0, A=32 G=0.0, A=1.0 0.00001 485.14 32 G=0/0, A=24/8

chr17:79899495 G/A G A SNV MYADML2 MYADML2:exonic:NM_001145113.2 1 96.67 3 synonymous NM_001145113.2c.123C>T p.(=) 0.06 0.69(COSM437809)Membrane-associating domainrs4796854 0.3853 YES 3.448E-1 (pos.79899495) adenocarcinoma,carcinoma,ductal_carcinoma,neoplasmcytoplasm,integral component of membrane G=2, A=58 G=0.0333, A=0.9667 0.00001 841.439 60 G=0/2, A=20/38

chr2:166799893 A/A G A SNV

TTC21B,TTC

21B-AS1 TTC21B:intronic:NM_024753.4, TTC21B-AS1:intronic_nc:NR_038983.11
100

intronic NM_024753.4, NR_038983.1c.430-42C>Tp.? -0.59 Tetratricopeptide repeatrs10930190,rs769147714,rs7816913330 0.0 (pos.166799890),0.0 (pos.166799892),1.0 (pos.166799893)Tetratricopeptide repeat domain 21Bciliary tip,cilium,cytoplasm,cytoskeleton,forebrain dorsal/ventral pattern formation,intraciliary retrograde transport,intraciliary transport involved in cilium assembly,intraciliary transport particle A,nuclear chromatin,protein localization to cilium,regulation of smoothened signaling pathway,regulation of transcription from RNA polymerase II promoter,smoothened signaling pathway,ventricular system developmentAbnormalities, Multiple;Bardet-Biedl Syndrome;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hypothalamic Diseases;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Osteochondrodysplasias;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Substance-Related Disorders;Urologic DiseasesG=0, A=97 G=0.0, A=1.0 0.00001 1638.1 97 G=0/0, A=40/57

chr17:4455500 C/C T C SNV MYBBP1A MYBBP1A:exonic:NM_001105538.1 1 100 7 synonymous NM_001105538.1c.825A>G p.(=) -4.36 0.01(COSM4130175),0.01(COSM4909353)DNA polymerase phirs7206974 2.00E-04 1.0 (pos.4455500) neoplasm MYB-binding protein 1ADNA binding,DNA biosynthetic process,DNA-directed DNA polymerase activity,NLS-dependent protein nuclear import complex,RNA binding,cellular response to glucose starvation,circadian regulation of gene expression,core promoter binding,cytoplasm,intracellular membrane-bounded organelle,intrinsic apoptotic signaling pathway by p53 class mediator,membrane,negative regulation of transcription, DNA-templated,nucleocytoplasmic transport,nucleolus,nucleoplasm,nucleus,osteoblast differentiation,positive regulation of anoikis,positive regulation of cell cycle arrest,positive regulation of gene expression, epigenetic,protein binding,regulation of transcription, DNA-templated,respiratory electron transport chain,sequence-specific DNA binding,transcription corepressor activity,transcription factor binding,transcription, DNA-templatedT=0, C=30 T=0.0, C=1.0 0.00001 446.634 30 T=0/0, C=18/12

chr2:166905375 A/G A G SNV SCN1A SCN1A:intronic:NM_006920.5 1 50 intronic NM_006920.5c.1028+21T>Cp.? 0.32 Cytoplasmic domain of voltage-gated Na+ ion channel,IQ calmodulin-binding motif,Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs1542484 0.4575 YES 5.75E-1 (pos.166905375) Sodium channel, voltage-gated, type I, alpha polypeptideT-tubule,Z disc,adult walking behavior,axon initial segment,cardiac muscle cell action potential involved in contraction,detection of mechanical stimulus involved in sensory perception of pain,intercalated disc,membrane depolarization during action potential,neuromuscular process controlling posture,neuronal action potential,neuronal action potential propagation,neuronal cell body,node of Ranvier,nuclear body,nucleoplasm,plasma membrane,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexBrain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsies, Myoclonic;Epilepsy;Epilepsy, Generalized;Genetic Diseases, Inborn;Headache Disorders;Headache Disorders, Primary;Lennox Gastaut Syndrome;Mental Disorders;Migraine Disorders;Movement Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Seizures, FebrileBrivaracetam,Dronedarone,Nitrazepam,Permethrin,Phenacemide,Phenazopyridine,Phenytoin,Tetrodotoxin,Topiramate,Valproic Acid,ZonisamideA=24, G=24 A=0.5, G=0.5 0.00001 273.703 48 A=6/18, G=12/12

chr2:166930214 A/A T A SNV SCN1A SCN1A:intronic:NM_006920.5 1 100 intronic NM_006920.5c.-48-34A>Tp.? -0.2 rs566839 YES Sodium channel, voltage-gated, type I, alpha polypeptideT-tubule,Z disc,adult walking behavior,axon initial segment,cardiac muscle cell action potential involved in contraction,detection of mechanical stimulus involved in sensory perception of pain,intercalated disc,membrane depolarization during action potential,neuromuscular process controlling posture,neuronal action potential,neuronal action potential propagation,neuronal cell body,node of Ranvier,nuclear body,nucleoplasm,plasma membrane,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexBrain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsies, Myoclonic;Epilepsy;Epilepsy, Generalized;Genetic Diseases, Inborn;Headache Disorders;Headache Disorders, Primary;Lennox Gastaut Syndrome;Mental Disorders;Migraine Disorders;Movement Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Seizures, FebrileBrivaracetam,Dronedarone,Nitrazepam,Permethrin,Phenacemide,Phenazopyridine,Phenytoin,Tetrodotoxin,Topiramate,Valproic Acid,ZonisamideT=0, A=37 T=0.0, A=1.0 0.00001 583.706 37 T=0/0, A=12/25

chr1:109838918 T/T C T SNV MYBPHL MYBPHL:exonic:NM_001010985.2 1 100 6 missense NM_001010985.2c.805G>A p.Asp269Asn 3.46 0.56 23 0.01 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs629001 0.0655 YES 9.999E-1 (pos.109838918) M band,Z disc,actin filament binding,actin filament organization,biological_process,cellular_component,molecular_function,muscle alpha-actinin binding,muscle myosin complex,protein binding,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityC=0, T=49 C=0.0, T=1.0 0.00001 831.632 49 C=0/0, T=35/14

chr1:109839433 G/G A G SNV MYBPHL MYBPHL:exonic:NM_001010985.2 1 100 5 synonymous NM_001010985.2c.702T>C p.(=) -1.24 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs1278285 0.0014 YES 1.0 (pos.109839433) M band,Z disc,actin filament binding,actin filament organization,biological_process,cellular_component,molecular_function,muscle alpha-actinin binding,muscle myosin complex,protein binding,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=10/15

chr2:167328750 T/T C T SNV SCN7A SCN7A:intronic:NM_002976.3 1 100 intronic NM_002976.3c.572+77G>Ap.? -2.16 Ion transport protein,Sodium ion transport-associatedrs2293567 YES Sodium channel, voltage-gated, type VII, alpha polypeptideglial cell projection,membrane depolarization during action potential,muscle contraction,neuronal action potential,plasma membrane,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sodium ion homeostasis,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersBrivaracetam,Valproic AcidC=0, T=52 C=0.0, T=1.0 0.00001 767.015 52 C=0/0, T=24/28

chr13:77738664 G/G A G SNV MYCBP2 MYCBP2:exonic:NM_015057.4 1 100 43 synonymous NM_015057.4c.6472T>C p.(=) 0.91 0.43(COSM3999125),0.43(COSM3999126),0.43(COSM3999127)Anaphase-promoting complex, subunit 10 (APC10),Bacterial SH3 domain,PHR domain,Regulator of chromosome condensation (RCC1) repeat,Ring finger domainrs2274547 0.1697 YES 3.461E-1 (pos.77738664) acute_myeloid_leukaemia,carcinomaMyc-binding protein 2membrane,metal ion binding,nucleus,protein binding,protein ubiquitination,regulation of transcription, DNA-templated,transcription, DNA-templated,transferase activityFemale Urogenital Diseases and Pregnancy Complications;Hypertension, Pregnancy-Induced;Pre-Eclampsia;Pregnancy ComplicationsA=0, G=38 A=0.0, G=1.0 0.00001 603.706 38 A=0/0, G=18/20

chr17:48606537 G/G C G SNV MYCBPAP MYCBPAP:exonic:NM_032133.4 1 100 18 missense NM_032133.4c.2841C>G p.Ser947Arg 0.85 1 110 0 0.02(COSM4130389),0.02(COSM4130390),0.02(COSM4130391)MYCBP-associated protein familyrs1133818 0.271 YES 8.726E-1 (pos.48606537) neoplasm MYCBP-associated proteincell differentiation,chemical synaptic transmission,cytoplasm,membrane,multicellular organism development,protein binding,spermatogenesisC=0, G=45 C=0.0, G=1.0 0.00001 746.795 45 C=0/0, G=20/25

chr2:169487668 C/C A C SNV CERS6 CERS6:intronic:NM_001256126.1 1 100 intronic NM_001256126.1c.465+116A>Cp.? 0.17 Homeobox domain,TLC domainrs4667585 YES Ceramide synthase 6DNA binding,ceramide biosynthetic process,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,nuclear membrane,sphingolipid biosynthetic process,sphingosine N-acyltransferase activityMental Disorders;Substance-Related DisordersA=0, C=20 A=0.0, C=1.0 0.00001 263.786 20 A=0/0, C=9/11

chr2:169801488 A/G A G SNV ABCB11 ABCB11:intronic:NM_003742.2 1 98.41 intronic NM_003742.2c.2344-17T>Cp.? 0.26 ABC transporter,ABC transporter transmembrane regionrs853789 0.3138 YES 9.923E-1 (pos.169801488) ATP-binding cassette, subfamily B, member 11 (bile salt export pump)ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATP hydrolysis coupled cation transmembrane transport,ATPase activity, coupled to transmembrane movement of substances,apical part of cell,bile acid and bile salt transport,bile acid biosynthetic process,bile acid-exporting ATPase activity,canalicular bile acid transmembrane transporter activity,canalicular bile acid transport,extracellular exosome,integral component of membrane,integral component of plasma membrane,intercellular canaliculus,membrane,plasma membrane,sodium ion transmembrane transport,sodium-exporting ATPase activity, phosphorylative mechanism,transmembrane transport,transport,transporter activityAfibrinogenemia;Bile Duct Diseases;Biliary Tract Diseases;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Cholestasis;Cholestasis, Intrahepatic;Coagulation Protein Disorders;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hyperinsulinism;Insulin Resistance;Intestinal Diseases;Intestinal Neoplasms;Liver Diseases;Metabolic Diseases;Metabolic Syndrome X;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Pregnancy Complications;Pruritus;Rectal Diseases;Skin Diseases;Skin and Connective Tissue DiseasesATP,Bosentan,Chlorpromazine,Cholic Acid,Cimetidine,Clofazimine,Cyclosporine,Daunorubicin,Deoxycholic Acid,Dexamethasone,Digoxin,Doxorubicin,Ethinyl Estradiol,Fluorescein,Fusidic Acid,Glyburide,Glycochenodeoxycholic Acid,Ketoconazole,Novobiocin,Paclitaxel,Phenobarbital,Ponatinib,Pravastatin,Progesterone,Quinidine,Reserpine,Rifampicin,Rosuvastatin,Simeprevir,Tamoxifen,Taurocholic Acid,Troglitazone,Ursodeoxycholic acid,Verapamil,Vinblastine,VincristineBenign A=1, G=62 A=0.0159, G=0.9841 0.00001 925.373 63 A=0/1, G=21/41

chr17:48608717 C/C T C SNV MYCBPAP MYCBPAP:exonic:NM_032133.4 1 100 19 synonymous NM_032133.4c.2883T>C p.(=) -5.29 0(COSM5424697),0(COSM5424698)MYCBP-associated protein familyrs1064055 0.2714 YES 8.771E-1;0.0 (pos.48608717)acute_myeloid_leukaemiaMYCBP-associated proteincell differentiation,chemical synaptic transmission,cytoplasm,membrane,multicellular organism development,protein binding,spermatogenesisT=0, C=79 T=0.0, C=1.0 0.00001 1268.89 79 T=0/0, C=57/22

chr1:40363054 C/C G C SNV MYCL MYCL:exonic:NM_001033082.2 1 100 3 missense NM_001033082.2c.1175C>G p.Thr392Ser 0.98 1 58 0 0.11(COSM3927628)Helix-loop-helix DNA-binding domain,Myc amino-terminal regionrs3134614 0.1328 YES 9.994E-1 (pos.40363054) adenocarcinomaOncogene MYC, lung carcinoma-derivedDNA binding,DNA binding transcription factor activity,nucleus,protein dimerization activity,regulation of auditory receptor cell differentiation,regulation of transcription, DNA-templatedBronchial Neoplasms;Carcinoma, Bronchogenic;Genital Diseases, Male;Genital Neoplasms, Male;Glioma;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic Neoplasms;Urogenital NeoplasmsG=0, C=32 G=0.0, C=1.0 0.00001 485.133 32 G=0/0, C=11/21

chr17:10247199 G/A G A SNV MYH13 MYH13:exonic:NM_003802.2 1 50 16 synonymous NM_003802.2c.1812C>T p.(=) -0.79 0.01(COSM5021929),0.01(COSM5021930)IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs12938754 0.2921 YES 2.312E-4;0.0 (pos.10247199)osteosarcoma Myosin, heavy polypeptide 13, skeletal muscleATP binding,actin filament binding,calmodulin binding,extracellular exosome,microfilament motor activity,muscle contraction,muscle myosin complex,myofibril,myosin filamentArthritis;Joint Diseases;Musculoskeletal Diseases;Osteoarthritis;Rheumatic DiseasesG=13, A=13 G=0.5, A=0.5 0.00001 119.163 26 G=8/5, A=9/4

chr2:170082773 C/A C A SNV LRP2 LRP2:intronic:NM_004525.2 1 58.33 intronic NM_004525.2c.5394+159G>Tp.? -0.19 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs13383183 YES Low density lipoprotein-related protein 2Golgi apparatus,SH3 domain binding,aorta development,apical plasma membrane,axon,brush border membrane,calcium ion binding,cell proliferation,chaperone binding,clathrin-coated pit,clathrin-coated vesicle membrane,coronary artery morphogenesis,dendrite,drug binding,endocytic vesicle,endocytosis,endoplasmic reticulum,endosome lumen,external side of plasma membrane,extracellular exosome,folic acid import across plasma membrane,forebrain development,integral component of membrane,lipid metabolic process,lipoprotein transport,lipoprotein transporter activity,low-density lipoprotein receptor activity,lysosomal membrane,lysosome,male gonad development,membrane organization,metal ion transport,negative regulation of BMP signaling pathway,neural tube closure,neuron projection arborization,outflow tract septum morphogenesis,plasma membrane,positive regulation of neurogenesis,positive regulation of oligodendrocyte progenitor proliferation,protein binding,pulmonary artery morphogenesis,receptor complex,receptor-mediated Agenesis of Corpus Callosum;Avitaminosis;Bone Diseases;Bone Diseases, Metabolic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Deficiency Diseases;Developmental Disabilities;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hernias, Diaphragmatic, Congenital;Kidney Diseases;Male Urogenital Diseases;Malnutrition;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myopia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Proteinuria;Refractive Errors;Renal Tubular Gentamicin,Insulin Human,Insulin Pork,UrokinaseC=10, A=14 C=0.4167, A=0.5833 0.00001 135.339 24 C=10/0, A=5/9

chr2:170082776 A/T A T SNV LRP2 LRP2:intronic:NM_004525.2 1 58.33 intronic NM_004525.2c.5394+156T>Ap.? 0.68 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs35836996 YES Low density lipoprotein-related protein 2Golgi apparatus,SH3 domain binding,aorta development,apical plasma membrane,axon,brush border membrane,calcium ion binding,cell proliferation,chaperone binding,clathrin-coated pit,clathrin-coated vesicle membrane,coronary artery morphogenesis,dendrite,drug binding,endocytic vesicle,endocytosis,endoplasmic reticulum,endosome lumen,external side of plasma membrane,extracellular exosome,folic acid import across plasma membrane,forebrain development,integral component of membrane,lipid metabolic process,lipoprotein transport,lipoprotein transporter activity,low-density lipoprotein receptor activity,lysosomal membrane,lysosome,male gonad development,membrane organization,metal ion transport,negative regulation of BMP signaling pathway,neural tube closure,neuron projection arborization,outflow tract septum morphogenesis,plasma membrane,positive regulation of neurogenesis,positive regulation of oligodendrocyte progenitor proliferation,protein binding,pulmonary artery morphogenesis,receptor complex,receptor-mediated Agenesis of Corpus Callosum;Avitaminosis;Bone Diseases;Bone Diseases, Metabolic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Deficiency Diseases;Developmental Disabilities;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hernias, Diaphragmatic, Congenital;Kidney Diseases;Male Urogenital Diseases;Malnutrition;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myopia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Proteinuria;Refractive Errors;Renal Tubular Gentamicin,Insulin Human,Insulin Pork,UrokinaseA=10, T=14 A=0.4167, T=0.5833 0.00001 135.339 24 A=10/0, T=5/9

chr2:170099446 G/G T G SNV LRP2 LRP2:intronic:NM_004525.2 1 100 intronic NM_004525.2c.3667+20A>Cp.? -2.4 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class Brs831041 0.4557 YES 4.71E-1 (pos.170099446) Low density lipoprotein-related protein 2Golgi apparatus,SH3 domain binding,aorta development,apical plasma membrane,axon,brush border membrane,calcium ion binding,cell proliferation,chaperone binding,clathrin-coated pit,clathrin-coated vesicle membrane,coronary artery morphogenesis,dendrite,drug binding,endocytic vesicle,endocytosis,endoplasmic reticulum,endosome lumen,external side of plasma membrane,extracellular exosome,folic acid import across plasma membrane,forebrain development,integral component of membrane,lipid metabolic process,lipoprotein transport,lipoprotein transporter activity,low-density lipoprotein receptor activity,lysosomal membrane,lysosome,male gonad development,membrane organization,metal ion transport,negative regulation of BMP signaling pathway,neural tube closure,neuron projection arborization,outflow tract septum morphogenesis,plasma membrane,positive regulation of neurogenesis,positive regulation of oligodendrocyte progenitor proliferation,protein binding,pulmonary artery morphogenesis,receptor complex,receptor-mediated Agenesis of Corpus Callosum;Avitaminosis;Bone Diseases;Bone Diseases, Metabolic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Deficiency Diseases;Developmental Disabilities;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hernias, Diaphragmatic, Congenital;Kidney Diseases;Male Urogenital Diseases;Malnutrition;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myopia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Proteinuria;Refractive Errors;Renal Tubular Gentamicin,Insulin Human,Insulin Pork,UrokinaseBenign T=0, G=45 T=0.0, G=1.0 0.00001 747.392 45 T=0/0, G=24/21

chr19:50762418 G/G A G SNV MYH14 MYH14:exonic:NM_001145809.1 1 100 19 synonymous NM_001145809.1c.2250A>G p.(=) -10.43 0(COSM3722655),0(COSM3722656),0(COSM3722657)IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs1651553 0.2492 YES 8.551E-1 (pos.50762418) squamous_cell_carcinomaMyosin, heavy chain 14, nonmuscle,Myosin, heavy chain 7B, cardiac muscle, betaATP binding,ATPase activity,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,actomyosin,actomyosin structure organization,axon,brush border,calmodulin binding,cytosol,extracellular exosome,growth cone,membrane,microfilament motor activity,mitochondrion morphogenesis,motor activity,myelin sheath,myosin II complex,myosin II filament,myosin complex,neuronal action potential,regulation of cell shape,sensory perception of sound,skeletal muscle contraction,skeletal muscle tissue development,stress fiber,vocalization behaviorEar Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Sensation Disorders;Urogenital Neoplasms(3aS)-3a-hydroxy-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(3aS)-3a-hydroxy-5-methyl-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(3aS)-3a-hydroxy-7-methyl-1-phenyl-1,2,3,3a-tetrahydro-4H-pyrrolo2,3-bquinolin-4-one,(S)-blebbistatin,Mant-Adp,Tetrafluoroaluminate Ion,trifluoro-hydroxy-hydroxy-2-(N-methyl-2-nitro-anilino)ethoxyphosphoryloxy-phosphoryloxy-beryllium(1-)Benign A=0, G=22 A=0.0, G=1.0 0.00001 298.884 22 A=0/0, G=11/11

chr17:10448769 A/T A T SNV

MYH2,MYHA

S MYH2:exonic:NM_001100112.1, MYHAS:intronic_nc:NR_125367.1 1
50

5 synonymous NR_125367.1, NM_001100112.1c.399T>A p.(=) -6.08 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs11078850 0.4083 YES 8.526E-1;0.0 (pos.10448769) Myosin, heavy polypeptide-2, skeletal muscle, adultA band,ATP binding,Fc-gamma receptor signaling pathway involved in phagocytosis,Golgi apparatus,actin filament binding,actomyosin contractile ring,calmodulin binding,cell-cell junction,cytosol,microfilament motor activity,motor activity,muscle contraction,muscle filament sliding,muscle myosin complex,myofibril,myosin complex,myosin filament,plasma membrane repair,protein binding,protein complex,response to activity,sarcomereContracture;Cranial Nerve Diseases;Eye Diseases;Joint Diseases;Muscular Diseases;Musculoskeletal Diseases;Myositis;Myositis, Inclusion Body;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;ParalysisBenign A=10, T=10 A=0.5, T=0.5 0.00001 82.8867 20 A=9/1, T=7/3

chr17:10348354 T/C T C SNV

MYH4,MYHA

S MYHAS:intronic_nc:NR_125367.1, MYH4:exonic:NM_017533.2 1
50

37 missense NR_125367.1, NM_017533.2c.5405A>G p.Asp1802Gly 6.26 0 94 0.993 0.98(COSM4129559)IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs2277649 0.3547 YES 8.417E-1 (pos.10348354) diffuse_large_B_cell_lymphoma,neoplasmMyosin, heavy polypeptide-4, skeletal muscleATP binding,ATP metabolic process,ATPase activity,actin filament binding,actin filament-based movement,calmodulin binding,double-stranded RNA binding,microfilament motor activity,muscle contraction,muscle filament sliding,muscle myosin complex,myofibril,myosin filament,response to activity,sarcomereT=11, C=11 T=0.5, C=0.5 0.00001 94.6067 22 T=3/8, C=6/5

chr14:23855569 G/G A G SNV MYH6 MYH6:exonic:NM_002471.3 1 100 33 synonymous NM_002471.3c.4914T>C p.(=) -4.34 0.01(COSM5505367)Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs178640 0.4855 YES 2.608E-1 (pos.23855569) carcinoma Myosin, heavy polypeptide-6, cardiac muscle, alphaATP binding,ATP metabolic process,ATPase activity,actin filament binding,actin-dependent ATPase activity,adult heart development,atrial cardiac muscle tissue morphogenesis,calmodulin binding,cardiac muscle contraction,cardiac muscle fiber development,cytosol,in utero embryonic development,microfilament motor activity,muscle contraction,muscle filament sliding,muscle myosin complex,myofibril,myofibril assembly,myosin complex,myosin filament,myosin phosphatase activity,protein dephosphorylation,protein kinase binding,regulation of ATPase activity,regulation of blood pressure,regulation of heart contraction,regulation of heart rate,regulation of the force of heart contraction,sarcomere,sarcomere organization,striated muscle contraction,ventricular cardiac muscle tissue morphogenesis,visceral muscle developmentAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Arrhythmia, Sinus;Arrhythmias, Cardiac;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Block;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Heart Septal Defects, Atrial;Heart Valve Diseases;Sick Sinus SyndromeBenign/Likely benignA=0, G=39 A=0.0, G=1.0 0.00001 623.939 39 A=0/0, G=19/20

chr2:170428127 T/G T G SNV FASTKD1 FASTKD1:intronic:NM_024622.5 1 47.62 intronic NM_024622.5c.377+36A>Cp.? -2.43 FAST kinase-like protein, subdomain 1,FAST kinase-like protein, subdomain 2,RAP domainrs4668146 0.3867 YES 5.907E-1 (pos.170428127) Fast kinase domains 1RNA binding,cellular respiration,mitochondrion,protein kinase activity,protein phosphorylationT=11, G=10 T=0.5238, G=0.4762 0.00001 82.2898 21 T=7/4, G=9/1

chr17:10318636 G/G A G SNV

MYH8,MYHA

S MYHAS:intronic_nc:NR_125367.1, MYH8:exonic:NM_002472.2 1
100

8 synonymous NR_125367.1, NM_002472.2c.714T>C p.(=) -5.42 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs8068729 0.0543 YES 9.998E-1 (pos.10318636) Myosin, heavy polypeptide-8, skeletal muscle, perinatalATP binding,ATP metabolic process,ATPase activity,actin filament binding,calmodulin binding,cytoplasm,cytosol,microfilament motor activity,muscle contraction,muscle filament sliding,muscle myosin complex,myosin filament,myosin light chain binding,myosin phosphatase activity,protein dephosphorylation,sarcomere,skeletal muscle contraction,structural constituent of muscleAbnormalities, Multiple;Arthrogryposis;Cardiovascular Diseases;Carney Complex;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Diseases;Heart Neoplasms;Joint Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myxoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Manifestations;Skin Abnormalities;Spasm;Thoracic Neoplasms;TrismusBenign/Likely benignA=0, G=70 A=0.0, G=1.0 0.00001 1092.09 70 A=0/0, G=39/31

chr2:170676227 C/C T C SNV METTL5 METTL5:intronic:NM_014168.3 1 100 intronic NM_014168.3c.407-74A>Gp.? -0.93 Conserved hypothetical protein 95,Methyltransferase domain,Methyltransferase small domain,Putative RNA methylase family UPF0020,Ribosomal protein L11 methyltransferase (PrmA)rs1541776 YES methylation,methyltransferase activity,nucleic acid bindingT=0, C=96 T=0.0, C=1.0 0.00001 1618.35 96 T=0/0, C=22/74

chr2:170762487 T/T C T SNV UBR3 UBR3:intronic:NM_172070.3 1 100 intronic NM_172070.3c.1646-54C>Tp.? -0.06 Putative zinc finger in N-recognin (UBR box)rs10171268 YES Ubiquitin protein ligase E3 component N-recognin 3cytoplasm,embryo development,in utero embryonic development,integral component of membrane,olfactory behavior,protein ubiquitination,sensory perception of smell,suckling behavior,ubiquitin ligase complex,ubiquitin protein ligase activity,ubiquitin-dependent protein catabolic process,ubiquitin-dependent protein catabolic process via the N-end rule pathway,ubiquitin-protein transferase activity,zinc ion bindingC=0, T=97 C=0.0, T=1.0 0.00001 1639 97 C=0/0, T=58/39

chr2:170843469 C/C T C SNV UBR3 UBR3:intronic:NM_172070.3 1 100 intronic NM_172070.3c.3784+165T>Cp.? -2.2 Putative zinc finger in N-recognin (UBR box)rs2061620 YES Ubiquitin protein ligase E3 component N-recognin 3cytoplasm,embryo development,in utero embryonic development,integral component of membrane,olfactory behavior,protein ubiquitination,sensory perception of smell,suckling behavior,ubiquitin ligase complex,ubiquitin protein ligase activity,ubiquitin-dependent protein catabolic process,ubiquitin-dependent protein catabolic process via the N-end rule pathway,ubiquitin-protein transferase activity,zinc ion bindingT=0, C=58 T=0.0, C=1.0 0.00001 866.71 58 T=0/0, C=42/16

chr2:171070810 T/T G T SNV MYO3B MYO3B:intronic:NM_138995.4 1 100 intronic NM_138995.4c.322-79G>Tp.? -0.06 IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers67994603 YES Myosin IIIB ATP binding,actin binding,cochlea morphogenesis,cytoplasm,motor activity,myosin complex,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionG=0, T=59 G=0.0, T=1.0 0.00001 885.362 59 G=0/0, T=40/19

chr2:171071369 T/T C T SNV MYO3B MYO3B:intronic:NM_138995.4 1 100 intronic NM_138995.4c.526+31C>Tp.? 1.27 IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers4667626 0.1005 YES 9.957E-1 (pos.171071369) Myosin IIIB ATP binding,actin binding,cochlea morphogenesis,cytoplasm,motor activity,myosin complex,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionC=0, T=64 C=0.0, T=1.0 0.00001 977.629 64 C=0/0, T=29/35

chr17:10304261 G/A G A SNV

MYH8,MYHA

S MYHAS:intronic_nc:NR_125367.1, MYH8:exonic:NM_002472.2 1
50

26 synonymous NR_125367.1, NM_002472.2c.3270C>T p.(=) 0.04 0.79(COSM3765970)IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs3744552 0.419 YES 1.133E-1 (pos.10304261) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,hepatocellular_carcinoma,osteosarcomaMyosin, heavy polypeptide-8, skeletal muscle, perinatalATP binding,ATP metabolic process,ATPase activity,actin filament binding,calmodulin binding,cytoplasm,cytosol,microfilament motor activity,muscle contraction,muscle filament sliding,muscle myosin complex,myosin filament,myosin light chain binding,myosin phosphatase activity,protein dephosphorylation,sarcomere,skeletal muscle contraction,structural constituent of muscleAbnormalities, Multiple;Arthrogryposis;Cardiovascular Diseases;Carney Complex;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Diseases;Heart Neoplasms;Joint Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myxoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Manifestations;Skin Abnormalities;Spasm;Thoracic Neoplasms;TrismusBenign/Likely benignG=63, A=63 G=0.5, A=0.5 0.00001 670.061 126 G=37/26, A=33/30

chr6:16143390 C/C A C SNV MYLIP MYLIP:exonic:NM_013262.3 1 100 4 missense NM_013262.3c.604A>C p.Ile202Leu 5 0.07 5 0.001 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM central domain,Zinc finger, C3HC4 type (RING finger)rs79992066 0.0199 YES 0.0 (pos.16143390) Myosin regulatory light chain-interacting proteinactomyosin structure organization,cholesterol homeostasis,cytoskeletal protein binding,cytoskeleton,cytosol,intracellular,low-density lipoprotein particle receptor catabolic process,metal ion binding,movement of cell or subcellular component,negative regulation of low-density lipoprotein particle clearance,nervous system development,plasma membrane,positive regulation of protein catabolic process,protein binding,protein destabilization,protein polyubiquitination,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of low-density lipoprotein particle receptor catabolic process,structural constituent of cytoskeleton,ubiquitin protein ligase activity,ubiquitin-protein transferase activityEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleA=0, C=20 A=0.0, C=1.0 0.00001 263.786 20 A=0/0, C=6/14

chr2:171358211 A/A G A SNV MYO3B MYO3B:intronic:NM_138995.4 1 100 intronic NM_138995.4c.3290-84G>Ap.? 0.98 IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers7593940 YES Myosin IIIB ATP binding,actin binding,cochlea morphogenesis,cytoplasm,motor activity,myosin complex,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionG=0, A=32 G=0.0, A=1.0 0.00001 485.136 32 G=0/0, A=19/13

chr2:171902604 T/T A T SNV TLK1 TLK1:intronic:NM_001136554.1 1 100 intronic NM_001136554.1c.1025+80T>Ap.? 1.13 Protein kinase domain,Protein tyrosine kinasers6751462 YES ATP binding,cell cycle,cellular response to DNA damage stimulus,covalent chromatin modification,intracellular protein transport,intracellular signal transduction,kinase activity,nucleus,phosphorylation,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of chromatin assembly or disassemblyAdenocarcinoma;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasm Recurrence, Local;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Nephritis;Urologic DiseasesA=0, T=28 A=0.0, T=1.0 0.00001 408.639 28 A=0/0, T=15/13

chr3:123418913 A/A G A SNV MYLK MYLK:exonic:NM_053025.3 1 100 18 synonymous NM_053025.3c.3402C>T p.(=) 2.44 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,Unstructured linker between I-set domains 2 and 3 on MYLCKrs865358 0.0036 YES 9.998E-1 (pos.123418913) Myosin-light-polypeptide kinaseATP binding,actin binding,aorta smooth muscle tissue morphogenesis,bleb assembly,calmodulin binding,cellular hypotonic response,cleavage furrow,cytoplasm,cytosol,extracellular exosome,lamellipodium,metal ion binding,muscle contraction,myosin light chain kinase activity,positive regulation of calcium ion transport,positive regulation of cell migration,positive regulation of wound healing,protein binding,protein phosphorylation,smooth muscle contraction,stress fiber,tonic smooth muscle contractionAcute Lung Injury;Brain Diseases;Brain Edema;Cardiovascular Diseases;Central Nervous System Diseases;Digestive System Diseases;Dyslipidemias;Eye Diseases;Gastrointestinal Diseases;Glaucoma;Glioma;Hypercholesterolemia;Hyperlipidemias;Hypersensitivity;Immune System Diseases;Lipid Metabolism Disorders;Lung Diseases;Lung Injury;Metabolic Diseases;Neoplasm Invasiveness;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Processes;Nervous System Diseases;Neuroectodermal Tumors;Nutritional and Metabolic Diseases;Ocular Hypertension;Pneumonia;Respiratory Tract Diseases;Respiratory Tract Infections;Vascular DiseasesBenign/Likely benignG=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=12/17

chr3:123451773 C/C G C SNV MYLK MYLK:exonic:NM_053025.3 1 100 11 missense NM_053025.3c.1486C>G p.Leu496Val 2.15 1 32 0 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,Unstructured linker between I-set domains 2 and 3 on MYLCKrs9833275 0 1.0 (pos.123451773) Myosin-light-polypeptide kinaseATP binding,actin binding,aorta smooth muscle tissue morphogenesis,bleb assembly,calmodulin binding,cellular hypotonic response,cleavage furrow,cytoplasm,cytosol,extracellular exosome,lamellipodium,metal ion binding,muscle contraction,myosin light chain kinase activity,positive regulation of calcium ion transport,positive regulation of cell migration,positive regulation of wound healing,protein binding,protein phosphorylation,smooth muscle contraction,stress fiber,tonic smooth muscle contractionAcute Lung Injury;Brain Diseases;Brain Edema;Cardiovascular Diseases;Central Nervous System Diseases;Digestive System Diseases;Dyslipidemias;Eye Diseases;Gastrointestinal Diseases;Glaucoma;Glioma;Hypercholesterolemia;Hyperlipidemias;Hypersensitivity;Immune System Diseases;Lipid Metabolism Disorders;Lung Diseases;Lung Injury;Metabolic Diseases;Neoplasm Invasiveness;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Processes;Nervous System Diseases;Neuroectodermal Tumors;Nutritional and Metabolic Diseases;Ocular Hypertension;Pneumonia;Respiratory Tract Diseases;Respiratory Tract Infections;Vascular DiseasesBenign/Likely benignG=0, C=61 G=0.0, C=1.0 0.00001 926.372 61 G=0/0, C=29/32

chr2:172712480 C/C T C SNV SLC25A12 SLC25A12:intronic:NM_003705.4 1 100 intronic NM_003705.4c.210-21A>Gp.? 2.99 Mitochondrial carrier proteinrs2056202 0.1341 YES 8.871E-1 (pos.172712480) Solute carrier family 25 (mitochondrial carrier, Aralar), member 12L-aspartate transmembrane transport,L-aspartate transmembrane transporter activity,L-glutamate transmembrane transport,L-glutamate transmembrane transporter activity,L-glutamate transport,acidic amino acid transmembrane transporter activity,aspartate transport,calcium ion binding,gluconeogenesis,integral component of membrane,malate-aspartate shuttle,mitochondrial inner membrane,mitochondrion,myelin sheath,response to calcium ionAmyotrophic Lateral Sclerosis;Arthritis;Arthritis, Rheumatoid;Autistic Disorder;Autoimmune Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Demyelinating Diseases;Genetic Diseases, Inborn;Hereditary Central Nervous System Demyelinating Diseases;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Joint Diseases;Leukoencephalopathies;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Motor Neuron Disease;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Psychomotor Disorders;Rheumatic Diseases;Skin and Connective Tissue Diseases;Spinal Cord Diseases;TDP-43 ProteinopathiesL-Aspartic Acid T=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=16/4

chr2:172821739 T/T G T SNV HAT1 HAT1:intronic:NM_003642.3 1 100 intronic NM_003642.3c.310-120G>Tp.? -0.96 Histone acetyl transferase HAT1 N-terminusrs1017285794,rs1982288 YES Histone acetyltransferase-1DNA packaging,DNA replication-dependent nucleosome assembly,DNA replication-independent nucleosome assembly,H4 histone acetyltransferase activity,chromatin organization,chromatin silencing at telomere,cytoplasm,histone H4 acetylation,histone acetyltransferase activity,histone binding,internal protein amino acid acetylation,intracellular membrane-bounded organelle,nuclear chromatin,nuclear chromosome, telomeric region,nuclear matrix,nucleoplasm,nucleus,protein binding,protein complex,response to nutrientG=0, T=39 G=0.0, T=1.0 0.00001 623.979 39 G=0/0, T=22/17

chr2:173600783 CG/CG C CG INDEL

RAPGEF4,RA

PGEF4-AS1 RAPGEF4-AS1:intronic_nc:NR_026995.1, RAPGEF4:intronic:NM_007023.31

100

intronic NR_026995.1, NM_007023.3c.65+7C>CGp.? 0.36 Cyclic nucleotide-binding domain,Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),RasGEF N-terminal motif,RasGEF domainrs111546206,rs34574292,rs3978684450.0056 YES 1.0 (pos.173600783) G-protein coupled receptor signaling pathway,Ras GTPase binding,Ras guanyl-nucleotide exchange factor activity,cAMP binding,cAMP-mediated signaling,calcium ion regulated exocytosis,cytosol,guanyl-nucleotide exchange factor activity,insulin secretion,intracellular,membrane,plasma membrane,protein binding,regulation of exocytosis,regulation of insulin secretion,regulation of molecular function,small GTPase mediated signal transductionC=0, CG=23 C=0.0, CG=1.0 0.00001 284.923 23 C=0/0, CG=20/3

chr2:173659913 C/C T C SNV RAPGEF4 RAPGEF4:intronic:NM_007023.3 1 100 intronic NM_007023.3c.208+18T>Cp.? -0.14 Cyclic nucleotide-binding domain,Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),RasGEF N-terminal motif,RasGEF domainrs7585729 5.00E-04 1.0 (pos.173659913) G-protein coupled receptor signaling pathway,Ras GTPase binding,Ras guanyl-nucleotide exchange factor activity,cAMP binding,cAMP-mediated signaling,calcium ion regulated exocytosis,cytosol,guanyl-nucleotide exchange factor activity,insulin secretion,intracellular,membrane,plasma membrane,protein binding,regulation of exocytosis,regulation of insulin secretion,regulation of molecular function,small GTPase mediated signal transductionT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=13/11

chr3:123457893 A/A G A SNV MYLK MYLK:exonic:NM_053025.3 1 100 7 missense NM_053025.3c.439C>T p.Pro147Ser 2.8 0.15 74 0.058 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,Unstructured linker between I-set domains 2 and 3 on MYLCKrs9840993 0.0071 YES 9.383E-1 (pos.123457893) Myosin-light-polypeptide kinaseATP binding,actin binding,aorta smooth muscle tissue morphogenesis,bleb assembly,calmodulin binding,cellular hypotonic response,cleavage furrow,cytoplasm,cytosol,extracellular exosome,lamellipodium,metal ion binding,muscle contraction,myosin light chain kinase activity,positive regulation of calcium ion transport,positive regulation of cell migration,positive regulation of wound healing,protein binding,protein phosphorylation,smooth muscle contraction,stress fiber,tonic smooth muscle contractionAcute Lung Injury;Brain Diseases;Brain Edema;Cardiovascular Diseases;Central Nervous System Diseases;Digestive System Diseases;Dyslipidemias;Eye Diseases;Gastrointestinal Diseases;Glaucoma;Glioma;Hypercholesterolemia;Hyperlipidemias;Hypersensitivity;Immune System Diseases;Lipid Metabolism Disorders;Lung Diseases;Lung Injury;Metabolic Diseases;Neoplasm Invasiveness;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Processes;Nervous System Diseases;Neuroectodermal Tumors;Nutritional and Metabolic Diseases;Ocular Hypertension;Pneumonia;Respiratory Tract Diseases;Respiratory Tract Infections;Vascular DiseasesBenign/Likely benignG=0, A=24 G=0.0, A=1.0 0.00001 334.778 24 G=0/0, A=9/15

chr2:174230153 C/G C G SNV CDCA7 CDCA7:intronic:NM_031942.4 1 50 intronic NM_031942.4c.895-27C>Gp.? 0.62 Zinc-finger domain of monoamine-oxidase A repressor R1rs2288993 0.1528 YES 9.822E-1 (pos.174230153) Cell division cycle-associated 7apoptotic process,cytosol,nucleoplasm,nucleus,regulation of cell proliferation,regulation of transcription, DNA-templated,transcription, DNA-templatedC=29, G=29 C=0.5, G=0.5 0.00001 282.437 58 C=12/17, G=12/17

chr2:174943685 C/T C T SNV OLA1 OLA1:intronic:NM_013341.4 1 52.38 intronic NM_013341.4c.1089+11G>Ap.? -0.6 50S ribosome-binding GTPase,Ferrous iron transport protein B,Protein of unknown function (DUF933)rs11675247 0.203 YES 2.053E-2 (pos.174943685) OBG-like ATPase 1ATP binding,ATP metabolic process,ATPase activity,GTP binding,cadherin binding,centrosome,cytoplasm,cytosol,extracellular exosome,extracellular region,membrane,metal ion binding,nucleolus,platelet alpha granule lumen,platelet degranulation,protein binding,ribosomal large subunit binding,ribosome bindingC=50, T=55 C=0.4762, T=0.5238 0.00001 563.006 105 C=22/28, T=28/27

chr5:16769273 G/A G A SNV MYO10 MYO10:exonic:NM_012334.2 1 50 10 missense NM_012334.2c.970C>T p.Arg324Trp 2.85 0.04 101 0.989 0.92(COSM3761089),0.92(COSM3761090)FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain),PH domain,Pleckstrin homology domain,Ras association (RalGDS/AF-6) domain,Unconventional myosin-X coiled coil domainrs11750538 0.4017 YES 5.736E-1 (pos.16769273) adenocarcinoma,neoplasmMyosin X ATP binding,Fc-gamma receptor signaling pathway involved in phagocytosis,actin filament binding,actin-dependent ATPase activity,calmodulin binding,cell cortex,cytoskeleton-dependent intracellular transport,cytosol,filopodium membrane,filopodium tip,lamellipodium,motor activity,myosin complex,neuron projection,neuronal cell body,nucleolus,phosphatidylinositol-3,4,5-trisphosphate binding,plasma membrane,plus-end directed microfilament motor activity,positive regulation of cell-cell adhesion,protein binding,regulation of cell shape,regulation of filopodium assembly,ruffle,signal transduction,spectrin bindingDepressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood DisordersG=28, A=28 G=0.5, A=0.5 0.00001 272.133 56 G=13/15, A=15/13

chr2:175311194 A/A T A SNV GPR155 GPR155:intronic:NM_152529.6 1 100 intronic NM_152529.6c.2013+145A>Tp.? -0.22 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),Membrane transport proteinrs1562756 YES cognition,cytoplasm,extracellular exosome,integral component of membrane,intracellular,intracellular signal transduction,molecular_function,transmembrane transportAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersT=0, A=20 T=0.0, A=1.0 0.00001 263.631 20 T=0/0, A=3/17

chr2:175335076 T/T G T SNV GPR155 GPR155:intronic:NM_152529.6 1 100 intronic NM_152529.6c.1026+42C>Ap.? 1.14 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),Membrane transport proteinrs2358637 1.00E-04 1.0 (pos.175335076) cognition,cytoplasm,extracellular exosome,integral component of membrane,intracellular,intracellular signal transduction,molecular_function,transmembrane transportAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersG=0, T=39 G=0.0, T=1.0 0.00001 625.511 39 G=0/0, T=21/18

chr13:109661359 G/G C G SNV MYO16 MYO16:exonic:NM_015011.2 1 100 22 missense NM_015011.2c.2491C>G p.Pro831Ala 4.69 0.07 27 0.97 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),IQ calmodulin-binding motif,Myosin head (motor domain),Neuronal tyrosine-phosphorylated phosphoinositide-3-kinase adapterrs3825491 0.3757 YES 6.604E-1 (pos.109661359) Myosin XVI ATP binding,actin binding,actin filament binding,cerebellum development,cytoplasm,cytosol,membrane,motor activity,myosin complex,negative regulation of G1/S transition of mitotic cell cycle,negative regulation of cell proliferation,neuron projection morphogenesis,nucleoplasm,perinuclear region of cytoplasm,phosphatidylinositol 3-kinase signaling,plasma membrane,protein complex bindingAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesC=0, G=32 C=0.0, G=1.0 0.00001 485.137 32 C=0/0, G=8/24

chr2:175613600 C/C T C SNV CHRNA1 CHRNA1:intronic:NM_000079.3 1 100 intronic NM_000079.3c.1003-53A>Gp.? 0.41 Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs2646159 YES Cholinergic receptor, nicotinic, alpha polypeptide-1, muscleacetylcholine binding,acetylcholine receptor activity,acetylcholine-gated cation-selective channel activity,acetylcholine-gated channel complex,cation transport,cell junction,cell surface,excitatory postsynaptic potential,extracellular ligand-gated ion channel activity,integral component of membrane,ion channel activity,ion transmembrane transport,ligand-gated ion channel activity,muscle cell cellular homeostasis,musculoskeletal movement,neuromuscular junction,neuromuscular junction development,neuromuscular process,neuromuscular synaptic transmission,neuron cellular homeostasis,neuronal action potential,plasma membrane,postsynaptic membrane,regulation of membrane potential,response to nicotine,signal transduction,skeletal muscle contraction,skeletal muscle tissue growth,synaptic transmission, cholinergic,transportAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Myasthenic Syndromes, Congenital;Nervous System Diseases;Neuromuscular Diseases;Neuromuscular Junction Diseases;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin and Connective Tissue Diseases;Thalassemia;alpha-ThalassemiaAgmatine,Galantamine T=0, C=21 T=0.0, C=1.0 0.00001 281.233 21 T=0/0, C=8/13

chr2:175677022 T/T C T SNV CHN1 CHN1:intronic:NM_001822.5 1 100 intronic NM_001822.5c.886+15G>Ap.? 0.02 Phorbol esters/diacylglycerol binding domain (C1 domain),RhoGAP domain,SH2 domainrs12613075 0.4821 YES 4.525E-1 (pos.175677022) Chimerin 1 (GTPase-activating protein, rho, 2)GTPase activator activity,SH3/SH2 adaptor activity,cytoplasm,cytosol,ephrin receptor binding,ephrin receptor signaling pathway,intracellular,intracellular signal transduction,metal ion binding,motor neuron axon guidance,positive regulation of GTPase activity,positive regulation of signal transduction,protein binding,regulation of GTPase activity,regulation of axonogenesis,regulation of small GTPase mediated signal transduction,signal transductionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Duane Retraction Syndrome;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Nervous System Diseases;Ocular Motility DisordersLikely benign C=0, T=62 C=0.0, T=1.0 0.00001 940.32 62 C=0/0, T=48/14

chr13:109793720 C/C A C SNV MYO16 MYO16:exonic:NM_015011.2 1 100 32 synonymous NM_015011.2c.5094A>C p.(=) -1.55 0.02(COSM4147570)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),IQ calmodulin-binding motif,Myosin head (motor domain),Neuronal tyrosine-phosphorylated phosphoinositide-3-kinase adapterrs7986595 9.00E-04 YES 1.0;0.0 (pos.109793720) neoplasm Myosin XVI ATP binding,actin binding,actin filament binding,cerebellum development,cytoplasm,cytosol,membrane,motor activity,myosin complex,negative regulation of G1/S transition of mitotic cell cycle,negative regulation of cell proliferation,neuron projection morphogenesis,nucleoplasm,perinuclear region of cytoplasm,phosphatidylinositol 3-kinase signaling,plasma membrane,protein complex bindingAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesA=0, C=26 A=0.0, C=1.0 0.00001 371.186 26 A=0/0, C=12/14

chr22:26166900 C/C G C SNV MYO18B MYO18B:exonic:NM_032608.6 1 100 6 missense NM_032608.6c.1641G>C p.Trp547Cys -0.26 0.03 215 0 0(COSM5428141),0.08(COSM3708183)IQ calmodulin-binding motif,Myosin head (motor domain)rs3859866 0.0135 YES 9.023E-1 (pos.26166900) acute_myeloid_leukaemia,carcinomaMyosin XVIIIBATP binding,Z disc,actin binding,cardiac muscle fiber development,filamentous actin,in utero embryonic development,motor activity,myosin complex,nucleus,sarcomere,unconventional myosin complex,vasculogenesisAdenoma;Mesothelioma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neoplasms, MesothelialG=0, C=26 G=0.0, C=1.0 0.00001 371.42 26 G=0/0, C=18/8

chr2:17773524 G/A G A SNV VSNL1 VSNL1:intronic:NM_003385.4 1 50 intronic NM_003385.4c.162+21G>Ap.? -1.64 EF hand,EF-hand domain,EF-hand domain pairrs2680827 0.3013 YES 9.829E-1 (pos.17773524) Visinin-like 1calcium ion binding,cytosol,membrane,negative regulation of insulin secretion,positive regulation of exocytosis,positive regulation of insulin secretion involved in cellular response to glucose stimulus,protein bindingAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Psychotic Disorders;Schizophrenia Spectrum and Other Psychotic Disorders;TauopathiesG=23, A=23 G=0.5, A=0.5 0.00001 254.092 46 G=13/10, A=5/18

chr2:178301428 C/T C T SNV AGPS AGPS:intronic:NM_003659.3 1 57.63 intronic NM_003659.3c.442-64C>Tp.? -0.64 FAD binding domain,FAD linked oxidases, C-terminal domainrs3754989 YES Alkylglycerone-phosphate synthaseFAD binding,alkylglycerone-phosphate synthase activity,ether lipid biosynthetic process,flavin adenine dinucleotide binding,lipid biosynthetic process,membrane,mitochondrion,nucleolus,oxidation-reduction process,oxidoreductase activity, acting on CH-OH group of donors,peroxisomal matrix,peroxisomal membrane,peroxisome,protein bindingAutoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Chondrodysplasia Punctata;Chondrodysplasia Punctata, Rhizomelic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Neoplasms;Neoplasms, Experimental;Nephritis;Nutritional and Metabolic Diseases;Osteochondrodysplasias;Peroxisomal Disorders;Urologic DiseasesC=25, T=34 C=0.4237, T=0.5763 0.00001 356.5 59 C=16/9, T=22/12

chr22:26173661 C/C T C SNV MYO18B MYO18B:exonic:NM_032608.6 1 100 8 missense NM_032608.6c.1981T>C p.Trp661Arg 0.71 1 101 0 IQ calmodulin-binding motif,Myosin head (motor domain)rs5761170,rs758330609 0.0148 YES 0.0 (pos.26173660),8.795E-1 (pos.26173661)Myosin XVIIIBATP binding,Z disc,actin binding,cardiac muscle fiber development,filamentous actin,in utero embryonic development,motor activity,myosin complex,nucleus,sarcomere,unconventional myosin complex,vasculogenesisAdenoma;Mesothelioma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neoplasms, MesothelialT=0, C=27 T=0.0, C=1.0 0.00001 381.794 27 T=0/0, C=11/16

chr2:17895975 T/T C T SNV SMC6 SMC6:intronic:NM_024624.5 1 100 intronic NM_024624.5c.1730+153G>Ap.? -0.29 AAA domain,RecF/RecN/SMC N terminal domainrs2344691 YES Structural maintenance of chromosomes 6-like 1ATP binding,PML body,Smc5-Smc6 complex,cellular response to DNA damage stimulus,cellular senescence,chromosome, telomeric region,double-strand break repair via homologous recombination,interchromatin granule,intracellular,nuclear speck,nucleoplasm,nucleus,positive regulation of chromosome segregation,protein binding,sex chromosome,site of double-strand break,telomere maintenance via recombination,ubiquitin protein ligase bindingC=0, T=39 C=0.0, T=1.0 0.00001 623.98 39 C=0/0, T=20/19

chr2:17927266 T/C T C SNV SMC6 SMC6:intronic:NM_024624.5 1 52.38 intronic NM_024624.5c.-4-48A>G p.? -0.77 AAA domain,RecF/RecN/SMC N terminal domainrs72768644 Structural maintenance of chromosomes 6-like 1ATP binding,PML body,Smc5-Smc6 complex,cellular response to DNA damage stimulus,cellular senescence,chromosome, telomeric region,double-strand break repair via homologous recombination,interchromatin granule,intracellular,nuclear speck,nucleoplasm,nucleus,positive regulation of chromosome segregation,protein binding,sex chromosome,site of double-strand break,telomere maintenance via recombination,ubiquitin protein ligase bindingT=50, C=55 T=0.4762, C=0.5238 0.00001 574.02 105 T=29/21, C=22/33

chr2:17927275 C/T C T SNV SMC6 SMC6:intronic:NM_024624.5 1 47.62 intronic NM_024624.5c.-4-57G>A p.? 0.13 AAA domain,RecF/RecN/SMC N terminal domainrs12474069 YES Structural maintenance of chromosomes 6-like 1ATP binding,PML body,Smc5-Smc6 complex,cellular response to DNA damage stimulus,cellular senescence,chromosome, telomeric region,double-strand break repair via homologous recombination,interchromatin granule,intracellular,nuclear speck,nucleoplasm,nucleus,positive regulation of chromosome segregation,protein binding,sex chromosome,site of double-strand break,telomere maintenance via recombination,ubiquitin protein ligase bindingC=55, T=50 C=0.5238, T=0.4762 0.00001 497.413 105 C=22/33, T=29/21

chr22:26194045 C/C T C SNV MYO18B MYO18B:exonic:NM_032608.6 1 100 12 synonymous NM_032608.6c.2502T>C p.(=) -0.57 IQ calmodulin-binding motif,Myosin head (motor domain)rs738643 0.2933 YES 6.794E-1 (pos.26194045) Myosin XVIIIBATP binding,Z disc,actin binding,cardiac muscle fiber development,filamentous actin,in utero embryonic development,motor activity,myosin complex,nucleus,sarcomere,unconventional myosin complex,vasculogenesisAdenoma;Mesothelioma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neoplasms, MesothelialT=0, C=21 T=0.0, C=1.0 0.00001 281.23 21 T=0/0, C=10/11

chr2:179615931 C/G C G SNV TTN TTN:intronic:NM_001256850.1 1 95.83 intronic NM_001256850.1c.10360+1920G>Cp.? -0.15 0.09(COSM5021341)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,PPAK motif,Protein kinase domain,Protein tyrosine kinase,Titin Zrs922985 8.00E-04 1.0 (pos.179615931) osteosarcoma Titin ATP binding,I band,M band,Z disc,actin filament binding,actinin binding,calcium ion binding,calmodulin binding,cardiac muscle contraction,cardiac muscle fiber development,cardiac muscle hypertrophy,cardiac muscle tissue morphogenesis,cardiac myofibril assembly,condensed nuclear chromosome,cytosol,detection of muscle stretch,enzyme binding,extracellular exosome,extracellular region,identical protein binding,mitotic chromosome condensation,muscle alpha-actinin binding,muscle contraction,muscle filament sliding,muscle myosin complex,peptidyl-tyrosine phosphorylation,platelet degranulation,positive regulation of gene expression,positive regulation of protein secretion,protease binding,protein binding,protein kinase A signaling,protein kinase activity,protein kinase binding,protein phosphorylation,protein self-association,protein serine/threonine kinase activity,protein tyrosine kinase activity,regulation of catalytic activity,regulation of protein kinase activity,response to calcium ion,sarcomere organization,sarAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Bone Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Muscle Weakness;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Respiration Disorders;Respiratory Insufficiency;Respiratory Tract Diseases;Scoliosis;Spinal Curvatures;Spinal DiseasesBenign C=1, G=23 C=0.0417, G=0.9583 0.00001 306.638 24 C=1/0, G=13/10

chr2:179618019 A/A T A SNV TTN TTN:intronic:NM_001256850.1 1 100 intronic NM_001256850.1c.10304-112A>Tp.? 0.12 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,PPAK motif,Protein kinase domain,Protein tyrosine kinase,Titin Zrs3754953 YES Titin ATP binding,I band,M band,Z disc,actin filament binding,actinin binding,calcium ion binding,calmodulin binding,cardiac muscle contraction,cardiac muscle fiber development,cardiac muscle hypertrophy,cardiac muscle tissue morphogenesis,cardiac myofibril assembly,condensed nuclear chromosome,cytosol,detection of muscle stretch,enzyme binding,extracellular exosome,extracellular region,identical protein binding,mitotic chromosome condensation,muscle alpha-actinin binding,muscle contraction,muscle filament sliding,muscle myosin complex,peptidyl-tyrosine phosphorylation,platelet degranulation,positive regulation of gene expression,positive regulation of protein secretion,protease binding,protein binding,protein kinase A signaling,protein kinase activity,protein kinase binding,protein phosphorylation,protein self-association,protein serine/threonine kinase activity,protein tyrosine kinase activity,regulation of catalytic activity,regulation of protein kinase activity,response to calcium ion,sarcomere organization,sarAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Bone Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Muscle Weakness;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Respiration Disorders;Respiratory Insufficiency;Respiratory Tract Diseases;Scoliosis;Spinal Curvatures;Spinal DiseasesT=0, A=46 T=0.0, A=1.0 0.00001 767.949 46 T=0/0, A=30/16

chr2:179620951 T/T C T SNV TTN TTN:intronic:NM_001256850.1 1 100 intronic NM_001256850.1c.10303+2760G>Ap.? 3.71 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,PPAK motif,Protein kinase domain,Protein tyrosine kinase,Titin Zrs7585334 0.0679 YES 7.527E-1 (pos.179620951) Titin ATP binding,I band,M band,Z disc,actin filament binding,actinin binding,calcium ion binding,calmodulin binding,cardiac muscle contraction,cardiac muscle fiber development,cardiac muscle hypertrophy,cardiac muscle tissue morphogenesis,cardiac myofibril assembly,condensed nuclear chromosome,cytosol,detection of muscle stretch,enzyme binding,extracellular exosome,extracellular region,identical protein binding,mitotic chromosome condensation,muscle alpha-actinin binding,muscle contraction,muscle filament sliding,muscle myosin complex,peptidyl-tyrosine phosphorylation,platelet degranulation,positive regulation of gene expression,positive regulation of protein secretion,protease binding,protein binding,protein kinase A signaling,protein kinase activity,protein kinase binding,protein phosphorylation,protein self-association,protein serine/threonine kinase activity,protein tyrosine kinase activity,regulation of catalytic activity,regulation of protein kinase activity,response to calcium ion,sarcomere organization,sarAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Bone Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Muscle Weakness;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Respiration Disorders;Respiratory Insufficiency;Respiratory Tract Diseases;Scoliosis;Spinal Curvatures;Spinal DiseasesBenign C=0, T=31 C=0.0, T=1.0 0.00001 465.486 31 C=0/0, T=17/14

chr22:26239850 A/A C A SNV MYO18B MYO18B:exonic:NM_032608.6 1 100 18 missense NM_032608.6c.3357C>A p.His1119Gln 0.89 1 24 0 0.4(COSM4156086)IQ calmodulin-binding motif,Myosin head (motor domain)rs5761268 0.2864 YES 9.967E-1 (pos.26239850) neoplasm Myosin XVIIIBATP binding,Z disc,actin binding,cardiac muscle fiber development,filamentous actin,in utero embryonic development,motor activity,myosin complex,nucleus,sarcomere,unconventional myosin complex,vasculogenesisAdenoma;Mesothelioma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neoplasms, MesothelialC=0, A=42 C=0.0, A=1.0 0.00001 685.203 42 C=0/0, A=29/13

chr2:179623939 C/C T C SNV TTN TTN:intronic:NM_001256850.1 1 100 intronic NM_001256850.1c.10115-40A>Gp.? -2.64 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,PPAK motif,Protein kinase domain,Protein tyrosine kinase,Titin Zrs6705594 0 9.998E-1 (pos.179623939) Titin ATP binding,I band,M band,Z disc,actin filament binding,actinin binding,calcium ion binding,calmodulin binding,cardiac muscle contraction,cardiac muscle fiber development,cardiac muscle hypertrophy,cardiac muscle tissue morphogenesis,cardiac myofibril assembly,condensed nuclear chromosome,cytosol,detection of muscle stretch,enzyme binding,extracellular exosome,extracellular region,identical protein binding,mitotic chromosome condensation,muscle alpha-actinin binding,muscle contraction,muscle filament sliding,muscle myosin complex,peptidyl-tyrosine phosphorylation,platelet degranulation,positive regulation of gene expression,positive regulation of protein secretion,protease binding,protein binding,protein kinase A signaling,protein kinase activity,protein kinase binding,protein phosphorylation,protein self-association,protein serine/threonine kinase activity,protein tyrosine kinase activity,regulation of catalytic activity,regulation of protein kinase activity,response to calcium ion,sarcomere organization,sarAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Bone Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Muscle Weakness;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Respiration Disorders;Respiratory Insufficiency;Respiratory Tract Diseases;Scoliosis;Spinal Curvatures;Spinal DiseasesT=0, C=40 T=0.0, C=1.0 0.00001 648.659 40 T=0/0, C=9/31

chr7:45004063 C/C T C SNV MYO1G MYO1G:exonic:NM_033054.2 1 100 19 missense NM_033054.2c.2582A>G p.Gln861Arg 0.37 0.44 43 0 Myosin head (motor domain),Unconventional myosin tail, actin- and lipid-bindingrs7792760 0.1581 YES 9.132E-1 (pos.45004063) Myosin IG ATP binding,Fc-gamma receptor signaling pathway involved in phagocytosis,T cell mediated immunity,T cell migration,actin binding,calmodulin binding,cell gliding,cell-substrate adhesion,exocytosis,extracellular exosome,filopodium,lamellipodium,leading edge membrane,membrane,microvillus,motor activity,myosin complex,phagocytic cup,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,4-bisphosphate binding,phosphatidylinositol-4,5-bisphosphate binding,plasma membraneT=0, C=33 T=0.0, C=1.0 0.00001 504.598 33 T=0/0, C=18/15

chr7:45009341 G/G A G SNV MYO1G MYO1G:exonic:NM_033054.2 1 100 11 missense NM_033054.2c.1466T>C p.Met489Thr 3.67 0.34 81 0 0.05(COSM4162234)Myosin head (motor domain),Unconventional myosin tail, actin- and lipid-bindingrs3735485 0.1591 YES 9.147E-1 (pos.45009341) neoplasm Myosin IG ATP binding,Fc-gamma receptor signaling pathway involved in phagocytosis,T cell mediated immunity,T cell migration,actin binding,calmodulin binding,cell gliding,cell-substrate adhesion,exocytosis,extracellular exosome,filopodium,lamellipodium,leading edge membrane,membrane,microvillus,motor activity,myosin complex,phagocytic cup,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,4-bisphosphate binding,phosphatidylinositol-4,5-bisphosphate binding,plasma membraneA=0, G=33 A=0.0, G=1.0 0.00001 504.532 33 A=0/0, G=9/24

chr2:179635882 T/T C T SNV TTN TTN:intronic:NM_001256850.1 1 100 intronic NM_001256850.1c.8116+56G>Ap.? -1.51 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,PPAK motif,Protein kinase domain,Protein tyrosine kinase,Titin Zrs4894047 YES Titin ATP binding,I band,M band,Z disc,actin filament binding,actinin binding,calcium ion binding,calmodulin binding,cardiac muscle contraction,cardiac muscle fiber development,cardiac muscle hypertrophy,cardiac muscle tissue morphogenesis,cardiac myofibril assembly,condensed nuclear chromosome,cytosol,detection of muscle stretch,enzyme binding,extracellular exosome,extracellular region,identical protein binding,mitotic chromosome condensation,muscle alpha-actinin binding,muscle contraction,muscle filament sliding,muscle myosin complex,peptidyl-tyrosine phosphorylation,platelet degranulation,positive regulation of gene expression,positive regulation of protein secretion,protease binding,protein binding,protein kinase A signaling,protein kinase activity,protein kinase binding,protein phosphorylation,protein self-association,protein serine/threonine kinase activity,protein tyrosine kinase activity,regulation of catalytic activity,regulation of protein kinase activity,response to calcium ion,sarcomere organization,sarAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Bone Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Muscle Weakness;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Respiration Disorders;Respiratory Insufficiency;Respiratory Tract Diseases;Scoliosis;Spinal Curvatures;Spinal DiseasesC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=18/4

chr2:179642425 A/A G A SNV

LOC101927

055,TTN LOC101927055:exonic_nc:NR_120594.1, TTN:intronic:NM_001256850.11
100

intronic NM_001256850.1, NR_120594.1c.4480+6C>Tp.? -0.04 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,PPAK motif,Protein kinase domain,Protein tyrosine kinase,Titin Zrs719201 0.0086 YES 8.757E-1 (pos.179642425) Titin ATP binding,I band,M band,Z disc,actin filament binding,actinin binding,calcium ion binding,calmodulin binding,cardiac muscle contraction,cardiac muscle fiber development,cardiac muscle hypertrophy,cardiac muscle tissue morphogenesis,cardiac myofibril assembly,condensed nuclear chromosome,cytosol,detection of muscle stretch,enzyme binding,extracellular exosome,extracellular region,identical protein binding,mitotic chromosome condensation,muscle alpha-actinin binding,muscle contraction,muscle filament sliding,muscle myosin complex,peptidyl-tyrosine phosphorylation,platelet degranulation,positive regulation of gene expression,positive regulation of protein secretion,protease binding,protein binding,protein kinase A signaling,protein kinase activity,protein kinase binding,protein phosphorylation,protein self-association,protein serine/threonine kinase activity,protein tyrosine kinase activity,regulation of catalytic activity,regulation of protein kinase activity,response to calcium ion,sarcomere organization,sarAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Bone Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Muscle Weakness;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Respiration Disorders;Respiratory Insufficiency;Respiratory Tract Diseases;Scoliosis;Spinal Curvatures;Spinal DiseasesBenign/Likely benignG=0, A=106 G=0.0, A=1.0 0.00001 1662.79 106 G=0/0, A=48/58

chr2:179643886 G/G A G SNV

LOC101927

055,TTN LOC101927055:intronic_nc:NR_120594.1, TTN:intronic:NM_001256850.11
100

intronic NM_001256850.1, NR_120594.1c.3964-41T>Cp.? 0.3 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,PPAK motif,Protein kinase domain,Protein tyrosine kinase,Titin Zrs2291302 0.0087 YES 8.775E-1 (pos.179643886) Titin ATP binding,I band,M band,Z disc,actin filament binding,actinin binding,calcium ion binding,calmodulin binding,cardiac muscle contraction,cardiac muscle fiber development,cardiac muscle hypertrophy,cardiac muscle tissue morphogenesis,cardiac myofibril assembly,condensed nuclear chromosome,cytosol,detection of muscle stretch,enzyme binding,extracellular exosome,extracellular region,identical protein binding,mitotic chromosome condensation,muscle alpha-actinin binding,muscle contraction,muscle filament sliding,muscle myosin complex,peptidyl-tyrosine phosphorylation,platelet degranulation,positive regulation of gene expression,positive regulation of protein secretion,protease binding,protein binding,protein kinase A signaling,protein kinase activity,protein kinase binding,protein phosphorylation,protein self-association,protein serine/threonine kinase activity,protein tyrosine kinase activity,regulation of catalytic activity,regulation of protein kinase activity,response to calcium ion,sarcomere organization,sarAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Bone Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Muscle Weakness;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Respiration Disorders;Respiratory Insufficiency;Respiratory Tract Diseases;Scoliosis;Spinal Curvatures;Spinal DiseasesA=0, G=21 A=0.0, G=1.0 0.00001 281.186 21 A=0/0, G=9/12

chr2:179714675 T/T C T SNV CCDC141 CCDC141:intronic:NM_173648.3 1 100 intronic NM_173648.3c.3357+101G>Ap.? 0.49 Immunoglobulin I-set domain,Immunoglobulin domain,Spectrin repeatrs4894055 YES Coiled-coil domain-containing protein 141cytoplasm,microtubule organizing center,protein bindingC=0, T=97 C=0.0, T=1.0 0.00001 1638.67 97 C=0/0, T=47/50

chr2:179753245 T/T C T SNV CCDC141 CCDC141:intronic:NM_173648.3 1 100 intronic NM_173648.3c.1407+9G>Ap.? 0.72 0(COSM4001433),0(COSM4001434)Immunoglobulin I-set domain,Immunoglobulin domain,Spectrin repeatrs7573293 YES 2.942E-1 (pos.179753245)acute_myeloid_leukaemia,neoplasmCoiled-coil domain-containing protein 141cytoplasm,microtubule organizing center,protein bindingC=0, T=63 C=0.0, T=1.0 0.00001 958.913 63 C=0/0, T=33/30

chr10:26286159 T/T G T SNV MYO3A MYO3A:exonic:NM_017433.4 1 100 6 synonymous NM_017433.4c.480G>T p.(=) -1.67 IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers12257119 0.0546 YES 2.09E-3;0.0 (pos.26286159) Myosin IIIA ADP binding,ATP binding,actin binding,actin-dependent ATPase activity,calmodulin binding,cochlea morphogenesis,cytoplasm,filamentous actin,filopodium,filopodium tip,microfilament motor activity,motor activity,myosin complex,plus-end directed microfilament motor activity,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Sensation DisordersBenign/Likely benignG=0, T=189 G=0.0, T=1.0 0.00001 3173.1 189 G=0/0, T=79/110

chr2:180815528 T/T A T SNV CWC22 CWC22:intronic:NM_020943.2 1 100 intronic NM_020943.2c.1919+24T>Ap.? 0.5 MA3 domain rs2304858 0.2958 YES 5.737E-1 (pos.180815528) RNA binding,U2-type catalytic step 1 spliceosome,catalytic step 2 spliceosome,cytosol,mRNA splicing, via spliceosome,nuclear speck,nucleoplasm,protein binding,regulation of mRNA splicing, via spliceosome,spliceosomal complexA=0, T=42 A=0.0, T=1.0 0.00001 685.218 42 A=0/0, T=16/26

chr2:180843126 T/T C T SNV CWC22 CWC22:intronic:NM_020943.2 1 100 intronic NM_020943.2c.453-81G>Ap.? -1.6 MA3 domain rs2367990 YES RNA binding,U2-type catalytic step 1 spliceosome,catalytic step 2 spliceosome,cytosol,mRNA splicing, via spliceosome,nuclear speck,nucleoplasm,protein binding,regulation of mRNA splicing, via spliceosome,spliceosomal complexC=0, T=56 C=0.0, T=1.0 0.00001 832.1 56 C=0/0, T=28/28

chr10:26357747 TA/TA CG TA MNV MYO3A MYO3A:exonic:NM_017433.4 2 100 12 missense NM_017433.4c.1104_1105delCGinsTAp.Val369Ile -0.14, 4.23 0.17 29 0.001 0.41(COSM1559312),0.41(COSM3930988)IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers35379457,rs3817420,rs386742102,rs8797901880.4856 YES 2.772E-1 (pos.26357747),6.18E-1 (pos.26357748)astrocytoma_Grade_IV,carcinoma,ductal_carcinomaMyosin IIIA ADP binding,ATP binding,actin binding,actin-dependent ATPase activity,calmodulin binding,cochlea morphogenesis,cytoplasm,filamentous actin,filopodium,filopodium tip,microfilament motor activity,motor activity,myosin complex,plus-end directed microfilament motor activity,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Sensation DisordersBenign CG=0, TA=32CG=0.0, TA=1.0 0.00001 485.141 32 CG=0/0, TA=14/18

chr10:26446312 A/A G A SNV MYO3A MYO3A:exonic:NM_017433.4 1 100 26 missense NM_017433.4c.2867G>A p.Ser956Asn 5.33 0.97 46 0 0.22(COSM146910)IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers3758449 0.4508 YES 3.357E-1 (pos.26446312) acute_myeloid_leukaemia,adenocarcinomaMyosin IIIA ADP binding,ATP binding,actin binding,actin-dependent ATPase activity,calmodulin binding,cochlea morphogenesis,cytoplasm,filamentous actin,filopodium,filopodium tip,microfilament motor activity,motor activity,myosin complex,plus-end directed microfilament motor activity,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Sensation DisordersBenign/Likely benignG=0, A=51 G=0.0, A=1.0 0.00001 754.584 51 G=0/0, A=25/26

chr2:182359613 A/A G A SNV ITGA4 ITGA4:intronic:NM_000885.5 1 100 intronic NM_000885.5c.1339+74G>Ap.? -1.91 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars165419 YES Integrin, alpha-4 (antigen CD49D, alpha-4 subunit of VLA-4 receptor)B cell differentiation,C-X3-C chemokine binding,cell adhesion,cell adhesion molecule binding,cell surface,cell-matrix adhesion,cell-matrix adhesion involved in ameboidal cell migration,cellular response to cytokine stimulus,clathrin-dependent extracellular exosome endocytosis,coreceptor activity,diapedesis,endodermal cell differentiation,extracellular exosome,extracellular matrix organization,fibronectin binding,focal adhesion,heterotypic cell-cell adhesion,integrin alpha4-beta7 complex,integrin complex,integrin-mediated signaling pathway,leukocyte cell-cell adhesion,leukocyte migration,leukocyte tethering or rolling,membrane,metal ion binding,negative regulation of protein homodimerization activity,plasma membrane,positive regulation of T cell migration,positive regulation of leukocyte tethering or rolling,protein antigen binding,protein binding,receptor clustering,regulation of immune response,substrate adhesion-dependent cell spreadingAutistic Disorder;Autoimmune Diseases;Child Development Disorders, Pervasive;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lung Diseases;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Nephritis;Neurodevelopmental Disorders;Respiratory Tract Diseases;Urologic DiseasesATL1102,CDP323,Natalizumab,R1295,R411,Tinzaparin,VedolizumabG=0, A=42 G=0.0, A=1.0 0.00001 685.219 42 G=0/0, A=17/25

chr2:182363613 A/A T A SNV ITGA4 ITGA4:intronic:NM_000885.5 1 100 intronic NM_000885.5c.1695+109T>Ap.? -0.57 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars1349196 YES Integrin, alpha-4 (antigen CD49D, alpha-4 subunit of VLA-4 receptor)B cell differentiation,C-X3-C chemokine binding,cell adhesion,cell adhesion molecule binding,cell surface,cell-matrix adhesion,cell-matrix adhesion involved in ameboidal cell migration,cellular response to cytokine stimulus,clathrin-dependent extracellular exosome endocytosis,coreceptor activity,diapedesis,endodermal cell differentiation,extracellular exosome,extracellular matrix organization,fibronectin binding,focal adhesion,heterotypic cell-cell adhesion,integrin alpha4-beta7 complex,integrin complex,integrin-mediated signaling pathway,leukocyte cell-cell adhesion,leukocyte migration,leukocyte tethering or rolling,membrane,metal ion binding,negative regulation of protein homodimerization activity,plasma membrane,positive regulation of T cell migration,positive regulation of leukocyte tethering or rolling,protein antigen binding,protein binding,receptor clustering,regulation of immune response,substrate adhesion-dependent cell spreadingAutistic Disorder;Autoimmune Diseases;Child Development Disorders, Pervasive;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lung Diseases;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Nephritis;Neurodevelopmental Disorders;Respiratory Tract Diseases;Urologic DiseasesATL1102,CDP323,Natalizumab,R1295,R411,Tinzaparin,VedolizumabT=0, A=51 T=0.0, A=1.0 0.00001 754.555 51 T=0/0, A=11/40

chr2:182376546 G/G T G SNV ITGA4 ITGA4:intronic:NM_000885.5 1 100 intronic NM_000885.5c.1922+44T>Gp.? -0.72 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars1466109 7.00E-04 1.0 (pos.182376546) Integrin, alpha-4 (antigen CD49D, alpha-4 subunit of VLA-4 receptor)B cell differentiation,C-X3-C chemokine binding,cell adhesion,cell adhesion molecule binding,cell surface,cell-matrix adhesion,cell-matrix adhesion involved in ameboidal cell migration,cellular response to cytokine stimulus,clathrin-dependent extracellular exosome endocytosis,coreceptor activity,diapedesis,endodermal cell differentiation,extracellular exosome,extracellular matrix organization,fibronectin binding,focal adhesion,heterotypic cell-cell adhesion,integrin alpha4-beta7 complex,integrin complex,integrin-mediated signaling pathway,leukocyte cell-cell adhesion,leukocyte migration,leukocyte tethering or rolling,membrane,metal ion binding,negative regulation of protein homodimerization activity,plasma membrane,positive regulation of T cell migration,positive regulation of leukocyte tethering or rolling,protein antigen binding,protein binding,receptor clustering,regulation of immune response,substrate adhesion-dependent cell spreadingAutistic Disorder;Autoimmune Diseases;Child Development Disorders, Pervasive;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lung Diseases;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Nephritis;Neurodevelopmental Disorders;Respiratory Tract Diseases;Urologic DiseasesATL1102,CDP323,Natalizumab,R1295,R411,Tinzaparin,VedolizumabT=0, G=135 T=0.0, G=1.0 0.00001 2238.22 135 T=0/0, G=60/75

chr2:182403792 AT/AT A AT INDEL

CERKL,ITGA

4 CERKL:intronic:NM_201548.4, ITGA4:downstream:NM_000885.5 1
100

intronic NM_000885.5, NM_201548.4c.*3538A>AT, c.1538+27T>ATp.?, p.? 0.67 Diacylglycerol kinase catalytic domainrs57234957 1.0;0.0 (pos.182403792) Ceramide kinase-like,Integrin, alpha-4 (antigen CD49D, alpha-4 subunit of VLA-4 receptor)B cell differentiation,C-X3-C chemokine binding,Golgi apparatus,NAD+ kinase activity,cell adhesion,cell adhesion molecule binding,cell surface,cell-matrix adhesion,cell-matrix adhesion involved in ameboidal cell migration,cellular response to cytokine stimulus,clathrin-dependent extracellular exosome endocytosis,coreceptor activity,cytoplasm,cytosol,diapedesis,endodermal cell differentiation,endoplasmic reticulum,extracellular exosome,extracellular matrix organization,fibronectin binding,focal adhesion,heterotypic cell-cell adhesion,integrin alpha4-beta7 complex,integrin complex,integrin-mediated signaling pathway,leukocyte cell-cell adhesion,leukocyte migration,leukocyte tethering or rolling,membrane,metal ion binding,negative regulation of apoptotic process,negative regulation of protein homodimerization activity,nucleolus,nucleus,perinuclear region of cytoplasm,phosphorylation,photoreceptor inner segment,photoreceptor outer segment,plasma membrane,positive regulation of T cell migration,positive regulationAutistic Disorder;Autoimmune Diseases;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lung Diseases;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Nephritis;Neurodevelopmental Disorders;Respiratory Tract Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Urologic DiseasesATL1102,CDP323,Natalizumab,R1295,R411,Tinzaparin,VedolizumabA=0, AT=20 A=0.0, AT=1.0 0.00001 263.786 20 A=0/0, AT=13/7

chr10:26305773 C/T C T SNV MYO3A MYO3A:exonic:NM_017433.4 1 58.33 7 missense NM_017433.4c.533C>T p.Thr178Ile 6.03 0 89 0.999 IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers33968748 3.00E-04 0.0 (pos.26305773) Myosin IIIA ADP binding,ATP binding,actin binding,actin-dependent ATPase activity,calmodulin binding,cochlea morphogenesis,cytoplasm,filamentous actin,filopodium,filopodium tip,microfilament motor activity,motor activity,myosin complex,plus-end directed microfilament motor activity,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Sensation DisordersBenign C=10, T=14 C=0.4167, T=0.5833 0.00001 135.323 24 C=6/4, T=8/6

chr2:182404139 C/G C G SNV

CERKL,ITGA

4 CERKL:intronic:NM_201548.4, ITGA4:downstream:NM_000885.5 1
56

intronic NM_000885.5, NM_201548.4c.*3885C>G, c.1366-148G>Cp.?, p.? -7.9 Diacylglycerol kinase catalytic domainrs17226490 YES Ceramide kinase-like,Integrin, alpha-4 (antigen CD49D, alpha-4 subunit of VLA-4 receptor)B cell differentiation,C-X3-C chemokine binding,Golgi apparatus,NAD+ kinase activity,cell adhesion,cell adhesion molecule binding,cell surface,cell-matrix adhesion,cell-matrix adhesion involved in ameboidal cell migration,cellular response to cytokine stimulus,clathrin-dependent extracellular exosome endocytosis,coreceptor activity,cytoplasm,cytosol,diapedesis,endodermal cell differentiation,endoplasmic reticulum,extracellular exosome,extracellular matrix organization,fibronectin binding,focal adhesion,heterotypic cell-cell adhesion,integrin alpha4-beta7 complex,integrin complex,integrin-mediated signaling pathway,leukocyte cell-cell adhesion,leukocyte migration,leukocyte tethering or rolling,membrane,metal ion binding,negative regulation of apoptotic process,negative regulation of protein homodimerization activity,nucleolus,nucleus,perinuclear region of cytoplasm,phosphorylation,photoreceptor inner segment,photoreceptor outer segment,plasma membrane,positive regulation of T cell migration,positive regulationAutistic Disorder;Autoimmune Diseases;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lung Diseases;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Nephritis;Neurodevelopmental Disorders;Respiratory Tract Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Urologic DiseasesATL1102,CDP323,Natalizumab,R1295,R411,Tinzaparin,VedolizumabC=22, G=28 C=0.44, G=0.56 0.00001 293.35 50 C=14/8, G=22/6

chr2:182928555 C/C G C SNV PPP1R1C PPP1R1C:intronic:NM_001261424.1 1 100 intronic NM_001261424.1c.262+37G>Cp.? -0.56 Protein phosphatase inhibitor 1/DARPP-32rs1196161 0.0418 YES 8.063E-1 (pos.182928555) Protein phosphatase 1, regulatory subunit 1Ccell cycle,cell division,cytoplasm,intracellular signal transduction,negative regulation of protein kinase activity,protein serine/threonine phosphatase inhibitor activityG=0, C=48 G=0.0, C=1.0 0.00001 810.435 48 G=0/0, C=15/33

chr2:183088584 A/A G A SNV PDE1A PDE1A:intronic:NM_001258312.1 1 100 intronic NM_001258312.1c.836+7C>Tp.? -0.03 3'5'-cyclic nucleotide phosphodiesterase,3'5'-cyclic nucleotide phosphodiesterase N-terminalrs3754929 0.3214 YES 7.178E-1 (pos.183088584) Phosphodiesterase-1A Bepridil,Caffeine,Felodipine,Nicardipine,TrapidilG=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=7/15

chr2:183851058 T/T C T SNV NCKAP1 NCKAP1:intronic:NM_205842.2 1 100 intronic NM_205842.2c.966-103G>Ap.? -0.21 Membrane-associated apoptosis proteinrs10185562 YES NCK-associated protein 1Fc-gamma receptor signaling pathway involved in phagocytosis,Rac GTPase binding,Rac protein signal transduction,SCAR complex,apoptotic process,central nervous system development,cytosol,extracellular exosome,filamentous actin,focal adhesion,integral component of membrane,lamellipodium,lamellipodium membrane,positive regulation of Arp2/3 complex-mediated actin nucleation,positive regulation of actin filament polymerization,positive regulation of lamellipodium assembly,protein binding,protein complex binding,ruffle,vascular endothelial growth factor receptor signaling pathway,viral processC=0, T=42 C=0.0, T=1.0 0.00001 685.22 42 C=0/0, T=11/31



chr2:171260787 A/A G A SNV MYO3B MYO3B:exonic:NM_138995.4 1 100 20 missense NM_138995.4c.2308G>A p.Val770Ile -0.02 0.25 29 0 0.02(COSM6351004),0.02(COSM6351005),0.02(COSM6351006)IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers6736609 0.1001 YES 6.937E-1 (pos.171260787)carcinoma Myosin IIIB ATP binding,actin binding,cochlea morphogenesis,cytoplasm,motor activity,myosin complex,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionG=0, A=56 G=0.0, A=1.0 0.00001 832.088 56 G=0/0, A=28/28

chr2:171260820 C/C T C SNV MYO3B MYO3B:exonic:NM_138995.4 1 100 20 synonymous NM_138995.4c.2341T>C p.(=) -0.24 0.06(COSM6351602),0.06(COSM6351603),0.06(COSM6351604)IQ calmodulin-binding motif,Myosin head (motor domain),Protein kinase domain,Protein tyrosine kinasers6751520 0.1003 YES 6.951E-1 (pos.171260820)carcinoma Myosin IIIB ATP binding,actin binding,cochlea morphogenesis,cytoplasm,motor activity,myosin complex,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to stimulus,sensory perception of sound,stereocilium tip,visual perceptionT=0, C=56 T=0.0, C=1.0 0.00001 832.094 56 T=0/0, C=28/28

chr15:52667552 A/A G A SNV MYO5A MYO5A:exonic:NM_000259.3 1 100 20 synonymous NM_000259.3c.2526C>T p.(=) -0.51 DIL domain,IQ calmodulin-binding motif,Myosin head (motor domain)rs2414145 0.0047 YES 9.735E-1 (pos.52667552) Myosin Va ATP binding,Golgi apparatus,RNA binding,Rab GTPase binding,actin binding,actin filament,actin filament binding,actin filament-based movement,actomyosin,calcium ion binding,calmodulin binding,cellular response to insulin stimulus,chemical synaptic transmission,cytoplasm,cytosol,disordered domain specific binding,early endosome,endoplasmic reticulum,endoplasmic reticulum localization,exocytosis,extracellular exosome,filopodium tip,growth cone,hair follicle maturation,identical protein binding,insulin secretion,insulin-responsive compartment,intermediate filament,late endosome,locomotion involved in locomotory behavior,long-chain fatty acid biosynthetic process,lysosome,melanin biosynthetic process,melanocyte differentiation,melanosome,melanosome transport,membrane,microfilament motor activity,microtubule plus-end,motor activity,myelination,myosin complex,neuron projection,neuronal cell body,odontogenesis,peroxisome,photoreceptor outer segment,post-Golgi vesicle-mediated transport,protein localization to plasma Abnormalities, Multiple;Albinism;Amino Acid Metabolism, Inborn Errors;Autoimmune Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Ectodermal Dysplasia;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hypopigmentation;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Neurocutaneous Syndromes;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Piebaldism;Pigmentation Disorders;Sensation Disorders;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urologic DiseasesG=0, A=57 G=0.0, A=1.0 0.00001 848.582 57 G=0/0, A=24/33

chr15:52689526 C/C T C SNV MYO5A MYO5A:exonic:NM_000259.3 1 100 10 synonymous NM_000259.3c.1191A>G p.(=) -0.54 DIL domain,IQ calmodulin-binding motif,Myosin head (motor domain)rs2924130 2.00E-04 YES 1.0;0.0 (pos.52689526) Myosin Va ATP binding,Golgi apparatus,RNA binding,Rab GTPase binding,actin binding,actin filament,actin filament binding,actin filament-based movement,actomyosin,calcium ion binding,calmodulin binding,cellular response to insulin stimulus,chemical synaptic transmission,cytoplasm,cytosol,disordered domain specific binding,early endosome,endoplasmic reticulum,endoplasmic reticulum localization,exocytosis,extracellular exosome,filopodium tip,growth cone,hair follicle maturation,identical protein binding,insulin secretion,insulin-responsive compartment,intermediate filament,late endosome,locomotion involved in locomotory behavior,long-chain fatty acid biosynthetic process,lysosome,melanin biosynthetic process,melanocyte differentiation,melanosome,melanosome transport,membrane,microfilament motor activity,microtubule plus-end,motor activity,myelination,myosin complex,neuron projection,neuronal cell body,odontogenesis,peroxisome,photoreceptor outer segment,post-Golgi vesicle-mediated transport,protein localization to plasma Abnormalities, Multiple;Albinism;Amino Acid Metabolism, Inborn Errors;Autoimmune Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Ectodermal Dysplasia;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hypopigmentation;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Neurocutaneous Syndromes;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Piebaldism;Pigmentation Disorders;Sensation Disorders;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urologic DiseasesT=0, C=29 T=0.0, C=1.0 0.00001 427.572 29 T=0/0, C=10/19

chr15:52689631 G/G T G SNV MYO5A MYO5A:exonic:NM_000259.3 1 100 10 missense NM_000259.3c.1086A>C p.Glu362Asp -0.11 0.7 45 0 0.07(COSM4128296),0.07(COSM4128297)DIL domain,IQ calmodulin-binding motif,Myosin head (motor domain)rs1724577 0.0042 YES 9.824E-1 (pos.52689631) neoplasm Myosin Va ATP binding,Golgi apparatus,RNA binding,Rab GTPase binding,actin binding,actin filament,actin filament binding,actin filament-based movement,actomyosin,calcium ion binding,calmodulin binding,cellular response to insulin stimulus,chemical synaptic transmission,cytoplasm,cytosol,disordered domain specific binding,early endosome,endoplasmic reticulum,endoplasmic reticulum localization,exocytosis,extracellular exosome,filopodium tip,growth cone,hair follicle maturation,identical protein binding,insulin secretion,insulin-responsive compartment,intermediate filament,late endosome,locomotion involved in locomotory behavior,long-chain fatty acid biosynthetic process,lysosome,melanin biosynthetic process,melanocyte differentiation,melanosome,melanosome transport,membrane,microfilament motor activity,microtubule plus-end,motor activity,myelination,myosin complex,neuron projection,neuronal cell body,odontogenesis,peroxisome,photoreceptor outer segment,post-Golgi vesicle-mediated transport,protein localization to plasma Abnormalities, Multiple;Albinism;Amino Acid Metabolism, Inborn Errors;Autoimmune Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Ectodermal Dysplasia;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hypopigmentation;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Neurocutaneous Syndromes;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Piebaldism;Pigmentation Disorders;Sensation Disorders;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urologic DiseasesT=0, G=36 T=0.0, G=1.0 0.00001 559.347 36 T=0/0, G=17/19

chr15:52643564 G/A G A SNV MYO5A MYO5A:exonic:NM_000259.3 1 52.38 28 missense NM_000259.3c.3736C>T p.Arg1246Cys 2.5 0.01 180 0.592 0.82(COSM4416340),0.82(COSM4416341)DIL domain,IQ calmodulin-binding motif,Myosin head (motor domain)rs1058219 0.1675 YES 1.833E-1 (pos.52643564) acute_myeloid_leukaemiaMyosin Va ATP binding,Golgi apparatus,RNA binding,Rab GTPase binding,actin binding,actin filament,actin filament binding,actin filament-based movement,actomyosin,calcium ion binding,calmodulin binding,cellular response to insulin stimulus,chemical synaptic transmission,cytoplasm,cytosol,disordered domain specific binding,early endosome,endoplasmic reticulum,endoplasmic reticulum localization,exocytosis,extracellular exosome,filopodium tip,growth cone,hair follicle maturation,identical protein binding,insulin secretion,insulin-responsive compartment,intermediate filament,late endosome,locomotion involved in locomotory behavior,long-chain fatty acid biosynthetic process,lysosome,melanin biosynthetic process,melanocyte differentiation,melanosome,melanosome transport,membrane,microfilament motor activity,microtubule plus-end,motor activity,myelination,myosin complex,neuron projection,neuronal cell body,odontogenesis,peroxisome,photoreceptor outer segment,post-Golgi vesicle-mediated transport,protein localization to plasma Abnormalities, Multiple;Albinism;Amino Acid Metabolism, Inborn Errors;Autoimmune Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Ectodermal Dysplasia;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hypopigmentation;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephritis;Nervous System Diseases;Neurocutaneous Syndromes;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Peripheral Nervous System Diseases;Piebaldism;Pigmentation Disorders;Sensation Disorders;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urologic DiseasesBenign G=10, A=11 G=0.4762, A=0.5238 0.00001 95.3 21 G=7/3, A=7/4

chr18:47563299 C/C T C SNV MYO5B MYO5B:exonic:NM_001080467.2 1 100 4 missense NM_001080467.2c.376A>G p.Thr126Ala 6.06 1 58 0 DIL domain,IQ calmodulin-binding motif,Myosin head (motor domain)rs1815930 7.00E-04 1.0 (pos.47563299) Myosin VB ATP binding,Rab GTPase binding,actin binding,apical cortex,calmodulin binding,cytoplasmic vesicle membrane,endosome localization,extracellular exosome,microfilament motor activity,myosin complex,protein binding,protein complex,protein transport,recycling endosome,renal water homeostasis,vesicle-mediated transportAmphetamine-Related Disorders;Bone Diseases;Bone Diseases, Metabolic;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Genetic Diseases, Inborn;Intestinal Diseases;Liver Diseases;Liver Neoplasms;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Malabsorption Syndromes;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mucolipidoses;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nutritional and Metabolic Diseases;Substance-Related DisordersBenign T=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=9/22

chr15:52531941 G/G A G SNV MYO5C MYO5C:exonic:NM_018728.3 1 100 21 synonymous NM_018728.3c.2692T>C p.(=) 0.57 0.41(COSM5618857)DIL domain,IQ calmodulin-binding motif,Myosin head (motor domain)rs11635028 0.0609 YES 2.867E-1 (pos.52531941) ductal_carcinomaMyosin Vc ATP binding,actin binding,calmodulin binding,extracellular exosome,motor activity,myosin complexMental Disorders;Substance-Related DisordersA=0, G=70 A=0.0, G=1.0 0.00001 1092.09 70 A=0/0, G=34/36

chr15:52534344 A/A G A SNV MYO5C MYO5C:exonic:NM_018728.3 1 100 20 synonymous NM_018728.3c.2457C>T p.(=) -0.96 DIL domain,IQ calmodulin-binding motif,Myosin head (motor domain)rs3751631 0.1864 YES 3.455E-2 (pos.52534344) Myosin Vc ATP binding,actin binding,calmodulin binding,extracellular exosome,motor activity,myosin complexMental Disorders;Substance-Related DisordersG=0, A=24 G=0.0, A=1.0 0.00001 334.707 24 G=0/0, A=8/16

chr2:187611748 A/A G A SNV FAM171B FAM171B:intronic:NM_177454.3 1 100 intronic NM_177454.3c.566-71G>Ap.? -0.12 Uncharacterised protein family UPF0560rs2247924 YES integral component of membrane G=0, A=51 G=0.0, A=1.0 0.00001 754.584 51 G=0/0, A=35/16

chr2:189866199 A/A T A SNV COL3A1 COL3A1:intronic:NM_000090.3 1 100 intronic NM_000090.3c.2337+23T>Ap.? 0.41 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs2271682 0.2921 YES 9.273E-1 (pos.189866199) Collagen III, alpha-1 polypeptideSMAD binding,aging,aorta smooth muscle tissue morphogenesis,cell-matrix adhesion,cellular response to amino acid stimulus,cerebral cortex development,collagen catabolic process,collagen fibril organization,collagen type III trimer,digestive tract development,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,heart development,integrin binding,integrin-mediated signaling pathway,metal ion binding,negative regulation of immune response,negative regulation of neuron migration,peptide cross-linking,platelet activation,platelet-derived growth factor binding,positive regulation of Rho protein signal transduction,protease binding,protein binding,regulation of immune response,response to cytokine,response to mechanical stimulus,response to radiation,skeletal system development,skin development,supramolecular fiber organization,transforming growth factor beta receptor signaling pathway,wound healingACMG Recommendations...;Aneurysm;Aortic Aneurysm;Aortic Aneurysm, Abdominal;Aortic Diseases;Aortic Valve Insufficiency;Cardiomegaly;Cardiomyopathies;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Drug-Induced Liver Injury;Dyslipidemias;Ehlers-Danlos Syndrome;Endomyocardial Fibrosis;Fatty Liver;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Heart Valve Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hypercholesterolemia;Hyperglycemia;Hyperinsulinism;Hyperlipidemias;Hypertension;Hypertrophy, Left Ventricular;Keloid;Lipid Metabolism Disorders;Liver Cirrhosis;Liver Cirrhosis, Alcoholic;Liver Cirrhosis, Experimental;Liver Diseases;Liver Diseases, Alcoholic;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;MetaboliCollagenase clostridium histolyticumBenign T=0, A=21 T=0.0, A=1.0 0.00001 280.876 21 T=0/0, A=11/10

chr15:52556429 G/G A G SNV MYO5C MYO5C:exonic:NM_018728.3 1 100 9 synonymous NM_018728.3c.1005T>C p.(=) -1.1 DIL domain,IQ calmodulin-binding motif,Myosin head (motor domain)rs4776032 2.00E-04 1.0 (pos.52556429) Myosin Vc ATP binding,actin binding,calmodulin binding,extracellular exosome,motor activity,myosin complexMental Disorders;Substance-Related DisordersA=0, G=23 A=0.0, G=1.0 0.00001 316.746 23 A=0/0, G=3/20

chr2:189899541 C/C T C SNV COL5A2 COL5A2:intronic:NM_000393.4 1 100 intronic NM_000393.4c.4353+101A>Gp.? -0.48 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs4666770 YES Collagen V, alpha-2 polypeptideSMAD binding,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,eye morphogenesis,metal ion binding,molecular_function,negative regulation of endodermal cell differentiation,ossification,skeletal system development,skin developmentAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesT=0, C=50 T=0.0, C=1.0 0.00001 852.738 50 T=0/0, C=33/17

chr2:189899572 C/C T C SNV COL5A2 COL5A2:intronic:NM_000393.4 1 100 intronic NM_000393.4c.4353+70A>Gp.? -0.37 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs7420715,rs796842690 YES Collagen V, alpha-2 polypeptideSMAD binding,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,eye morphogenesis,metal ion binding,molecular_function,negative regulation of endodermal cell differentiation,ossification,skeletal system development,skin developmentAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesT=0, C=50 T=0.0, C=1.0 0.00001 852.71 50 T=0/0, C=33/17

chr15:52539673 C/T C T SNV MYO5C MYO5C:exonic:NM_018728.3 1 97.06 15 synonymous NM_018728.3c.1863G>A p.(=) 0.43 DIL domain,IQ calmodulin-binding motif,Myosin head (motor domain)rs10163109 0.0104 YES 8.774E-1 (pos.52539673) Myosin Vc ATP binding,actin binding,calmodulin binding,extracellular exosome,motor activity,myosin complexMental Disorders;Substance-Related DisordersC=1, T=33 C=0.0294, T=0.9706 0.00001 492.966 34 C=0/1, T=17/16

chr11:76912636 T/T A T SNV MYO7A MYO7A:exonic:NM_000260.3 1 100 36 missense NM_000260.3c.4996A>T p.Ser1666Cys 2.92 1 112 0 0.23(COSM3752747)FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain)rs2276288 0.4575 YES 4.93E-1 (pos.76912636) adenocarcinoma,ductal_carcinomaMyosin VIIA ADP binding,ATP binding,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,apical plasma membrane,auditory receptor cell stereocilium organization,calmodulin binding,cell cortex,cytoplasm,cytoskeleton,cytosol,equilibrioception,eye photoreceptor cell development,intracellular protein transport,lysosomal membrane,lysosome organization,melanosome,microfilament motor activity,microvillus,motor activity,myosin VII complex,myosin complex,phagolysosome assembly,photoreceptor connecting cilium,photoreceptor inner segment,photoreceptor outer segment,pigment granule transport,post-embryonic animal organ morphogenesis,protein N-terminus binding,protein binding,protein domain specific binding,protein homodimerization activity,sensory perception of light stimulus,sensory perception of sound,spectrin binding,stereocilium,synapse,upper tip-link density,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Nevi and Melanomas;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersBenign A=0, T=39 A=0.0, T=1.0 0.00001 623.979 39 A=0/0, T=16/23

chr2:189923104 A/G A G SNV COL5A2 COL5A2:intronic:NM_000393.4 1 96.77 intronic NM_000393.4c.2229+51T>Cp.? -3.28 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs7556733 0.0179 YES 9.662E-1 (pos.189923104) Collagen V, alpha-2 polypeptideSMAD binding,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,eye morphogenesis,metal ion binding,molecular_function,negative regulation of endodermal cell differentiation,ossification,skeletal system development,skin developmentAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesA=1, G=30 A=0.0323, G=0.9677 0.00001 434.767 31 A=0/1, G=25/5

chr11:76917220 G/G A G SNV MYO7A MYO7A:exonic:NM_000260.3 1 100 41 synonymous NM_000260.3c.5715A>G p.(=) 1.45 0.32(COSM3752748),0.82(COSM3676319)FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain)rs2276293 0.4817 YES 5.229E-1 (pos.76917220) acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomaMyosin VIIA ADP binding,ATP binding,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,apical plasma membrane,auditory receptor cell stereocilium organization,calmodulin binding,cell cortex,cytoplasm,cytoskeleton,cytosol,equilibrioception,eye photoreceptor cell development,intracellular protein transport,lysosomal membrane,lysosome organization,melanosome,microfilament motor activity,microvillus,motor activity,myosin VII complex,myosin complex,phagolysosome assembly,photoreceptor connecting cilium,photoreceptor inner segment,photoreceptor outer segment,pigment granule transport,post-embryonic animal organ morphogenesis,protein N-terminus binding,protein binding,protein domain specific binding,protein homodimerization activity,sensory perception of light stimulus,sensory perception of sound,spectrin binding,stereocilium,synapse,upper tip-link density,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Nevi and Melanomas;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersBenign A=0, G=31 A=0.0, G=1.0 0.00001 465.796 31 A=0/0, G=19/12

chr2:189949759 T/T C T SNV COL5A2 COL5A2:intronic:NM_000393.4 1 100 intronic NM_000393.4c.798+127G>Ap.? -0.31 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs58532741 YES Collagen V, alpha-2 polypeptideSMAD binding,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,eye morphogenesis,metal ion binding,molecular_function,negative regulation of endodermal cell differentiation,ossification,skeletal system development,skin developmentAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesC=0, T=31 C=0.0, T=1.0 0.00001 465.801 31 C=0/0, T=18/13

chr2:189949786 AT/AT TG AT MNV COL5A2 COL5A2:intronic:NM_000393.4 2 100 intronic NM_000393.4c.798+100CA>ATp.? -1.48, -0.02 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs386653665,rs57796506,rs61311233YES Collagen V, alpha-2 polypeptideSMAD binding,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,eye morphogenesis,metal ion binding,molecular_function,negative regulation of endodermal cell differentiation,ossification,skeletal system development,skin developmentAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesTG=0, AT=32TG=0.0, AT=1.0 0.00001 459.289 32 TG=0/0, AT=18/14

chr2:189950556 A/A G A SNV COL5A2 COL5A2:intronic:NM_000393.4 1 100 intronic NM_000393.4c.691-58C>Tp.? -0.27 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs60355473 0.1468 YES Collagen V, alpha-2 polypeptideSMAD binding,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,eye morphogenesis,metal ion binding,molecular_function,negative regulation of endodermal cell differentiation,ossification,skeletal system development,skin developmentAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesG=0, A=37 G=0.0, A=1.0 0.00001 583.704 37 G=0/0, A=10/27

chr2:189953285 A/AAATG A AAATG INDEL COL5A2 COL5A2:intronic:NM_000393.4 4 97.3 intronic NM_000393.4c.645+136T>CATTTp.? -0.41 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs1054970548,rs201479630,rs397758641,rs5837124,rs746250131,rs747848515YES Collagen V, alpha-2 polypeptideSMAD binding,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,eye morphogenesis,metal ion binding,molecular_function,negative regulation of endodermal cell differentiation,ossification,skeletal system development,skin developmentAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesA=1, AAATG=36A=0.027, AAATG=0.973 0.00001 548.133 37 A=1/0, AAATG=23/13

chr2:189953508 C/T C T SNV COL5A2 COL5A2:intronic:NM_000393.4 1 97.06 intronic NM_000393.4c.568-10G>Ap.? -2.13 0.01(COSM4419315)Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs58106884 0.1486 YES 9.618E-2 (pos.189953508)acute_myeloid_leukaemiaCollagen V, alpha-2 polypeptideSMAD binding,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,eye morphogenesis,metal ion binding,molecular_function,negative regulation of endodermal cell differentiation,ossification,skeletal system development,skin developmentAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesBenign/Likely benignC=1, T=33 C=0.0294, T=0.9706 0.00001 492.999 34 C=1/0, T=15/18

chr2:189953551 A/A G A SNV COL5A2 COL5A2:intronic:NM_000393.4 1 100 intronic NM_000393.4c.568-53C>Tp.? 0.21 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,von Willebrand factor type C domainrs58243388 0.1471 YES Collagen V, alpha-2 polypeptideSMAD binding,cellular response to amino acid stimulus,collagen catabolic process,collagen fibril organization,collagen type V trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,eye morphogenesis,metal ion binding,molecular_function,negative regulation of endodermal cell differentiation,ossification,skeletal system development,skin developmentAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesG=0, A=33 G=0.0, A=1.0 0.00001 504.598 33 G=0/0, A=15/18

chr2:190327400 C/C T C SNV WDR75 WDR75:intronic:NM_032168.2 1 100 intronic NM_032168.2c.937+32T>Cp.? -3.11 WD domain, G-beta repeatrs2304701 0.1914 YES 8.523E-2 (pos.190327400) RNA binding,nucleolus,nucleoplasm,positive regulation of protein targeting to mitochondrion,positive regulation of rRNA processing,positive regulation of transcription from RNA polymerase I promoter,rRNA processing,regulation of autophagy of mitochondrion,transcription, DNA-templatedT=0, C=51 T=0.0, C=1.0 0.00001 754.583 51 T=0/0, C=12/39

chr2:190445076 G/G T G SNV SLC40A1 SLC40A1:intronic:NM_014585.5 1 100 intronic NM_014585.5c.43+68A>Cp.? -0.49 Ferroportin1 (FPN1)rs4287798 0.3652 YES Solute carrier family 40 (iron-regulated transporter), member 1basolateral plasma membrane,cellular iron ion homeostasis,cytoplasm,cytosol,endothelium development,ferrous iron export across plasma membrane,ferrous iron transmembrane transporter activity,identical protein binding,integral component of membrane,integral component of plasma membrane,intracellular,iron channel activity,iron ion transmembrane transport,iron ion transmembrane transporter activity,lymphocyte homeostasis,multicellular organismal iron ion homeostasis,negative regulation of apoptotic process,nucleoplasm,peptide hormone binding,plasma membrane,positive regulation of transcription from RNA polymerase II promoter,protein binding,receptor activity,regulation of transcription from RNA polymerase II promoter in response to iron,spleen trabecula formation,synaptic vesicleAnemia;Autistic Disorder;Carcinogenesis;Cell Transformation, Neoplastic;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemochromatosis;Iron Metabolism Disorders;Iron Overload;Liver Diseases;Liver Neoplasms;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Neoplastic Processes;Nervous System Diseases;Neurodegenerative Diseases;Neurodevelopmental Disorders;Nutritional and Metabolic DiseasesT=0, G=32 T=0.0, G=1.0 0.00001 485.141 32 T=0/0, G=12/20

chr15:72191073 C/C T C SNV MYO9A MYO9A:exonic:NM_006901.3 1 100 25 synonymous NM_006901.3c.3771A>G p.(=) 0.26 IQ calmodulin-binding motif,Myosin head (motor domain),Ras association (RalGDS/AF-6) domain,RhoGAP domainrs2415128 0.2662 YES 3.784E-1 (pos.72191073) Myosin IXa ATP binding,GTPase activator activity,actin binding,cell junction assembly,cytosol,establishment of epithelial cell apical/basal polarity,integral component of membrane,intracellular,intracellular signal transduction,metal ion binding,motor activity,myosin complex,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,signal transduction,unconventional myosin complex,visual perceptionT=0, C=157 T=0.0, C=1.0 0.00001 2521.02 157 T=0/0, C=93/64

chr15:72252406 C/T C T SNV MYO9A MYO9A:exonic:NM_006901.3 1 53.49 14 missense NM_006901.3c.2018G>A p.Arg673His 7.75 0 29 1 IQ calmodulin-binding motif,Myosin head (motor domain),Ras association (RalGDS/AF-6) domain,RhoGAP domainrs201188859 1.00E-04 0.0 (pos.72252406) Myosin IXa ATP binding,GTPase activator activity,actin binding,cell junction assembly,cytosol,establishment of epithelial cell apical/basal polarity,integral component of membrane,intracellular,intracellular signal transduction,metal ion binding,motor activity,myosin complex,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,signal transduction,unconventional myosin complex,visual perceptionC=18, T=23 C=0.439, T=0.561 0.00001 282.343 43 C=13/5, T=9/14

chr2:191109533 T/T C T SNV HIBCH HIBCH:intronic:NM_014362.3 1 100 intronic NM_014362.3c.891+80G>Ap.? -1.33 Enoyl-CoA hydratase/isomerasers11883568 YES 3-hydroxyisobutyryl-CoA hydrolase3-hydroxyisobutyryl-CoA hydrolase activity,branched-chain amino acid catabolic process,extracellular exosome,mitochondrial matrix,mitochondrion,valine catabolic processAbnormalities, Multiple;Amino Acid Metabolism, Inborn Errors;Arthritis;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Joint Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Osteoarthritis;Rheumatic DiseasesQuercetin C=0, T=42 C=0.0, T=1.0 0.00001 685.22 42 C=0/0, T=18/24

chr2:191117206 A/A G A SNV HIBCH HIBCH:intronic:NM_014362.3 1 100 intronic NM_014362.3c.518-173C>Tp.? 0.04 Enoyl-CoA hydratase/isomerasers291402 YES 3-hydroxyisobutyryl-CoA hydrolase3-hydroxyisobutyryl-CoA hydrolase activity,branched-chain amino acid catabolic process,extracellular exosome,mitochondrial matrix,mitochondrion,valine catabolic processAbnormalities, Multiple;Amino Acid Metabolism, Inborn Errors;Arthritis;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Joint Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Osteoarthritis;Rheumatic DiseasesQuercetin G=0, A=27 G=0.0, A=1.0 0.00001 389.987 27 G=0/0, A=10/17

chr2:191227492 G/G A G SNV INPP1 INPP1:intronic:NM_002194.3 1 100 intronic NM_002194.3c.265+79A>Gp.? -0.43 Inositol monophosphatase familyrs972689 YES Inositol polyphosphate-1-phosphatasecytosol,dephosphorylation,inositol phosphate metabolic process,inositol-1,3,4-trisphosphate 1-phosphatase activity,inositol-1,4-bisphosphate 1-phosphatase activity,metal ion binding,phosphate-containing compound metabolic process,phosphatidylinositol phosphorylation,signal transductionAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersA=0, G=42 A=0.0, G=1.0 0.00001 680.454 42 A=0/0, G=23/19

chr18:3164385 C/T C T SNV MYOM1 MYOM1:exonic:NM_003803.3 1 50 10 synonymous NM_003803.3c.1392G>A p.(=) 0.48 0.6(COSM3756132)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs11659820 0.2072 YES 8.04E-3 (pos.3164385) adenocarcinomaMyomesin 1 M band,Z disc,actin filament binding,actin filament organization,extraocular skeletal muscle development,identical protein binding,kinase binding,muscle alpha-actinin binding,positive regulation of gene expression,positive regulation of protein secretion,protein binding,protein homodimerization activity,protein kinase A signaling,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaBenign C=12, T=12 C=0.5, T=0.5 0.00001 106.71 24 C=7/5, T=6/6

chr8:2040337 C/C T C SNV MYOM2 MYOM2:exonic:NM_003970.3 1 100 16 synonymous NM_003970.3c.1992T>C p.(=) -2.3 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs6420202 0 1.0 (pos.2040337) Myomesin 2 M band,Z disc,actin filament binding,actin filament organization,extraocular skeletal muscle development,kinase binding,mitochondrion,muscle alpha-actinin binding,muscle contraction,muscle myosin complex,myosin filament,protein binding,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityT=0, C=50 T=0.0, C=1.0 0.00001 852.593 50 T=0/0, C=18/32

chr8:2071174 T/C T C SNV MYOM2 MYOM2:exonic:NM_003970.3 1 57.14 29 missense NM_003970.3c.3503T>C p.Val1168Ala 0.33 0.75 64 0.002 0.04(COSM6354140)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs17854780 0.1164 YES 1.993E-1 (pos.2071174) carcinoma Myomesin 2 M band,Z disc,actin filament binding,actin filament organization,extraocular skeletal muscle development,kinase binding,mitochondrion,muscle alpha-actinin binding,muscle contraction,muscle myosin complex,myosin filament,protein binding,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityT=9, C=12 T=0.4286, C=0.5714 0.00001 109.102 21 T=4/5, C=4/8

chr2:191922841 A/A G A SNV STAT4 STAT4:intronic:NM_001243835.1 1 100 intronic NM_001243835.1c.1113-4C>Tp.? -0.08 0.09(COSM4416203)SH2 domain,STAT protein, DNA binding domain,STAT protein, all-alpha domain,STAT protein, protein interaction domainrs3024866 0.2558 YES 5.188E-1 (pos.191922841)acute_myeloid_leukaemiaSignal transducer and activator of transcription-4,Suppressor of cytokine signaling 6DNA binding,DNA binding transcription factor activity,JAK-STAT cascade,cytokine-mediated signaling pathway,cytosol,identical protein binding,interleukin-12-mediated signaling pathway,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,signal transducer activity,transcription, DNA-templatedAdenocarcinoma;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Behcet Syndrome;Bile Duct Diseases;Biliary Tract Diseases;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Cholestasis;Cholestasis, Intrahepatic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Digestive System Diseases;Digestive System Neoplasms;Dry Eye Syndromes;Eye Diseases;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Hereditary Autoinflammatory Diseases;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Lacrimal Apparatus Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Diseases, Obstructive;Lupus Erythematosus, Systemic;Mouth Diseases;Multiple Sclerosis;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous SBenign G=0, A=65 G=0.0, A=1.0 0.00001 996.402 65 G=0/0, A=31/34

chr2:192250543 G/G A G SNV MYO1B MYO1B:intronic:NM_001130158.2 1 100 intronic NM_001130158.2c.1354-67A>Gp.? 1.03 IQ calmodulin-binding motif,Myosin head (motor domain),Unconventional myosin tail, actin- and lipid-bindingrs13000398 YES Myosin IB ATP binding,actin filament,actin filament binding,actin filament bundle assembly,actin filament organization,actin filament-based movement,actin-dependent ATPase activity,apical part of cell,brush border,cadherin binding,calmodulin binding,cell periphery,cytoplasm,early endosome,endosome membrane,extracellular exosome,filopodium,microfilament motor activity,motor activity,myosin complex,perinuclear region of cytoplasm,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-4,5-bisphosphate binding,plasma membrane,post-Golgi vesicle-mediated transport,trans-Golgi network membraneA=0, G=31 A=0.0, G=1.0 0.00001 465.684 31 A=0/0, G=26/5

chr2:192250568 C/C T C SNV MYO1B MYO1B:intronic:NM_001130158.2 1 100 intronic NM_001130158.2c.1354-42T>Cp.? -0.18 IQ calmodulin-binding motif,Myosin head (motor domain),Unconventional myosin tail, actin- and lipid-bindingrs13026888 0.0285 YES 9.433E-1 (pos.192250568) Myosin IB ATP binding,actin filament,actin filament binding,actin filament bundle assembly,actin filament organization,actin filament-based movement,actin-dependent ATPase activity,apical part of cell,brush border,cadherin binding,calmodulin binding,cell periphery,cytoplasm,early endosome,endosome membrane,extracellular exosome,filopodium,microfilament motor activity,motor activity,myosin complex,perinuclear region of cytoplasm,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-4,5-bisphosphate binding,plasma membrane,post-Golgi vesicle-mediated transport,trans-Golgi network membraneT=0, C=22 T=0.0, C=1.0 0.00001 298.22 22 T=0/0, C=17/5

chr8:2046700 C/T C T SNV MYOM2 MYOM2:exonic:NM_003970.3 1 50 19 missense NM_003970.3c.2327C>T p.Thr776Met 0.03 0.03 81 0.999 0.14(COSM4416783)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs2294066 0.1442 YES 2.501E-1 (pos.2046700) acute_myeloid_leukaemiaMyomesin 2 M band,Z disc,actin filament binding,actin filament organization,extraocular skeletal muscle development,kinase binding,mitochondrion,muscle alpha-actinin binding,muscle contraction,muscle myosin complex,myosin filament,protein binding,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityC=21, T=21 C=0.5, T=0.5 0.00001 231.338 42 C=10/11, T=10/11

chr2:192711162 C/C A C SNV CAVIN2 CAVIN2:intronic:NM_004657.5 1 100 intronic NM_004657.5c.483+7T>Gp.? 0.68 PTRF/SDPR familyrs4471838 0.0016 YES 9.995E-1;0.0 (pos.192711162) Caveolae-associated protein 2caveola,cytoplasm,cytosol,membrane raft,phosphatidylserine binding,phospholipid binding,plasma membrane tubulation,protein binding,protein kinase C bindingA=0, C=32 A=0.0, C=1.0 0.00001 485.14 32 A=0/0, C=21/11

chr2:192820811 TGTGTGAATGCTT/TGTGTGAATGCTTT TGTGTGAATGCTT INDEL TMEFF2 TMEFF2:intronic:NM_016192.3 12 100 intronic NM_016192.3c.869+170A>AAGCATTCACACAp.? 0.31 Kazal-type serine protease inhibitor domain Transmembrane protein with EGF-like and 2 follistatin-like domains 2extracellular region,integral component of membrane,molecular_function,negative regulation of cell migration,negative regulation of integrin biosynthetic process,negative regulation of stress fiber assembly,wound healing, spreading of cellsAdnexal Diseases;Cysts;Diabetes Mellitus;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Gonadal Disorders;Male Urogenital Diseases;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=0, TGTGTGAATGCTT=33T=0.0, TGTGTGAATGCTT=1.0 0.00001 500.725 33 T=0/0, TGTGTGAATGCTT=26/7

chr2:192820898 G/G T G SNV TMEFF2 TMEFF2:intronic:NM_016192.3 1 100 intronic NM_016192.3c.869+83A>Cp.? -0.86 Kazal-type serine protease inhibitor domainrs7606017 YES Transmembrane protein with EGF-like and 2 follistatin-like domains 2extracellular region,integral component of membrane,molecular_function,negative regulation of cell migration,negative regulation of integrin biosynthetic process,negative regulation of stress fiber assembly,wound healing, spreading of cellsAdnexal Diseases;Cysts;Diabetes Mellitus;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Gonadal Disorders;Male Urogenital Diseases;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=0, G=42 T=0.0, G=1.0 0.00001 685.22 42 T=0/0, G=26/16

chr1:24393563 C/T C T SNV MYOM3 MYOM3:exonic:NM_152372.3 1 95.45 28 missense NM_152372.3c.3371G>A p.Arg1124Gln 5.36 0.08 43 0 0.01(COSM3751049),0.01(COSM3751050)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs16829071 0.1388 YES 3.267E-1 (pos.24393563) adenocarcinoma,neoplasmMyomesin 3 M band,Z disc,actin filament binding,actin filament organization,muscle alpha-actinin binding,muscle myosin complex,protein homodimerization activity,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityC=1, T=21 C=0.0455, T=0.9545 0.00001 271.51 22 C=1/0, T=8/13

chr9:34372873 C/G C G SNV MYORG MYORG:exonic:NM_020702.4 1 53.33 2 stoploss NM_020702.4c.69G>C p.Ter23Tyr 0.3 Glycosyl hydrolases family 31rs4879782 0.2152 YES 9.467E-1 (pos.34372873) carbohydrate metabolic process,endoplasmic reticulum membrane,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of membrane,nuclear membrane,positive regulation of insulin-like growth factor receptor signaling pathway,positive regulation of protein kinase B signaling,skeletal muscle fiber developmentC=14, G=16 C=0.4667, G=0.5333 0.00001 159.924 30 C=7/7, G=10/6

chr2:197010823 T/T C T SNV STK17B STK17B:intronic:NM_004226.3 1 100 intronic NM_004226.3c.336-44G>Ap.? 0.02 Protein kinase domain,Protein tyrosine kinasers2271888 0.4164 YES 5.598E-1 (pos.197010823) Serine/threonine protein kinase 17bATP binding,actin cytoskeleton,apoptotic process,endoplasmic reticulum-Golgi intermediate compartment,intracellular signal transduction,nucleus,plasma membrane,positive regulation of fibroblast apoptotic process,protein autophosphorylation,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activityQuercetin C=0, T=30 C=0.0, T=1.0 0.00001 446.517 30 C=0/0, T=13/17

chr2:197021086 C/T C T SNV STK17B STK17B:intronic:NM_004226.3 1 97.06 intronic NM_004226.3c.335+77G>Ap.? 0.24 Protein kinase domain,Protein tyrosine kinasers6712631 YES Serine/threonine protein kinase 17bATP binding,actin cytoskeleton,apoptotic process,endoplasmic reticulum-Golgi intermediate compartment,intracellular signal transduction,nucleus,plasma membrane,positive regulation of fibroblast apoptotic process,protein autophosphorylation,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activityQuercetin C=1, T=33 C=0.0294, T=0.9706 0.00001 492.867 34 C=1/0, T=21/12

chr2:197021141 A/A G A SNV STK17B STK17B:intronic:NM_004226.3 1 100 intronic NM_004226.3c.335+22C>Tp.? 0.57 Protein kinase domain,Protein tyrosine kinasers6712829 0.417 YES 5.894E-1 (pos.197021141) Serine/threonine protein kinase 17bATP binding,actin cytoskeleton,apoptotic process,endoplasmic reticulum-Golgi intermediate compartment,intracellular signal transduction,nucleus,plasma membrane,positive regulation of fibroblast apoptotic process,protein autophosphorylation,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activityQuercetin G=0, A=34 G=0.0, A=1.0 0.00001 524.186 34 G=0/0, A=22/12

chr5:137206560 C/C A C SNV MYOT MYOT:exonic:NM_006790.2 1 100 2 missense NM_006790.2c.220A>C p.Lys74Gln 2.81 1 53 0 Immunoglobulin I-set domain,Immunoglobulin domainrs386352828,rs6890689 0 1.0 (pos.137206560) Myotilin (titin immunoglobulin domain protein)Z disc,actin binding,actin cytoskeleton,alpha-actinin binding,muscle contraction,protein binding,sarcolemma,structural constituent of muscleCardiomyopathies;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Muscle Weakness;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Peripheral Nervous System DiseasesBenign A=0, C=29 A=0.0, C=1.0 0.00001 426.447 29 A=0/0, C=17/12

chr2:197298232 T/T C T SNV HECW2 HECW2:intronic:NM_020760.3 1 100 intronic NM_020760.3c.-34-50G>Ap.? -1.89 C2 domain,HECT-domain (ubiquitin-transferase),N-terminal domain of E3 ubiquitin-protein ligase HECW1 and 2,WW domainrs2204640 YES HECT, C2, and WW domains-containing E3 ubiquitin-protein ligase 2cytoplasm,mitotic spindle,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of mitotic metaphase/anaphase transition,ubiquitin protein ligase activityC=0, T=58 C=0.0, T=1.0 0.00001 867.326 58 C=0/0, T=6/52

chr2:197954780 G/G A G SNV ANKRD44 ANKRD44:intronic:NM_001195144.1 1 100 intronic NM_001195144.1c.1101-24T>Cp.? 0.33 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs4300850 0.0394 YES 9.997E-1 (pos.197954780) protein binding A=0, G=22 A=0.0, G=1.0 0.00001 298.874 22 A=0/0, G=5/17

chr2:1926437 T/T G T SNV MYT1L MYT1L:exonic:NM_015025.3 1 100 10 synonymous NM_015025.3c.1104C>A p.(=) -0.8 Myelin transcription factor 1,Zinc finger, C2HC typers1529667 0.031 YES 1.0 (pos.1926437) Myelin transcription factor 1-likeDNA binding,DNA binding transcription factor activity,chromosome,negative regulation of transcription from RNA polymerase II promoter,nervous system development,neuron development,neuron differentiation,neuron fate commitment,neuron fate specification,nucleus,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific binding,zinc ion bindingG=0, T=29 G=0.0, T=1.0 0.00001 427.603 29 G=0/0, T=15/14

chr4:40121562 A/A G A SNV N4BP2 N4BP2:exonic:NM_018177.5 1 100 9 missense NM_018177.5c.1831G>A p.Asp611Asn 0.56 1 23 0 0(COSM447847)AAA domain,Domain of unknown function (DUF1771),Smr domainrs794001 0.2272 YES 9.661E-1 (pos.40121562) carcinoma ATP binding,ATP-dependent polydeoxyribonucleotide 5'-hydroxyl-kinase activity,cytosol,endonuclease activity,nucleic acid phosphodiester bond hydrolysis,phosphorylation,protein bindingG=0, A=90 G=0.0, A=1.0 0.00001 1493.12 90 G=0/0, A=57/33

chr4:40103767 G/T G T SNV N4BP2 N4BP2:exonic:NM_018177.5 1 47.37 4 missense NM_018177.5c.302G>T p.Ser101Ile -0.14 0 142 0.335 AAA domain,Domain of unknown function (DUF1771),Smr domainrs17511668 0.23 YES 3.321E-2 (pos.40103767) ATP binding,ATP-dependent polydeoxyribonucleotide 5'-hydroxyl-kinase activity,cytosol,endonuclease activity,nucleic acid phosphodiester bond hydrolysis,phosphorylation,protein bindingG=80, T=72 G=0.5263, T=0.4737 0.00001 719.579 152 G=53/27, T=33/39

chr2:200173684 G/G T G SNV SATB2 SATB2:intronic:NM_001172517.1 1 100 intronic NM_001172517.1c.1543-4A>Cp.? 0.56 CUT domain,CUT1-like DNA-binding domain of SATB,Homeobox domain,Ubiquitin-like oligomerisation domain of SATBrs10153730 5.00E-04 YES 1.0 (pos.200173684) Special AT-rich sequence-binding protein 2DNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cartilage development,cellular response to organic substance,chromatin binding,chromatin remodeling,commitment of neuronal cell to specific neuron type in forebrain,covalent chromatin modification,embryonic pattern specification,embryonic skeletal system morphogenesis,histone deacetylase complex,negative regulation of transcription from RNA polymerase II promoter,neuron migration,nuclear matrix,nucleoplasm,nucleus,osteoblast development,palate development,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription factor complex,transcription from RNA polymerase II promoter,transcription, DNA-templated,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingAbnormalities, Multiple;Bronchial Neoplasms;Carcinoma, Bronchogenic;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Intellectual Disability;Jaw Abnormalities;Jaw Diseases;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mental Disorders;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Small Cell Lung Carcinoma;Stomatognathic Diseases;Stomatognathic System Abnormalities;Thoracic NeoplasmsT=0, G=35 T=0.0, G=1.0 0.00001 543.745 35 T=0/0, G=7/28

chr2:200245245 C/G C G SNV SATB2 SATB2:intronic:NM_001172517.1 1 55.77 intronic NM_001172517.1c.474-35G>Cp.? 0.07 CUT domain,CUT1-like DNA-binding domain of SATB,Homeobox domain,Ubiquitin-like oligomerisation domain of SATBrs1348813 0.2465 YES 3.504E-1 (pos.200245245) Special AT-rich sequence-binding protein 2DNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cartilage development,cellular response to organic substance,chromatin binding,chromatin remodeling,commitment of neuronal cell to specific neuron type in forebrain,covalent chromatin modification,embryonic pattern specification,embryonic skeletal system morphogenesis,histone deacetylase complex,negative regulation of transcription from RNA polymerase II promoter,neuron migration,nuclear matrix,nucleoplasm,nucleus,osteoblast development,palate development,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription factor complex,transcription from RNA polymerase II promoter,transcription, DNA-templated,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingAbnormalities, Multiple;Bronchial Neoplasms;Carcinoma, Bronchogenic;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Intellectual Disability;Jaw Abnormalities;Jaw Diseases;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mental Disorders;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Small Cell Lung Carcinoma;Stomatognathic Diseases;Stomatognathic System Abnormalities;Thoracic NeoplasmsC=23, G=29 C=0.4423, G=0.5577 0.00001 299.659 52 C=15/8, G=15/14

chr2:201488758 G/G A G SNV AOX1 AOX1:intronic:NM_001159.3 1 100 intronic NM_001159.3c.2124+52A>Gp.? -1.94 2Fe-2S binding domain,2Fe-2S iron-sulfur cluster binding domain,Aldehyde oxidase and xanthine dehydrogenase, a/b hammerhead domain,CO dehydrogenase flavoprotein C-terminal domain,FAD binding domain in molybdopterin dehydrogenase,Molybdopterin-binding domain of aldehyde dehydrogenasers2348021 0.3324 YES 5.836E-1 (pos.201488758) Aldehyde oxidase-12 iron, 2 sulfur cluster binding,NAD binding,aldehyde oxidase activity,cytosol,drug metabolic process,electron transfer activity,electron transport chain,extracellular exosome,flavin adenine dinucleotide binding,geranial:oxygen oxidoreductase activity,heptaldehyde:oxygen oxidoreductase activity,identical protein binding,iron ion binding,metal ion binding,molybdopterin cofactor binding,nuclear body,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on CH-OH group of donors,oxidoreductase activity, acting on the aldehyde or oxo group of donors,protein homodimerization activity,vitamin B6 metabolic process,xanthine catabolic processGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsAllopurinol,Aminocaproic Acid,Brimonidine,Eniluracil,Ethyl carbamate,Famciclovir,Idelalisib,Lenvatinib,Menadione,Mercaptopurine,Methotrexate,NADH,Pyrazinamide,Raloxifene,Zaleplon,ZonisamideA=0, G=28 A=0.0, G=1.0 0.00001 408.718 28 A=0/0, G=16/12

chr2:202025131 A/A G A SNV CFLAR CFLAR:intronic:NM_003879.6 1 100 intronic NM_003879.6c.794-24G>Ap.? -1.97 Caspase domain,Death effector domainrs2518142 0.0913 YES 8.633E-1 (pos.202025131) CASP8- and FADD-like apoptosis regulatorCD95 death-inducing signaling complex,apoptotic process,cellular response to dexamethasone stimulus,cellular response to epidermal growth factor stimulus,cellular response to estradiol stimulus,cellular response to hypoxia,cellular response to insulin stimulus,cellular response to nitric oxide,cysteine-type endopeptidase activity,cysteine-type endopeptidase activity involved in execution phase of apoptosis,cytoplasm,cytosol,death receptor binding,death-inducing signaling complex,enzyme activator activity,execution phase of apoptosis,membrane raft,negative regulation of apoptotic process,negative regulation of cardiac muscle cell apoptotic process,negative regulation of cellular response to transforming growth factor beta stimulus,negative regulation of extrinsic apoptotic signaling pathway,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of hepatocyte apoptotic process,negative regulation of myoblast fusion,negative regulation of reactive oxygen speciBone Marrow Diseases;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hodgkin Disease;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Lymphatic Diseases;Lymphoma;Lymphoma, Extranodal NK-T-Cell;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoproliferative Disorders;Myelodysplastic Syndromes;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Pancreatic Diseases;Pancreatic NeoplasmsG=0, A=25 G=0.0, A=1.0 0.00001 353.017 25 G=0/0, A=12/13

chr14:57876265 A/A G A SNV NAA30 NAA30:utr_3:NM_001011713.2 1 100 5 utr_3 NM_001011713.2c.1120G>A p.? 0.26 Acetyltransferase (GNAT) domain,Acetyltransferase (GNAT) family,FR47-like proteinrs11620639 0.0421 YES 8.607E-1 (pos.57876265) N-acetyltransferase activity,N-terminal peptidyl-methionine acetylation,NatC complex,cytoplasm,cytosol,nucleus,peptide alpha-N-acetyltransferase activity,polysome,protein bindingG=0, A=71 G=0.0, A=1.0 0.00001 1111.48 71 G=0/0, A=34/37

chr2:202154397 C/G C G SNV ALS2CR12 ALS2CR12:intronic:NM_001127391.2 1 50 intronic NM_001127391.2c.1032+22G>Cp.? -0.4 rs6715284 0.0928 YES 1.145E-2 (pos.202154397) cell projection,cellular_component,cytoplasm,molecular_function,protein bindingArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Carcinoma;Carcinoma, Basal Cell;Carcinoma, Squamous Cell;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Immune System Diseases;Joint Diseases;Melanoma;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Basal Cell;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Squamous Cell;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Rheumatic Diseases;Skin and Connective Tissue DiseasesC=20, G=20 C=0.5, G=0.5 0.00001 218.862 40 C=11/9, G=15/5

chr2:202402250 A/A AAC A INDEL C2CD6 C2CD6:intronic:NM_001168221.1 2 100 intronic NM_001168221.1c.1163-48GTT>Tp.? -1.64, 0.16, -1.19 Amyotrophic lateral sclerosis 2 candidate 11rs202074378,rs3083390,rs397839229,rs55683837,rs7570969390.329 YES 0.0 (pos.202402252),9.407E-1 (pos.202402250) protein binding AAC=0, A=184AAC=0.0, A=1.0 0.00001 3077.13 184 AAC=0/0, A=96/88

chr2:202410147 A/A C A SNV C2CD6 C2CD6:intronic:NM_001168221.1 1 100 intronic NM_001168221.1c.1162+119G>Tp.? 0.74 Amyotrophic lateral sclerosis 2 candidate 11rs10931955 YES protein binding C=0, A=21 C=0.0, A=1.0 0.00001 281.235 21 C=0/0, A=11/10

chr4:76857309 T/T C T SNV NAAA NAAA:exonic:NM_014435.3 1 100 3 missense NM_014435.3c.451G>A p.Val151Ile -0.82 0.79 29 0 0.01(COSM3683307),0.01(COSM5654000),0.01(COSM5654001)Linear amide C-N hydrolases, choloylglycine hydrolase family,beta subunit of N-acylethanolamine-hydrolyzing acid amidasers4859571 0.2317 YES 3.575E-1 (pos.76857309) acute_myeloid_leukaemia,diffuse_large_B_cell_lymphomaN-acylethanolamine acid amidasebiological_process,cytoplasm,extracellular exosome,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds,lipid metabolic process,lysosomal lumen,neurotransmitter secretion,presynapse,transcription factor bindingC=0, T=25 C=0.0, T=1.0 0.00001 352.977 25 C=0/0, T=20/5

chr2:202580370 A/A G A SNV ALS2 ALS2:intronic:NM_020919.3 1 100 intronic NM_020919.3c.4004+25C>Tp.? -1.35 MORN repeat,Regulator of chromosome condensation (RCC1) repeat,RhoGEF domain,Vacuolar sorting protein 9 (VPS9) domainrs3219167 0.1638 YES 7.474E-1 (pos.202580370) Alsin Rab GTPase binding,Rab guanyl-nucleotide exchange factor activity,Rac guanyl-nucleotide exchange factor activity,Rac protein signal transduction,Rho guanyl-nucleotide exchange factor activity,axon,axonogenesis,behavioral fear response,cell death,centrosome,cytosol,dendrite,dendritic spine,early endosome,endosomal transport,endosome organization,growth cone,guanyl-nucleotide exchange factor activity,in utero embryonic development,intracellular membrane-bounded organelle,lamellipodium,locomotory behavior,membrane,neuromuscular junction development,neuron projection morphogenesis,neuronal cell body,positive regulation of GTPase activity,positive regulation of Rac protein signal transduction,positive regulation of protein kinase activity,positive regulation of protein serine/threonine kinase activity,postsynaptic density,protein binding,protein complex,protein homodimerization activity,protein localization,protein serine/threonine kinase activator activity,receptor recycling,regulation of Rho protein signal transAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Proteostasis Deficiencies;Spastic Paraplegia, Hereditary;Spinal Cord Diseases;TDP-43 ProteinopathiesBenign G=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=15/9

chr2:202608877 A/A C A SNV ALS2 ALS2:intronic:NM_020919.3 1 100 intronic NM_020919.3c.2170+104G>Tp.? 0.57 MORN repeat,Regulator of chromosome condensation (RCC1) repeat,RhoGEF domain,Vacuolar sorting protein 9 (VPS9) domainrs4673207 YES Alsin Rab GTPase binding,Rab guanyl-nucleotide exchange factor activity,Rac guanyl-nucleotide exchange factor activity,Rac protein signal transduction,Rho guanyl-nucleotide exchange factor activity,axon,axonogenesis,behavioral fear response,cell death,centrosome,cytosol,dendrite,dendritic spine,early endosome,endosomal transport,endosome organization,growth cone,guanyl-nucleotide exchange factor activity,in utero embryonic development,intracellular membrane-bounded organelle,lamellipodium,locomotory behavior,membrane,neuromuscular junction development,neuron projection morphogenesis,neuronal cell body,positive regulation of GTPase activity,positive regulation of Rac protein signal transduction,positive regulation of protein kinase activity,positive regulation of protein serine/threonine kinase activity,postsynaptic density,protein binding,protein complex,protein homodimerization activity,protein localization,protein serine/threonine kinase activator activity,receptor recycling,regulation of Rho protein signal transAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Proteostasis Deficiencies;Spastic Paraplegia, Hereditary;Spinal Cord Diseases;TDP-43 ProteinopathiesC=0, A=31 C=0.0, A=1.0 0.00001 465.819 31 C=0/0, A=19/12

chr4:76857388 T/T C T SNV NAAA NAAA:exonic:NM_014435.3 1 100 3 synonymous NM_014435.3c.372G>A p.(=) -0.24 Linear amide C-N hydrolases, choloylglycine hydrolase family,beta subunit of N-acylethanolamine-hydrolyzing acid amidasers4859572 0.2323 YES 3.562E-1 (pos.76857388) N-acylethanolamine acid amidasebiological_process,cytoplasm,extracellular exosome,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds,lipid metabolic process,lysosomal lumen,neurotransmitter secretion,presynapse,transcription factor bindingC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=17/5

chr2:203690387 A/A G A SNV ICA1L ICA1L:intronic:NM_138468.5 1 100 intronic NM_138468.5c.235+31C>Tp.? 0.1 Arfaptin-like domain,Islet cell autoantigen ICA69, C-terminal domainrs1344959 0.0507 YES 9.28E-1 (pos.203690387) acrosomal vesicle,protein binding,protein domain specific binding,spermatid developmentG=0, A=38 G=0.0, A=1.0 0.00001 603.705 38 G=0/0, A=22/16

chr2:203693559 G/G C G SNV ICA1L ICA1L:intronic:NM_138468.5 1 100 intronic NM_138468.5c.162+12G>Cp.? -0.21 Arfaptin-like domain,Islet cell autoantigen ICA69, C-terminal domainrs4675296 0.0502 YES 9.259E-1 (pos.203693559) acrosomal vesicle,protein binding,protein domain specific binding,spermatid developmentC=0, G=32 C=0.0, G=1.0 0.00001 485.091 32 C=0/0, G=18/14

chr2:204002809 C/C A C SNV NBEAL1 NBEAL1:intronic:NM_001114132.1 1 100 intronic NM_001114132.1c.4479-76A>Cp.? -0.15 Beige/BEACH domain,Domain of unknown function (DUF4704),Domain of unknown function (DUF4800),PH domain associated with Beige/BEACH,WD domain, G-beta repeatrs10180815 YES Neurobeachin-like 1 Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, C=64 A=0.0, C=1.0 0.00001 948.58 64 A=0/0, C=40/24

chr3:174951756 C/C T C SNV NAALADL2 NAALADL2:exonic:NM_207015.2 1 100 3 missense NM_207015.2c.581T>C p.Met194Thr -1.11 0.23 81 0 0.02(COSM149518)Peptidase family M28rs4371530 0.266 YES 6.729E-1 (pos.174951756)adenocarcinoma,carcinomaN-acetylated alpha-linked acidic dipeptidase-like 2integral component of membrane,protein bindingCardiovascular Diseases;Embolism and Thrombosis;Hemic and Lymphatic Diseases;Lymphatic Diseases;Mucocutaneous Lymph Node Syndrome;Skin Diseases;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Thromboembolism;Vascular Diseases;Vasculitis;Venous ThromboembolismT=0, C=109 T=0.0, C=1.0 0.00001 1718.93 109 T=0/0, C=74/35

chr3:175473047 C/C T C SNV NAALADL2 NAALADL2:exonic:NM_207015.2 1 100 13 missense NM_207015.2c.2030T>C p.Leu677Ser 2.21 0.8 145 0 Peptidase family M28rs765439957,rs9826737 0.0635 YES 0.0 (pos.175473037),1.0 (pos.175473047)N-acetylated alpha-linked acidic dipeptidase-like 2integral component of membrane,protein bindingCardiovascular Diseases;Embolism and Thrombosis;Hemic and Lymphatic Diseases;Lymphatic Diseases;Mucocutaneous Lymph Node Syndrome;Skin Diseases;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Thromboembolism;Vascular Diseases;Vasculitis;Venous ThromboembolismT=0, C=29 T=0.0, C=1.0 0.00001 427.525 29 T=0/0, C=22/7

chr3:175165079 C/T C T SNV NAALADL2 NAALADL2:exonic:NM_207015.2 1 98.17 6 missense NM_207015.2c.1153C>T p.Pro385Ser 0.2 0.5 74 0 Peptidase family M28rs6802937,rs7726400547.00E-04 0.0 (pos.175165078),1.0 (pos.175165079)N-acetylated alpha-linked acidic dipeptidase-like 2integral component of membrane,protein bindingCardiovascular Diseases;Embolism and Thrombosis;Hemic and Lymphatic Diseases;Lymphatic Diseases;Mucocutaneous Lymph Node Syndrome;Skin Diseases;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Thromboembolism;Vascular Diseases;Vasculitis;Venous ThromboembolismC=2, T=107 C=0.0183, T=0.9817 0.00001 1650.13 109 C=2/0, T=69/38

chr12:57108203 G/G A G SNV NACA NACA:exonic:NM_001113203.2 1 100 7 synonymous NM_001113203.2c.2307T>C p.(=) -1.16 0.16(COSM1128524),0.16(COSM1128525),0.16(COSM5618735)NAC domain rs4902 0.3785 YES 7.434E-1 (pos.57108203) adenocarcinoma,ductal_carcinomaNascent-polypeptide-associated complex alpha polypeptide A=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=4/16

chr2:204360201 G/G A G SNV RAPH1 RAPH1:intronic:NM_213589.2 1 100 intronic NM_213589.2c.1-125T>C p.? -0.01 PH domain,Ras association (RalGDS/AF-6) domainrs2305417 YES axon extension,cytoskeleton,cytosol,filopodium,lamellipodium,nuclear body,plasma membrane,protein binding,signal transductionNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesA=0, G=86 A=0.0, G=1.0 0.00001 1415.05 86 A=0/0, G=32/54

chr2:206036913 GT/GT G GT INDEL PARD3B PARD3B:intronic:NM_152526.5 1 100 intronic NM_152526.5c.1435-22G>GTp.? -1.81 N-terminal of Par3 and HAL proteins,PDZ domain,PDZ domain (Also known as DHR or GLGF) bicellular tight junction,cell cycle,cell division,cell junction,endomembrane system,membrane,protein binding,protein complexAcquired Immunodeficiency Syndrome;Autistic Disorder;Child Development Disorders, Pervasive;HIV Infections;Immune System Diseases;Immunologic Deficiency Syndromes;Mental Disorders;Neurodevelopmental DisordersG=0, GT=36 G=0.0, GT=1.0 0.00001 350.285 36 G=0/0, GT=17/19

chr2:206036918 T/T C T SNV PARD3B PARD3B:intronic:NM_152526.5 1 100 intronic NM_152526.5c.1435-17C>Tp.? 0.15 N-terminal of Par3 and HAL proteins,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs736320 0.2314 YES 6.372E-1 (pos.206036918) bicellular tight junction,cell cycle,cell division,cell junction,endomembrane system,membrane,protein binding,protein complexAcquired Immunodeficiency Syndrome;Autistic Disorder;Child Development Disorders, Pervasive;HIV Infections;Immune System Diseases;Immunologic Deficiency Syndromes;Mental Disorders;Neurodevelopmental DisordersC=0, T=36 C=0.0, T=1.0 0.00001 550.582 36 C=0/0, T=17/19

chr2:206364791 G/G C G SNV PARD3B PARD3B:intronic:NM_152526.5 1 100 intronic NM_152526.5c.2994+36C>Gp.? -0.39 N-terminal of Par3 and HAL proteins,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs11683289 0.4132 YES 3.888E-1 (pos.206364791) bicellular tight junction,cell cycle,cell division,cell junction,endomembrane system,membrane,protein binding,protein complexAcquired Immunodeficiency Syndrome;Autistic Disorder;Child Development Disorders, Pervasive;HIV Infections;Immune System Diseases;Immunologic Deficiency Syndromes;Mental Disorders;Neurodevelopmental DisordersC=0, G=39 C=0.0, G=1.0 0.00001 623.975 39 C=0/0, G=18/21

chr2:206418032 A/A G A SNV PARD3B PARD3B:intronic:NM_152526.5 1 100 intronic NM_152526.5c.2995-16G>Ap.? 2.37 N-terminal of Par3 and HAL proteins,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs6730102,rs7716745847.00E-04 YES 0.0 (pos.206418028),1.0 (pos.206418032) bicellular tight junction,cell cycle,cell division,cell junction,endomembrane system,membrane,protein binding,protein complexAcquired Immunodeficiency Syndrome;Autistic Disorder;Child Development Disorders, Pervasive;HIV Infections;Immune System Diseases;Immunologic Deficiency Syndromes;Mental Disorders;Neurodevelopmental DisordersG=0, A=52 G=0.0, A=1.0 0.00001 767.013 52 G=0/0, A=30/22

chr12:57109792 G/G A G SNV NACA NACA:exonic:NM_001113203.2 1 100 5 missense NM_001113203.2c.2063T>C p.Leu688Pro 3.59 1 98 0 0.28(COSM4147300),0.28(COSM4147301)NAC domain rs2958149 0.2789 YES 7.48E-1 (pos.57109792) neoplasm Nascent-polypeptide-associated complex alpha polypeptide A=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=15/5

chr12:57109931 T/T A T SNV NACA NACA:exonic:NM_001113203.2 1 100 5 missense NM_001113203.2c.1924T>A p.Ser642Thr -0.59 1 58 0 0.06(COSM4147302),0.06(COSM4147303)NAC domain rs2926747 0.3784 YES 7.399E-1 (pos.57109931) neoplasm Nascent-polypeptide-associated complex alpha polypeptide A=0, T=25 A=0.0, T=1.0 0.00001 353.016 25 A=0/0, T=14/11

chr12:57114100 G/G A G SNV NACA NACA:exonic:NM_001113203.2 1 100 3 missense NM_001113203.2c.1214T>C p.Phe405Ser 0.06 1 155 0 0(COSM5453071),0(COSM5453072)NAC domain rs2926743 0.2782 YES 7.469E-1 (pos.57114100) adenocarcinomaNascent-polypeptide-associated complex alpha polypeptide A=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=9/20

chr12:57114307 T/T A T SNV NACA NACA:exonic:NM_001113203.2 1 100 3 missense NM_001113203.2c.1007T>A p.Val336Glu -0.11 0.3 121 0.002 NAC domain rs2958127 0.3787 YES 7.436E-1 (pos.57114307) Nascent-polypeptide-associated complex alpha polypeptide A=0, T=75 A=0.0, T=1.0 0.00001 1187.82 75 A=0/0, T=40/35

chr7:45122464 C/C A C SNV NACAD NACAD:exonic:NM_001146334.1 1 100 2 missense NM_001146334.1c.3315T>G p.Asp1105Glu -1.09 1 45 0 0.01(COSM3762684)NAC domain rs10243185 0.4082 YES 3.241E-1 (pos.45122464) adenocarcinoma nascent polypeptide-associated complex,nucleus,protein transportA=0, C=40 A=0.0, C=1.0 0.00001 644.246 40 A=0/0, C=21/19

chr9:130829039 G/G A G SNV NAIF1 NAIF1:exonic:NM_197956.3 1 100 1 synonymous NM_197956.3c.342T>C p.(=) -2.65 0.02(COSM4163355)Myb/SANT-like DNA-binding domainrs1539350 0 1.0 (pos.130829039) neoplasm Nuclear apoptosis-inducing factor 1mitochondrion,molecular_function,negative regulation of cell growth,nucleoplasm,nucleus,plasma membrane,protein binding,regulation of mitochondrial membrane permeability involved in apoptotic processA=0, G=31 A=0.0, G=1.0 0.00001 465.815 31 A=0/0, G=13/18

chr7:105903904 C/C T C SNV NAMPT NAMPT:exonic:NM_005746.2 1 100 7 synonymous NM_005746.2c.903A>G p.(=) -0.15 Nicotinate phosphoribosyltransferase (NAPRTase) familyrs2302559 0.3748 YES 9.157E-1;0.0 (pos.105903904) Nicotinamide phosphoribosyltransferaseNAD biosynthesis via nicotinamide riboside salvage pathway,NAD biosynthetic process,adipose tissue development,cell junction,cell-cell signaling,circadian regulation of gene expression,circadian rhythm,cytokine activity,cytosol,drug binding,extracellular exosome,female pregnancy,identical protein binding,insulin receptor signaling pathway,nicotinamide phosphoribosyltransferase activity,nicotinate-nucleotide diphosphorylase (carboxylating) activity,nuclear speck,positive regulation of cell proliferation,positive regulation of nitric-oxide synthase biosynthetic process,positive regulation of smooth muscle cell proliferation,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein homodimerization activity,regulation of receptor activity,response to organic cyclic compound,signal transductionAutoimmune Diseases;Colitis;Colonic Diseases;Colorectal Neoplasms;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, IGA;Glucose Metabolism Disorders;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nephritis;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Rectal Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Urologic DiseasesDaporinad,GMX1777 T=0, C=49 T=0.0, C=1.0 0.00001 831.63 49 T=0/0, C=17/32

chr2:207625567 C/C T C SNV MDH1B MDH1B:intronic:NM_001039845.2 1 100 intronic NM_001039845.2c.135+58A>Gp.? 0.18 rs1862087 YES L-malate dehydrogenase activity,NADH metabolic process,carbohydrate metabolic process,cytoplasm,malate dehydrogenase activity,malate metabolic process,oxaloacetate metabolic process,oxidation-reduction process,oxidoreductase activity, acting on the CH-OH group of donors, NAD or NADP as acceptor,tricarboxylic acid cycleT=0, C=22 T=0.0, C=1.0 0.00001 298.831 22 T=0/0, C=7/15

chr9:100819070 T/G T G SNV NANS NANS:utr_5:NM_018946.3 1 46.88 1 utr_5 NM_018946.3c.-21T>G p.? -0.44 NeuB family rs3199064,rs766298846 0.4446 YES 3.417E-1;0.0 (pos.100819070) N-acetylneuraminic acid synthase (sialic acid synthase)CMP-N-acetylneuraminate biosynthetic process,N-acetylneuraminate synthase activity,N-acylneuraminate cytidylyltransferase activity,N-acylneuraminate-9-phosphate synthase activity,carbohydrate biosynthetic process,catalytic activity,cytoplasm,cytosol,extracellular exosomeT=17, G=15 T=0.5313, G=0.4688 0.00001 142.085 32 T=9/8, G=2/13

chr12:76449898 TC/TC T TC INDEL NAP1L1 NAP1L1:exonic:NM_004537.6 1 100 7 frameshiftInsertion NM_004537.6c.472_473insGp.Asp158fs 8.04 Nucleosome assembly protein (NAP) Nucleosome assembly protein 1-like 1DNA replication,RNA binding,melanosome,membrane,nucleosome assembly,nucleus,positive regulation of cell proliferation,protein bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, TC=46 T=0.0, TC=1.0 0.00001 616.294 46 T=0/0, TC=16/30

chr12:76453966 A/A G A SNV NAP1L1 NAP1L1:exonic:NM_004537.6 1 100 5 synonymous NM_004537.6c.300C>T p.(=) 3.02 0.44(COSM4965461)Nucleosome assembly protein (NAP)rs4663 0.3975 YES 9.583E-1 (pos.76453966) adenocarcinoma,diffuse_large_B_cell_lymphoma,ductal_carcinomaNucleosome assembly protein 1-like 1DNA replication,RNA binding,melanosome,membrane,nucleosome assembly,nucleus,positive regulation of cell proliferation,protein bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=0, A=44 G=0.0, A=1.0 0.00001 726.569 44 G=0/0, A=17/27

chr2:20824708 C/C T C SNV HS1BP3 HS1BP3:intronic:NM_022460.3 1 100 intronic NM_022460.3c.624-56A>Gp.? -0.24 PX domain rs10191266 YES HS1-binding protein 3endoplasmic reticulum,mitochondrion,phosphatidylinositol binding,regulation of apoptotic processT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=12/8

chr2:20845273 A/A G A SNV HS1BP3 HS1BP3:intronic:NM_022460.3 1 100 intronic NM_022460.3c.33-8C>T p.? 0.84 0(COSM6353555)PX domain rs2304423 0.3508 YES 7.357E-1 (pos.20845273) carcinoma HS1-binding protein 3endoplasmic reticulum,mitochondrion,phosphatidylinositol binding,regulation of apoptotic processG=0, A=23 G=0.0, A=1.0 0.00001 316.748 23 G=0/0, A=9/14

chr12:76449900 T/C T C SNV NAP1L1 NAP1L1:exonic:NM_004537.6 1 97.92 7 synonymous NM_004537.6c.471A>G p.(=) -0.43 Nucleosome assembly protein (NAP)rs1059143 0.1862 YES 9.995E-1;0.0 (pos.76449900) Nucleosome assembly protein 1-like 1DNA replication,RNA binding,melanosome,membrane,nucleosome assembly,nucleus,positive regulation of cell proliferation,protein bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=1, C=47 T=0.0208, C=0.9792 0.00001 754.783 48 T=0/1, C=18/29

chr2:73867897 G/G A G SNV NAT8 NAT8:utr_3:NM_003960.3 1 100 2 utr_3 NM_003960.3c.859T>C p.? 0.39 Acetyltransferase (GNAT) domain,Acetyltransferase (GNAT) family,FR47-like protein,GCN5-related N-acetyl-transferasers1879662 YES N-acetyltransferase 8amyloid-beta metabolic process,cellular protein metabolic process,cysteine-S-conjugate N-acetyltransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,endoplasmic reticulum-Golgi intermediate compartment membrane,extracellular exosome,glutathione metabolic process,integral component of membrane,lysine N-acetyltransferase activity, acting on acetyl phosphate as donor,negative regulation of apoptotic process,peptidyl-lysine N6-acetylation,positive regulation of gene expression,protein binding,response to drugFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Urologic DiseasesA=0, G=33 A=0.0, G=1.0 0.00001 504.598 33 A=0/0, G=10/23

chr11:20101704 T/T C T SNV NAV2 NAV2:exonic:NM_001244963.1 1 100 27 synonymous NM_001244963.1c.5442C>T p.(=) -1.42 Calponin homology (CH) domainrs1867114 0.1395 YES 9.512E-1 (pos.20101704) Neuron navigator 2ATP binding,glossopharyngeal nerve development,helicase activity,heparin binding,interstitial matrix,locomotory behavior,nucleoplasm,optic nerve development,protein binding,regulation of systemic arterial blood pressure by baroreceptor feedback,sensory perception of smell,sensory perception of sound,vagus nerve developmentDigestive System Diseases;Hepatitis;Liver DiseasesC=0, T=72 C=0.0, T=1.0 0.00001 1130.95 72 C=0/0, T=47/25

chr11:20101744 A/A C A SNV NAV2 NAV2:exonic:NM_001244963.1 1 100 27 synonymous NM_001244963.1c.5482C>A p.(=) 7.53 Calponin homology (CH) domainrs1867115,rs777669469 0.1391 YES 3.516E-4 (pos.20101741),9.525E-1 (pos.20101744)Neuron navigator 2ATP binding,glossopharyngeal nerve development,helicase activity,heparin binding,interstitial matrix,locomotory behavior,nucleoplasm,optic nerve development,protein binding,regulation of systemic arterial blood pressure by baroreceptor feedback,sensory perception of smell,sensory perception of sound,vagus nerve developmentDigestive System Diseases;Hepatitis;Liver DiseasesC=0, A=96 C=0.0, A=1.0 0.00001 1622.3 96 C=0/0, A=64/32

chr11:20104669 A/A G A SNV NAV2 NAV2:exonic:NM_001244963.1 1 100 28 synonymous NM_001244963.1c.5619G>A p.(=) -0.7 0.07(COSM4415385),0.07(COSM4415386)Calponin homology (CH) domainrs2028570 0.4399 YES 2.823E-1 (pos.20104669) acute_myeloid_leukaemiaNeuron navigator 2ATP binding,glossopharyngeal nerve development,helicase activity,heparin binding,interstitial matrix,locomotory behavior,nucleoplasm,optic nerve development,protein binding,regulation of systemic arterial blood pressure by baroreceptor feedback,sensory perception of smell,sensory perception of sound,vagus nerve developmentDigestive System Diseases;Hepatitis;Liver DiseasesG=0, A=52 G=0.0, A=1.0 0.00001 767.012 52 G=0/0, A=38/14

chr11:20112492 A/A G A SNV NAV2 NAV2:exonic:NM_001244963.1 1 100 29 synonymous NM_001244963.1c.5757G>A p.(=) -4.33 0.04(COSM3998368)Calponin homology (CH) domainrs1837971 0.4902 YES 2.982E-1 (pos.20112492) acute_myeloid_leukaemiaNeuron navigator 2ATP binding,glossopharyngeal nerve development,helicase activity,heparin binding,interstitial matrix,locomotory behavior,nucleoplasm,optic nerve development,protein binding,regulation of systemic arterial blood pressure by baroreceptor feedback,sensory perception of smell,sensory perception of sound,vagus nerve developmentDigestive System Diseases;Hepatitis;Liver DiseasesG=0, A=65 G=0.0, A=1.0 0.00001 996.464 65 G=0/0, A=36/29

chr11:20124914 C/C A C SNV NAV2 NAV2:exonic:NM_001244963.1 1 100 35 synonymous NM_001244963.1c.6708A>C p.(=) 0.03 Calponin homology (CH) domainrs2243411 0.0108 YES 9.452E-1;0.0 (pos.20124914) Neuron navigator 2ATP binding,glossopharyngeal nerve development,helicase activity,heparin binding,interstitial matrix,locomotory behavior,nucleoplasm,optic nerve development,protein binding,regulation of systemic arterial blood pressure by baroreceptor feedback,sensory perception of smell,sensory perception of sound,vagus nerve developmentDigestive System Diseases;Hepatitis;Liver DiseasesA=0, C=46 A=0.0, C=1.0 0.00001 768.31 46 A=0/0, C=14/32

chr12:78225374 G/G A G SNV NAV3 NAV3:exonic:NM_014903.5 1 100 1 missense NM_014903.5c.133A>G p.Thr45Ala 0.98 1 58 0 ATPase family associated with various cellular activities (AAA),Calponin homology (CH) domainrs10735309 5.00E-04 1.0;0.0 (pos.78225374) Neuron navigator 3ATP binding,microtubule binding,microtubule end,negative regulation of cell migration,negative regulation of interleukin-2 production,negative regulation of microtubule depolymerization,nuclear outer membrane,positive regulation of invadopodium disassembly,positive regulation of microtubule polymerizationAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Mental Disorders;Myopia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Opioid-Related Disorders;Refractive Errors;Substance-Related Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=92 A=0.0, G=1.0 0.00001 1534.51 92 A=0/0, G=46/46

chr2:209010891 G/A G A SNV

CRYGB,LOC1

00507443 CRYGB:upstream:NM_005210.3, LOC100507443:intronic_nc:NR_038437.11
50

intronic NR_038437.1, NM_005210.3c.-47C>T p.? 1.08 rs2289917 0.3986 YES 1.243E-1;0.0 (pos.209010891) Crystallin, gamma Bcellular_component,cytoplasm,lens fiber cell morphogenesis,nucleus,structural constituent of eye lens,visual perceptionCataract;Eye Diseases;Lens Diseases G=17, A=17 G=0.5, A=0.5 0.00001 171.407 34 G=11/6, A=5/12

chr2:209035658 T/T C T SNV C2orf80 C2orf80:intronic:NM_001099334.2 1 100 intronic NM_001099334.2c.573+11G>Ap.? -0.04 rs6748431 0 1.0 (pos.209035658) Chromosome 2 open reading frame 80 C=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=13/13

chr2:15601441 T/T C T SNV NBAS NBAS:exonic:NM_015909.3 1 100 21 synonymous NM_015909.3c.2223G>A p.(=) -0.71 0.1(COSM3757685)Neuroblastoma-amplified sequence, N terminal,Secretory pathway protein Sec39rs7590340 0.316 YES 2.117E-1 (pos.15601441) acute_myeloid_leukaemia,adenocarcinomaNeuroblastoma-amplified sequenceDsl1/NZR complex,SNARE binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,negative regulation of nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nuclear-transcribed mRNA catabolic process,protein transport,retrograde vesicle-mediated transport, Golgi to ERDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsC=0, T=37 C=0.0, T=1.0 0.00001 583.707 37 C=0/0, T=17/20

chr2:15614404 C/C T C SNV NBAS NBAS:exonic:NM_015909.3 1 100 15 synonymous NM_015909.3c.1386A>G p.(=) -0.3 0.03(COSM3757686)Neuroblastoma-amplified sequence, N terminal,Secretory pathway protein Sec39rs13014906 0.3162 YES 2.167E-1 (pos.15614404) acute_myeloid_leukaemia,adenocarcinomaNeuroblastoma-amplified sequenceDsl1/NZR complex,SNARE binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,negative regulation of nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nuclear-transcribed mRNA catabolic process,protein transport,retrograde vesicle-mediated transport, Golgi to ERDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsT=0, C=51 T=0.0, C=1.0 0.00001 753.599 51 T=0/0, C=23/28

chr2:209194696 C/C G C SNV PIKFYVE PIKFYVE:intronic:NM_015040.3 1 100 intronic NM_015040.3c.3791+59G>Cp.? -0.69 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),FYVE zinc finger,Phosphatidylinositol-4-phosphate 5-Kinase,TCP-1/cpn60 chaperonin familyrs1437414 0.0186 YES Phosphatidylinositol kinase, FYVE-finger containing'de novo' protein folding,1-phosphatidylinositol-3-phosphate 5-kinase activity,1-phosphatidylinositol-4-phosphate 5-kinase activity,ATP binding,Golgi membrane,cell-cell junction,chaperone-mediated protein folding,cytosol,early endosome membrane,endosome membrane,intracellular,intracellular signal transduction,late endosome membrane,membrane raft,metal ion binding,myelin assembly,perinuclear region of cytoplasm,phosphatidylinositol 5-phosphate metabolic process,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3,5-bisphosphate 5-phosphatase activity,phosphatidylinositol-3-phosphate biosynthetic process,protein binding,protein binding involved in protein folding,protein localization to nucleus,receptor-mediated endocytosis,regulation of autophagosome assembly,retrograde transport, endosome to Golgi,unfolded protein binding,vesicle membrane,zinc ion bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, InbornG=0, C=31 G=0.0, C=1.0 0.00001 465.81 31 G=0/0, C=17/14

chr2:209201739 C/C T C SNV PIKFYVE PIKFYVE:intronic:NM_015040.3 1 100 intronic NM_015040.3c.4611+87T>Cp.? -2.13 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),FYVE zinc finger,Phosphatidylinositol-4-phosphate 5-Kinase,TCP-1/cpn60 chaperonin familyrs7596571 YES Phosphatidylinositol kinase, FYVE-finger containing'de novo' protein folding,1-phosphatidylinositol-3-phosphate 5-kinase activity,1-phosphatidylinositol-4-phosphate 5-kinase activity,ATP binding,Golgi membrane,cell-cell junction,chaperone-mediated protein folding,cytosol,early endosome membrane,endosome membrane,intracellular,intracellular signal transduction,late endosome membrane,membrane raft,metal ion binding,myelin assembly,perinuclear region of cytoplasm,phosphatidylinositol 5-phosphate metabolic process,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3,5-bisphosphate 5-phosphatase activity,phosphatidylinositol-3-phosphate biosynthetic process,protein binding,protein binding involved in protein folding,protein localization to nucleus,receptor-mediated endocytosis,regulation of autophagosome assembly,retrograde transport, endosome to Golgi,unfolded protein binding,vesicle membrane,zinc ion bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, InbornT=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=13/18

chr2:209209997 T/T C T SNV PIKFYVE PIKFYVE:intronic:NM_015040.3 1 100 intronic NM_015040.3c.5111+79C>Tp.? -0.38 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),FYVE zinc finger,Phosphatidylinositol-4-phosphate 5-Kinase,TCP-1/cpn60 chaperonin familyrs2043718 Phosphatidylinositol kinase, FYVE-finger containing'de novo' protein folding,1-phosphatidylinositol-3-phosphate 5-kinase activity,1-phosphatidylinositol-4-phosphate 5-kinase activity,ATP binding,Golgi membrane,cell-cell junction,chaperone-mediated protein folding,cytosol,early endosome membrane,endosome membrane,intracellular,intracellular signal transduction,late endosome membrane,membrane raft,metal ion binding,myelin assembly,perinuclear region of cytoplasm,phosphatidylinositol 5-phosphate metabolic process,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3,5-bisphosphate 5-phosphatase activity,phosphatidylinositol-3-phosphate biosynthetic process,protein binding,protein binding involved in protein folding,protein localization to nucleus,receptor-mediated endocytosis,regulation of autophagosome assembly,retrograde transport, endosome to Golgi,unfolded protein binding,vesicle membrane,zinc ion bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, InbornC=0, T=49 C=0.0, T=1.0 0.00001 831.633 49 C=0/0, T=16/33

chr2:15615910 G/G A G SNV NBAS NBAS:exonic:NM_015909.3 1 100 14 synonymous NM_015909.3c.1242T>C p.(=) -4.65 0.02(COSM148803)Neuroblastoma-amplified sequence, N terminal,Secretory pathway protein Sec39rs1990754 0.3164 YES 1.558E-1 (pos.15615910) acute_myeloid_leukaemia,adenocarcinomaNeuroblastoma-amplified sequenceDsl1/NZR complex,SNARE binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,negative regulation of nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nuclear-transcribed mRNA catabolic process,protein transport,retrograde vesicle-mediated transport, Golgi to ERDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsA=0, G=94 A=0.0, G=1.0 0.00001 1575.51 94 A=0/0, G=39/55

chr2:209215448 G/G A G SNV PIKFYVE PIKFYVE:intronic:NM_015040.3 1 100 intronic NM_015040.3c.5435-47A>Gp.? 1.79 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),FYVE zinc finger,Phosphatidylinositol-4-phosphate 5-Kinase,TCP-1/cpn60 chaperonin familyrs994696 0.0183 YES 9.434E-1 (pos.209215448) Phosphatidylinositol kinase, FYVE-finger containing'de novo' protein folding,1-phosphatidylinositol-3-phosphate 5-kinase activity,1-phosphatidylinositol-4-phosphate 5-kinase activity,ATP binding,Golgi membrane,cell-cell junction,chaperone-mediated protein folding,cytosol,early endosome membrane,endosome membrane,intracellular,intracellular signal transduction,late endosome membrane,membrane raft,metal ion binding,myelin assembly,perinuclear region of cytoplasm,phosphatidylinositol 5-phosphate metabolic process,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3,5-bisphosphate 5-phosphatase activity,phosphatidylinositol-3-phosphate biosynthetic process,protein binding,protein binding involved in protein folding,protein localization to nucleus,receptor-mediated endocytosis,regulation of autophagosome assembly,retrograde transport, endosome to Golgi,unfolded protein binding,vesicle membrane,zinc ion bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, InbornA=0, G=62 A=0.0, G=1.0 0.00001 940.32 62 A=0/0, G=21/41

chr2:15674686 C/C T C SNV NBAS NBAS:exonic:NM_015909.3 1 100 9 missense NM_015909.3c.727A>G p.Ile243Val -0.12 1 29 0.001 0.08(COSM3757687)Neuroblastoma-amplified sequence, N terminal,Secretory pathway protein Sec39rs13029846 0.319 YES 1.51E-1 (pos.15674686) acute_myeloid_leukaemia,adenocarcinomaNeuroblastoma-amplified sequenceDsl1/NZR complex,SNARE binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,negative regulation of nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nuclear-transcribed mRNA catabolic process,protein transport,retrograde vesicle-mediated transport, Golgi to ERDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsT=0, C=41 T=0.0, C=1.0 0.00001 664.7 41 T=0/0, C=16/25

chr2:20939706 T/C T C SNV LDAH LDAH:intronic:NM_021925.3 1 50 intronic NM_021925.3c.703+25A>Gp.? -0.36 Lipid-droplet associated hydrolasers199600420,rs2046325,rs3866438710.0044,0.3016YES 4.54E-1;0.0 (pos.20939706) endoplasmic reticulum,lipase activity,lipid catabolic process,lipid droplet,lipid storageT=14, C=14 T=0.5, C=0.5 0.00001 131.939 28 T=7/7, C=9/5

chr2:20939708 C/T C T SNV LDAH LDAH:intronic:NM_021925.3 1 50 intronic NM_021925.3c.703+23G>Ap.? -1.79 Lipid-droplet associated hydrolasers199600420,rs386643871,rs653347,rs668509520.2416 YES 4.54E-1;0.0 (pos.20939706),4.936E-1 (pos.20939708) endoplasmic reticulum,lipase activity,lipid catabolic process,lipid droplet,lipid storageC=14, T=14 C=0.5, T=0.5 0.00001 131.941 28 C=7/7, T=9/5

chr2:210517785 T/T C T SNV MAP2 MAP2:intronic:NM_002374.3 1 100 intronic NM_002374.3c.-28-81C>Tp.? -0.64 MAP2/Tau projection domain,Tau and MAP protein, tubulin-binding repeatrs2254169 Microtubule-associated protein-2CA3 pyramidal cell dendrite,axonogenesis,calmodulin binding,cellular response to organic substance,central nervous system neuron development,cytosol,dendrite,dendrite morphogenesis,dendritic shaft,dystroglycan binding,establishment of cell polarity,microtubule,microtubule associated complex,microtubule binding,microtubule bundle formation,microtubule cytoskeleton organization,neuron projection,neuron projection development,neuronal cell body,nuclear periphery,nucleolus,postsynaptic density,protein binding,regulation of axonogenesis,structural molecule activityAbortion, Spontaneous;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Brain Diseases;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Female Urogenital Diseases and Pregnancy Complications;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Nervous System Diseases;Pregnancy Complications;Rheumatic Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesDocetaxel,Estramustine,PaclitaxelC=0, T=51 C=0.0, T=1.0 0.00001 754.584 51 C=0/0, T=29/22

chr2:210594540 G/G A G SNV MAP2 MAP2:intronic:NM_002374.3 1 100 intronic NM_002374.3c.5156-34A>Gp.? 0.72 MAP2/Tau projection domain,Tau and MAP protein, tubulin-binding repeatrs4673486 0.107 YES 7.714E-1;0.0 (pos.210594540) Microtubule-associated protein-2CA3 pyramidal cell dendrite,axonogenesis,calmodulin binding,cellular response to organic substance,central nervous system neuron development,cytosol,dendrite,dendrite morphogenesis,dendritic shaft,dystroglycan binding,establishment of cell polarity,microtubule,microtubule associated complex,microtubule binding,microtubule bundle formation,microtubule cytoskeleton organization,neuron projection,neuron projection development,neuronal cell body,nuclear periphery,nucleolus,postsynaptic density,protein binding,regulation of axonogenesis,structural molecule activityAbortion, Spontaneous;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Brain Diseases;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Female Urogenital Diseases and Pregnancy Complications;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Nervous System Diseases;Pregnancy Complications;Rheumatic Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesDocetaxel,Estramustine,PaclitaxelA=0, G=32 A=0.0, G=1.0 0.00001 485.141 32 A=0/0, G=15/17

chr2:210594768 C/C T C SNV MAP2 MAP2:intronic:NM_002374.3 1 100 intronic NM_002374.3c.5268+82T>Cp.? -0.14 MAP2/Tau projection domain,Tau and MAP protein, tubulin-binding repeatrs7594601 YES Microtubule-associated protein-2CA3 pyramidal cell dendrite,axonogenesis,calmodulin binding,cellular response to organic substance,central nervous system neuron development,cytosol,dendrite,dendrite morphogenesis,dendritic shaft,dystroglycan binding,establishment of cell polarity,microtubule,microtubule associated complex,microtubule binding,microtubule bundle formation,microtubule cytoskeleton organization,neuron projection,neuron projection development,neuronal cell body,nuclear periphery,nucleolus,postsynaptic density,protein binding,regulation of axonogenesis,structural molecule activityAbortion, Spontaneous;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Brain Diseases;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Female Urogenital Diseases and Pregnancy Complications;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Nervous System Diseases;Pregnancy Complications;Rheumatic Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesDocetaxel,Estramustine,PaclitaxelT=0, C=69 T=0.0, C=1.0 0.00001 1072.6 69 T=0/0, C=34/35

chr2:204062061 G/G A G SNV NBEAL1 NBEAL1:exonic:NM_001114132.1 1 100 47 missense NM_001114132.1c.6988A>G p.Ile2330Val 4.88 1 29 0 Beige/BEACH domain,Domain of unknown function (DUF4704),Domain of unknown function (DUF4800),PH domain associated with Beige/BEACH,WD domain, G-beta repeatrs4675323 0.0353 YES 9.24E-1 (pos.204062061) Neurobeachin-like 1 Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=42 A=0.0, G=1.0 0.00001 685.219 42 A=0/0, G=31/11

chr2:210889759 A/G A G SNV KANSL1L KANSL1L:intronic:NM_152519.3 1 58.33 intronic NM_152519.3c.2564+69T>Cp.? 0.04 PEHE domain rs6435550 YES KAT8 regulatory NSL complex subunit 1-likehistone acetyltransferase complex A=10, G=14 A=0.4167, G=0.5833 0.00001 135.339 24 A=7/3, G=13/1

chr2:211069438 G/A G A SNV ACADL ACADL:intronic:NM_001608.3 1 98.41 intronic NM_001608.3c.769-32C>Tp.? 1.32 Acyl-CoA dehydrogenase, C-terminal domain,Acyl-CoA dehydrogenase, N-terminal domain,Acyl-CoA dehydrogenase, middle domainrs263677 1.00E-04 9.999E-1 (pos.211069438) Acyl-Coenzyme A dehydrogenase, long chainacyl-CoA dehydrogenase activity,carnitine catabolic process,carnitine metabolic process, CoA-linked,cellular lipid catabolic process,fatty acid beta-oxidation,fatty acid beta-oxidation using acyl-CoA dehydrogenase,fatty-acyl-CoA binding,flavin adenine dinucleotide binding,long-chain fatty acid catabolic process,long-chain-acyl-CoA dehydrogenase activity,mitochondrial matrix,mitochondrial membrane,negative regulation of fatty acid biosynthetic process,negative regulation of fatty acid oxidation,oxidation-reduction process,palmitoyl-CoA oxidase activity,protein homotetramerization,regulation of cholesterol metabolic process,temperature homeostasisCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesG=1, A=62 G=0.0159, A=0.9841 0.00001 925.364 63 G=0/1, A=41/21

chr2:211465113 A/A G A SNV CPS1 CPS1:intronic:NM_001875.4 1 100 intronic NM_001875.4c.1550-166G>Ap.? -1.44 ATP-grasp domain,Carbamoyl-phosphate synthase L chain, ATP binding domain,Carbamoyl-phosphate synthase small chain, CPSase domain,Carbamoyl-phosphate synthetase large chain, oligomerisation domain,D-ala D-ala ligase C-terminus,Glutamine amidotransferase class-I,MGS-like domainrs9288418 YES Carbamoyl-phosphate synthetase 1, mitochondrial'de novo' pyrimidine nucleobase biosynthetic process,ATP binding,anion homeostasis,arginine biosynthetic process,calcium ion binding,carbamoyl phosphate biosynthetic process,carbamoyl-phosphate synthase (ammonia) activity,carbamoyl-phosphate synthase (glutamine-hydrolyzing) activity,cellular response to ammonia,cellular response to cAMP,cellular response to fibroblast growth factor stimulus,cellular response to glucagon stimulus,cellular response to oleic acid,citrulline biosynthetic process,endopeptidase activity,glutamate binding,glutamine metabolic process,hepatocyte differentiation,homocysteine metabolic process,midgut development,mitochondrial inner membrane,mitochondrial matrix,mitochondrial nucleoid,modified amino acid binding,nitric oxide metabolic process,nucleolus,phospholipid binding,protein binding,protein complex,protein complex binding,proteolysis,response to amine,response to amino acid,response to dexamethasone,response to drug,response to food,response to growth hormone,response to lipopolysaAmino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbamoyl-Phosphate Synthase I Deficiency Disease;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hypertension, Pulmonary;Infant, Newborn, Diseases;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Lung Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Neoplasms;Nervous System Diseases;Neuralgia;Neuralgia, Postherpetic;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Pain;Peripheral Nervous System Diseases;Persistent Fetal Circulation Syndrome;Precancerous Conditions;Renal Insufficiency;Renal Insufficiency, Chronic;Respiratory Tract Diseases;Urea Cycle Disorders, Inborn;Urologic DiseasesCarglumic Acid G=0, A=30 G=0.0, A=1.0 0.00001 446.635 30 G=0/0, A=21/9

chr1:148594412 GA/G GA G INDEL

NBPF15,NB

PF25P NBPF25P:intronic_nc:NR_104217.1, NBPF15:exonic:NM_173638.4 1
45.45

19 frameshiftDeletion NR_104217.1, NM_173638.4c.1786delAp.Met596fs -0.52, -0.07 Repeat of unknown function (DUF1220)rs782044118 1.162E-4 (pos.148594412) Neuroblastoma breakpoint family, member 15cytoplasm GA=24, G=20GA=0.5455, G=0.4545 0.00001 211.734 44 GA=9/15, G=2/18

chr2:211533070 G/G A G SNV CPS1 CPS1:intronic:NM_001875.4 1 100 intronic NM_001875.4c.4101+62A>Gp.? -4 ATP-grasp domain,Carbamoyl-phosphate synthase L chain, ATP binding domain,Carbamoyl-phosphate synthase small chain, CPSase domain,Carbamoyl-phosphate synthetase large chain, oligomerisation domain,D-ala D-ala ligase C-terminus,Glutamine amidotransferase class-I,MGS-like domainrs10932347 YES Carbamoyl-phosphate synthetase 1, mitochondrial'de novo' pyrimidine nucleobase biosynthetic process,ATP binding,anion homeostasis,arginine biosynthetic process,calcium ion binding,carbamoyl phosphate biosynthetic process,carbamoyl-phosphate synthase (ammonia) activity,carbamoyl-phosphate synthase (glutamine-hydrolyzing) activity,cellular response to ammonia,cellular response to cAMP,cellular response to fibroblast growth factor stimulus,cellular response to glucagon stimulus,cellular response to oleic acid,citrulline biosynthetic process,endopeptidase activity,glutamate binding,glutamine metabolic process,hepatocyte differentiation,homocysteine metabolic process,midgut development,mitochondrial inner membrane,mitochondrial matrix,mitochondrial nucleoid,modified amino acid binding,nitric oxide metabolic process,nucleolus,phospholipid binding,protein binding,protein complex,protein complex binding,proteolysis,response to amine,response to amino acid,response to dexamethasone,response to drug,response to food,response to growth hormone,response to lipopolysaAmino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbamoyl-Phosphate Synthase I Deficiency Disease;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hypertension, Pulmonary;Infant, Newborn, Diseases;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Lung Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Neoplasms;Nervous System Diseases;Neuralgia;Neuralgia, Postherpetic;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Pain;Peripheral Nervous System Diseases;Persistent Fetal Circulation Syndrome;Precancerous Conditions;Renal Insufficiency;Renal Insufficiency, Chronic;Respiratory Tract Diseases;Urea Cycle Disorders, Inborn;Urologic DiseasesCarglumic Acid A=0, G=71 A=0.0, G=1.0 0.00001 1111.04 71 A=0/0, G=46/25

chr1:21795388 G/G A G SNV NBPF3 NBPF3:exonic:NM_032264.4 1 100 3 missense NM_032264.4c.341A>G p.Tyr114Cys -0.06 0 194 0.999 0.01(COSM3750874),0.01(COSM425331)Repeat of unknown function (DUF1220)rs1827293 0.447 YES 5.618E-1 (pos.21795388) adenocarcinoma,carcinomaNeuroblastoma breakpoint family, member 3cytoplasm,positive regulation of protein targeting to mitochondrionA=0, G=83 A=0.0, G=1.0 0.00001 1349.87 83 A=0/0, G=27/56

chr2:212285103 C/C T C SNV ERBB4 ERBB4:intronic:NM_005235.2 1 100 intronic NM_005235.2c.3135+63A>Gp.? -1.38 Furin-like cysteine rich region,Growth factor receptor domain IV,Protein kinase domain,Protein tyrosine kinase,Receptor L domainrs2289086 YES Avian erythroblastic leukemia viral (v-erb-b2) oncogene homolog 4ATP binding,ERBB2 signaling pathway,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,basolateral plasma membrane,cardiac muscle tissue regeneration,cell fate commitment,cell migration,cell proliferation,cellular response to epidermal growth factor stimulus,central nervous system morphogenesis,cytosol,embryonic pattern specification,epidermal growth factor receptor binding,extracellular region,heart development,integral component of membrane,intracellular,intracellular signal transduction,lactation,mammary gland alveolus development,mammary gland epithelial cell differentiation,mitochondrial fragmentation involved in apoptotic process,mitochondrial matrix,mitochondrion,negative regulation of ERBB signaling pathway,negative regulation of apoptotic process,negative regulation of cell proliferation,negative regulation of neuron migration,nervous system development,neural crest cell migration,nucleoplasm,nucleus,olfactory bulb interneuron differentiation,peptidyl-tyrosine autophosphorylation,peptidyl-tyAmyotrophic Lateral Sclerosis;Asthma;Biliary Tract Diseases;Biliary Tract Neoplasms;Brain Diseases;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gallbladder Diseases;Gallbladder Neoplasms;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Kidney Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Melanoma;Metabolic Diseases;Motor Neuron Disease;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neuromuscular Diseases;Nevi and Melanomas;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;ProteostasiAfatinib T=0, C=42 T=0.0, C=1.0 0.00001 685.22 42 T=0/0, C=29/13

chr1:120387120 G/A G A SNV NBPF7 NBPF7:exonic:NM_001047980.2 1 95.45 1 synonymous NM_001047980.2c.39C>T p.(=) 0.6 0.04(COSM4416125)Repeat of unknown function (DUF1220)rs12405228,rs7582464150.4327 YES 0.0 (pos.120387117),3.709E-1 (pos.120387120)acute_myeloid_leukaemiaNeuroblastoma breakpoint family, member 7cytoplasm G=1, A=21 G=0.0455, A=0.9545 0.00001 275.761 22 G=1/0, A=15/6

chr22:50962782 C/G C G SNV

NCAPH2,SC

O2 SCO2:exonic:NM_001169111.1, NCAPH2:utr_3:NM_001185011.1 1
96.77

2 missense NM_001185011.1, NM_001169111.1c.2799C>G, c.59G>Cp.?, p.Arg20Pro -3.57 103 0.02(COSM1484348),0.02(COSM445183)Condensin II complex subunit CAP-H2 or CNDH2, C-term,Condensin II complex subunit CAP-H2 or CNDH2, N-terminal,PF16858,SCO1/SenCrs140523 0.383 YES 6.989E-1;0.0;0.0 (pos.50962782)adenocarcinoma,squamous_cell_carcinomaNon-SMC condensin II complex subunit H2,SCO2 cytochrome c oxidase assembly proteincell junction,cell redox homeostasis,cellular copper ion homeostasis,chromosome,chromosome condensation,copper ion binding,copper ion transport,eye development,intercellular bridge,membrane,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,myofibril,nucleoplasm,nucleus,oxidation-reduction process,protein binding,respiratory chain complex IV assemblyAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cytochrome-c Oxidase Deficiency;Eye Diseases;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Influenza, Human;Leigh Disease;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Mitochondrial Encephalomyopathies;Mitochondrial Myopathies;Muscular Diseases;Musculoskeletal Diseases;Myopia;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Pyruvate Metabolism, Inborn Errors;Refractive Errors;Respiratory Tract Diseases;Respiratory Tract InfectionsBenign C=1, G=30 C=0.0323, G=0.9677 0.00001 436.02 31 C=1/0, G=10/20

chr2:212615516 T/C T C SNV ERBB4 ERBB4:intronic:NM_005235.2 1 57.14 intronic NM_005235.2c.557-87A>Gp.? 0.7 Furin-like cysteine rich region,Growth factor receptor domain IV,Protein kinase domain,Protein tyrosine kinase,Receptor L domainrs6757068 YES Avian erythroblastic leukemia viral (v-erb-b2) oncogene homolog 4ATP binding,ERBB2 signaling pathway,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,basolateral plasma membrane,cardiac muscle tissue regeneration,cell fate commitment,cell migration,cell proliferation,cellular response to epidermal growth factor stimulus,central nervous system morphogenesis,cytosol,embryonic pattern specification,epidermal growth factor receptor binding,extracellular region,heart development,integral component of membrane,intracellular,intracellular signal transduction,lactation,mammary gland alveolus development,mammary gland epithelial cell differentiation,mitochondrial fragmentation involved in apoptotic process,mitochondrial matrix,mitochondrion,negative regulation of ERBB signaling pathway,negative regulation of apoptotic process,negative regulation of cell proliferation,negative regulation of neuron migration,nervous system development,neural crest cell migration,nucleoplasm,nucleus,olfactory bulb interneuron differentiation,peptidyl-tyrosine autophosphorylation,peptidyl-tyAmyotrophic Lateral Sclerosis;Asthma;Biliary Tract Diseases;Biliary Tract Neoplasms;Brain Diseases;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gallbladder Diseases;Gallbladder Neoplasms;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Kidney Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Melanoma;Metabolic Diseases;Motor Neuron Disease;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neuromuscular Diseases;Nevi and Melanomas;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;ProteostasiAfatinib T=18, C=24 T=0.4286, C=0.5714 0.00001 279.085 42 T=8/10, C=9/15

chr2:214012405 A/C A C SNV IKZF2 IKZF2:intronic:NM_016260.2 1 95.83 intronic NM_016260.2c.139+27T>Gp.? 1.08 C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers547307585,rs6738070,rs7969685580.0621 YES 3.628E-1;0.0;0.0 (pos.214012403),5.916E-1;4.181E-3 (pos.214012405)Ikaros family zinc finger 2DNA binding transcription factor activity,biological_process,metal ion binding,molecular_function,negative regulation of transcription from RNA polymerase II promoter,nucleic acid binding,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein heterodimerization activity,protein homodimerization activity,transcription regulatory region DNA binding,transcription, DNA-templatedHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Leukemia, T-Cell;Leukemia-Lymphoma, Adult T-Cell;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Precursor Cell Lymphoblastic Leukemia-LymphomaA=1, C=23 A=0.0417, C=0.9583 0.00001 306.728 24 A=0/1, C=14/9

chr12:54905815 G/G C G SNV NCKAP1L NCKAP1L:exonic:NM_005337.4 1 100 9 synonymous NM_005337.4c.867C>G p.(=) 0.75 Membrane-associated apoptosis proteinrs2458409 0.2027 YES 9.658E-1;0.0 (pos.54905815) B cell homeostasis,B cell receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,GTPase activator activity,SCAR complex,T cell homeostasis,actin polymerization-dependent cell motility,activation of protein kinase activity,chemotaxis,cortical actin cytoskeleton organization,cytosol,erythrocyte development,erythrocyte homeostasis,extracellular exosome,ficolin-1-rich granule membrane,integral component of plasma membrane,maintenance of cell polarity,membrane,myeloid cell homeostasis,negative regulation of apoptotic process,negative regulation of interleukin-17 production,negative regulation of interleukin-6 production,negative regulation of myosin-light-chain-phosphatase activity,neutrophil chemotaxis,neutrophil degranulation,plasma membrane,positive regulation of B cell differentiation,positive regulation of B cell proliferation,positive regulation of CD4-positive, alpha-beta T cell differentiation,positive regulation of CD8-positive, alpha-beta T cell differentiation,positive rAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, G=84 C=0.0, G=1.0 0.00001 1369.5 84 C=0/0, G=43/41

chr2:214174767 T/T C T SNV SPAG16 SPAG16:intronic:NM_024532.4 1 100 intronic NM_024532.4c.280-16C>Tp.? -0.6 WD domain, G-beta repeatrs10498003 0.2985 YES 1.166E-3 (pos.214174767) Sperm-associated antigen 16axonemal central apparatus,axoneme,axoneme assembly,cell motility in response to calcium ion,cilium assembly,cilium movement involved in cell motility,cytoplasm,microtubule sliding,motile cilium,nucleus,sperm axoneme assemblyC=0, T=63 C=0.0, T=1.0 0.00001 958.885 63 C=0/0, T=21/42

chr2:214182100 T/T A T SNV SPAG16 SPAG16:intronic:NM_024532.4 1 100 intronic NM_024532.4c.536+20A>Tp.? 0.29 WD domain, G-beta repeatrs10183630 0.3166 YES 3.672E-3;1.266E-4 (pos.214182100) Sperm-associated antigen 16axonemal central apparatus,axoneme,axoneme assembly,cell motility in response to calcium ion,cilium assembly,cilium movement involved in cell motility,cytoplasm,microtubule sliding,motile cilium,nucleus,sperm axoneme assemblyA=0, T=33 A=0.0, T=1.0 0.00001 508.69 33 A=0/0, T=10/23

chr2:214228792 T/T C T SNV SPAG16 SPAG16:intronic:NM_024532.4 1 100 intronic NM_024532.4c.763-8C>T p.? 0.04 WD domain, G-beta repeatrs12469417 5.00E-04 1.0 (pos.214228792) Sperm-associated antigen 16axonemal central apparatus,axoneme,axoneme assembly,cell motility in response to calcium ion,cilium assembly,cilium movement involved in cell motility,cytoplasm,microtubule sliding,motile cilium,nucleus,sperm axoneme assemblyC=0, T=101 C=0.0, T=1.0 0.00001 1572.33 101 C=0/0, T=59/42

chr2:215812297 A/A G A SNV

ABCA12,LOC

101928103 ABCA12:intronic:NM_173076.2, LOC101928103:intronic_nc:NR_110292.11
100

intronic NR_110292.1, NM_173076.2c.7105-17C>Tp.? 1.41 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs2274412 0.4321 YES 3.424E-1 (pos.215812297) ATP-binding cassette, subfamily A, member 12ATP binding,ATPase activity, coupled to transmembrane movement of substances,apolipoprotein A-I receptor binding,cellular homeostasis,ceramide transport,cytoplasm,cytosol,epidermal lamellar body,establishment of skin barrier,integral component of membrane,intracellular membrane-bounded organelle,keratinization,lipid homeostasis,lipid transport,lipid transporter activity,lipid-transporting ATPase activity,lung alveolus development,mitochondrial inner membrane,phospholipid efflux,plasma membrane,positive regulation of cholesterol efflux,positive regulation of protein localization to cell surface,protein binding,protein localization to plasma membrane,receptor binding,regulated exocytosis,secretion by cell,surfactant homeostasis,transmembrane transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Ichthyosis, Lamellar;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Keratosis;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign G=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=10/16

chr2:133489401 G/G A G SNV NCKAP5 NCKAP5:exonic:NM_207363.2 1 100 17 synonymous NM_207363.2c.5352T>C p.(=) -1.01 Nck-associated protein 5, Peripheral clock proteinrs17397142 0.1641 YES 1.626E-1 (pos.133489401) NCK-associated protein 5biological_process,cellular_componentAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Disorders of Excessive Somnolence;Dyssomnias;Eye Diseases;Glaucoma;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Ocular Hypertension;Sleep Disorders, Intrinsic;Sleep Wake Disorders;TauopathiesA=0, G=108 A=0.0, G=1.0 0.00001 1699.93 108 A=0/0, G=58/50

chr2:215855780 A/A G A SNV ABCA12 ABCA12:intronic:NM_173076.2 1 100 intronic NM_173076.2c.3295-25C>Tp.? -0.76 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs4533467 0.498 YES 2.712E-1 (pos.215855780) ATP-binding cassette, subfamily A, member 12ATP binding,ATPase activity, coupled to transmembrane movement of substances,apolipoprotein A-I receptor binding,cellular homeostasis,ceramide transport,cytoplasm,cytosol,epidermal lamellar body,establishment of skin barrier,integral component of membrane,intracellular membrane-bounded organelle,keratinization,lipid homeostasis,lipid transport,lipid transporter activity,lipid-transporting ATPase activity,lung alveolus development,mitochondrial inner membrane,phospholipid efflux,plasma membrane,positive regulation of cholesterol efflux,positive regulation of protein localization to cell surface,protein binding,protein localization to plasma membrane,receptor binding,regulated exocytosis,secretion by cell,surfactant homeostasis,transmembrane transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Ichthyosis, Lamellar;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Keratosis;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesG=0, A=176 G=0.0, A=1.0 0.00001 2901.42 176 G=0/0, A=95/81



chr2:215855897 G/G T G SNV ABCA12 ABCA12:intronic:NM_173076.2 1 100 intronic NM_173076.2c.3295-142A>Cp.? -0.13 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs1880134 YES ATP-binding cassette, subfamily A, member 12ATP binding,ATPase activity, coupled to transmembrane movement of substances,apolipoprotein A-I receptor binding,cellular homeostasis,ceramide transport,cytoplasm,cytosol,epidermal lamellar body,establishment of skin barrier,integral component of membrane,intracellular membrane-bounded organelle,keratinization,lipid homeostasis,lipid transport,lipid transporter activity,lipid-transporting ATPase activity,lung alveolus development,mitochondrial inner membrane,phospholipid efflux,plasma membrane,positive regulation of cholesterol efflux,positive regulation of protein localization to cell surface,protein binding,protein localization to plasma membrane,receptor binding,regulated exocytosis,secretion by cell,surfactant homeostasis,transmembrane transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Ichthyosis, Lamellar;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Keratosis;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesT=0, G=166 T=0.0, G=1.0 0.00001 2699.16 166 T=0/0, G=81/85

chr2:215862383 A/A G A SNV ABCA12 ABCA12:intronic:NM_173076.2 1 100 intronic NM_173076.2c.3294+36C>Tp.? 0.42 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs1980844,rs764638816 0.0999 YES 0.0 (pos.215862374),9.597E-1 (pos.215862383)ATP-binding cassette, subfamily A, member 12ATP binding,ATPase activity, coupled to transmembrane movement of substances,apolipoprotein A-I receptor binding,cellular homeostasis,ceramide transport,cytoplasm,cytosol,epidermal lamellar body,establishment of skin barrier,integral component of membrane,intracellular membrane-bounded organelle,keratinization,lipid homeostasis,lipid transport,lipid transporter activity,lipid-transporting ATPase activity,lung alveolus development,mitochondrial inner membrane,phospholipid efflux,plasma membrane,positive regulation of cholesterol efflux,positive regulation of protein localization to cell surface,protein binding,protein localization to plasma membrane,receptor binding,regulated exocytosis,secretion by cell,surfactant homeostasis,transmembrane transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Ichthyosis, Lamellar;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Keratosis;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesG=0, A=28 G=0.0, A=1.0 0.00001 408.715 28 G=0/0, A=15/13

chr2:215874918 C/C T C SNV ABCA12 ABCA12:intronic:NM_173076.2 1 100 intronic NM_173076.2c.2472+137A>Gp.? -0.62 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs4673929 ATP-binding cassette, subfamily A, member 12ATP binding,ATPase activity, coupled to transmembrane movement of substances,apolipoprotein A-I receptor binding,cellular homeostasis,ceramide transport,cytoplasm,cytosol,epidermal lamellar body,establishment of skin barrier,integral component of membrane,intracellular membrane-bounded organelle,keratinization,lipid homeostasis,lipid transport,lipid transporter activity,lipid-transporting ATPase activity,lung alveolus development,mitochondrial inner membrane,phospholipid efflux,plasma membrane,positive regulation of cholesterol efflux,positive regulation of protein localization to cell surface,protein binding,protein localization to plasma membrane,receptor binding,regulated exocytosis,secretion by cell,surfactant homeostasis,transmembrane transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Ichthyosis, Lamellar;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Keratosis;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesT=0, C=24 T=0.0, C=1.0 0.00001 334.789 24 T=0/0, C=10/14

chr2:215874965 T/T G T SNV ABCA12 ABCA12:intronic:NM_173076.2 1 100 intronic NM_173076.2c.2472+90C>Ap.? -0.92 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs6733264 YES ATP-binding cassette, subfamily A, member 12ATP binding,ATPase activity, coupled to transmembrane movement of substances,apolipoprotein A-I receptor binding,cellular homeostasis,ceramide transport,cytoplasm,cytosol,epidermal lamellar body,establishment of skin barrier,integral component of membrane,intracellular membrane-bounded organelle,keratinization,lipid homeostasis,lipid transport,lipid transporter activity,lipid-transporting ATPase activity,lung alveolus development,mitochondrial inner membrane,phospholipid efflux,plasma membrane,positive regulation of cholesterol efflux,positive regulation of protein localization to cell surface,protein binding,protein localization to plasma membrane,receptor binding,regulated exocytosis,secretion by cell,surfactant homeostasis,transmembrane transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Ichthyosis, Lamellar;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Keratosis;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesG=0, T=25 G=0.0, T=1.0 0.00001 352.986 25 G=0/0, T=10/15

chr2:215875251 T/T A T SNV ABCA12 ABCA12:intronic:NM_173076.2 1 100 intronic NM_173076.2c.2333-57T>Ap.? 0.51 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs1409607 ATP-binding cassette, subfamily A, member 12ATP binding,ATPase activity, coupled to transmembrane movement of substances,apolipoprotein A-I receptor binding,cellular homeostasis,ceramide transport,cytoplasm,cytosol,epidermal lamellar body,establishment of skin barrier,integral component of membrane,intracellular membrane-bounded organelle,keratinization,lipid homeostasis,lipid transport,lipid transporter activity,lipid-transporting ATPase activity,lung alveolus development,mitochondrial inner membrane,phospholipid efflux,plasma membrane,positive regulation of cholesterol efflux,positive regulation of protein localization to cell surface,protein binding,protein localization to plasma membrane,receptor binding,regulated exocytosis,secretion by cell,surfactant homeostasis,transmembrane transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Ichthyosis, Lamellar;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Keratosis;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesA=0, T=43 A=0.0, T=1.0 0.00001 705.842 43 A=0/0, T=9/34

chr2:133489555 C/T C T SNV NCKAP5 NCKAP5:exonic:NM_207363.2 1 55.14 17 missense NM_207363.2c.5198G>A p.Arg1733His 6.14 0 29 1 0.98(COSM4084909),0.98(COSM4084910)Nck-associated protein 5, Peripheral clock proteinrs371367810 1.00E-04 1.168E-4 (pos.133489555)adenocarcinomaNCK-associated protein 5biological_process,cellular_componentAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Disorders of Excessive Somnolence;Dyssomnias;Eye Diseases;Glaucoma;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Ocular Hypertension;Sleep Disorders, Intrinsic;Sleep Wake Disorders;TauopathiesC=96, T=118C=0.4486, T=0.5514 0.00001 1322.31 214 C=52/44, T=31/87

chr2:215883988 C/C T C SNV ABCA12 ABCA12:intronic:NM_173076.2 1 100 intronic NM_173076.2c.1657+72A>Gp.? -0.73 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs1403835 ATP-binding cassette, subfamily A, member 12ATP binding,ATPase activity, coupled to transmembrane movement of substances,apolipoprotein A-I receptor binding,cellular homeostasis,ceramide transport,cytoplasm,cytosol,epidermal lamellar body,establishment of skin barrier,integral component of membrane,intracellular membrane-bounded organelle,keratinization,lipid homeostasis,lipid transport,lipid transporter activity,lipid-transporting ATPase activity,lung alveolus development,mitochondrial inner membrane,phospholipid efflux,plasma membrane,positive regulation of cholesterol efflux,positive regulation of protein localization to cell surface,protein binding,protein localization to plasma membrane,receptor binding,regulated exocytosis,secretion by cell,surfactant homeostasis,transmembrane transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Ichthyosis, Lamellar;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Keratosis;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesT=0, C=50 T=0.0, C=1.0 0.00001 829.585 50 T=0/0, C=35/15

chr2:215928972 C/C G C SNV ABCA12 ABCA12:intronic:NM_173076.2 1 100 intronic NM_173076.2c.164-30C>Gp.? -0.9 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs1523721 0.4123 YES 6.904E-1 (pos.215928972) ATP-binding cassette, subfamily A, member 12ATP binding,ATPase activity, coupled to transmembrane movement of substances,apolipoprotein A-I receptor binding,cellular homeostasis,ceramide transport,cytoplasm,cytosol,epidermal lamellar body,establishment of skin barrier,integral component of membrane,intracellular membrane-bounded organelle,keratinization,lipid homeostasis,lipid transport,lipid transporter activity,lipid-transporting ATPase activity,lung alveolus development,mitochondrial inner membrane,phospholipid efflux,plasma membrane,positive regulation of cholesterol efflux,positive regulation of protein localization to cell surface,protein binding,protein localization to plasma membrane,receptor binding,regulated exocytosis,secretion by cell,surfactant homeostasis,transmembrane transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Ichthyosis, Lamellar;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Keratosis;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesG=0, C=24 G=0.0, C=1.0 0.00001 334.683 24 G=0/0, C=7/17

chr2:215976231 A/AT A AT INDEL ABCA12 ABCA12:intronic:NM_173076.2 1 100 intronic NM_173076.2c.163+89T>ATp.? -0.2 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs2948978 YES ATP-binding cassette, subfamily A, member 12ATP binding,ATPase activity, coupled to transmembrane movement of substances,apolipoprotein A-I receptor binding,cellular homeostasis,ceramide transport,cytoplasm,cytosol,epidermal lamellar body,establishment of skin barrier,integral component of membrane,intracellular membrane-bounded organelle,keratinization,lipid homeostasis,lipid transport,lipid transporter activity,lipid-transporting ATPase activity,lung alveolus development,mitochondrial inner membrane,phospholipid efflux,plasma membrane,positive regulation of cholesterol efflux,positive regulation of protein localization to cell surface,protein binding,protein localization to plasma membrane,receptor binding,regulated exocytosis,secretion by cell,surfactant homeostasis,transmembrane transport,transporter activityColonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Ichthyosis, Lamellar;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Keratosis;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesA=0, AT=27 A=0.0, AT=1.0 0.00001 151.519 27 A=0/0, AT=15/12

chr2:216190691 C/C A C SNV ATIC ATIC:intronic:NM_004044.6 1 100 intronic NM_004044.6c.380-19A>Cp.? -4.01 AICARFT/IMPCHase bienzyme,MGS-like domainrs2177737 0 9.999E-1;1.156E-4 (pos.216190691) 5-aminoimidazole-4-carboxyamide ribonucleotide formyltransferase/IMP cyclohydrolase'de novo' IMP biosynthetic process,IMP cyclohydrolase activity,animal organ regeneration,brainstem development,cadherin binding,cerebellum development,cerebral cortex development,cytosol,dihydrofolate metabolic process,extracellular exosome,membrane,mitochondrion,nucleobase-containing compound metabolic process,nucleoside metabolic process,phosphoribosylaminoimidazolecarboxamide formyltransferase activity,protein homodimerization activity,purine nucleotide biosynthetic process,purine ribonucleoside monophosphate biosynthetic process,response to inorganic substance,tetrahydrofolate biosynthetic processArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Bone Diseases;Bone Diseases, Metabolic;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Epilepsy;Immune System Diseases;Intellectual Disability;Joint Diseases;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Osteoporosis;Rheumatic Diseases;Skin and Connective Tissue Diseases2-5-Hydroxy-3-Methyl-1-(2-Methyl-4-Sulfo-Phenyl)-1h-Pyrazol-4-Ylazo-4-Sulfo-Benzoic Acid,5--Monophosphate-9-Beta-D-Ribofuranosyl Xanthine,AICA ribonucleotide,Beta-Dadf, Msa, Multisubstrate Adduct Inhibitor,Guanosine-5'-Monophosphate,Methotrexate,Pemetrexed,Tetrahydrofolic acidA=0, C=22 A=0.0, C=1.0 0.00001 298.883 22 A=0/0, C=8/14

chr2:216199881 G/G T G SNV ATIC ATIC:intronic:NM_004044.6 1 100 intronic NM_004044.6c.1008+154T>Gp.? -1.57 AICARFT/IMPCHase bienzyme,MGS-like domainrs7594036 YES 5-aminoimidazole-4-carboxyamide ribonucleotide formyltransferase/IMP cyclohydrolase'de novo' IMP biosynthetic process,IMP cyclohydrolase activity,animal organ regeneration,brainstem development,cadherin binding,cerebellum development,cerebral cortex development,cytosol,dihydrofolate metabolic process,extracellular exosome,membrane,mitochondrion,nucleobase-containing compound metabolic process,nucleoside metabolic process,phosphoribosylaminoimidazolecarboxamide formyltransferase activity,protein homodimerization activity,purine nucleotide biosynthetic process,purine ribonucleoside monophosphate biosynthetic process,response to inorganic substance,tetrahydrofolate biosynthetic processArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Bone Diseases;Bone Diseases, Metabolic;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Epilepsy;Immune System Diseases;Intellectual Disability;Joint Diseases;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Osteoporosis;Rheumatic Diseases;Skin and Connective Tissue Diseases2-5-Hydroxy-3-Methyl-1-(2-Methyl-4-Sulfo-Phenyl)-1h-Pyrazol-4-Ylazo-4-Sulfo-Benzoic Acid,5--Monophosphate-9-Beta-D-Ribofuranosyl Xanthine,AICA ribonucleotide,Beta-Dadf, Msa, Multisubstrate Adduct Inhibitor,Guanosine-5'-Monophosphate,Methotrexate,Pemetrexed,Tetrahydrofolic acidT=0, G=33 T=0.0, G=1.0 0.00001 504.536 33 T=0/0, G=17/16

chr20:33337751 C/C T C SNV NCOA6 NCOA6:exonic:NM_014071.4 1 100 9 synonymous NM_014071.4c.2247A>G p.(=) -0.62 0.4(COSM3758531)Putative nucleic acid-binding regionrs3787220 0.1638 YES 7.616E-1 (pos.33337751) adenocarcinomaNuclear receptor coactivator 6DNA recombination,DNA repair,DNA replication,DNA-templated transcription, initiation,brain development,cellular response to DNA damage stimulus,chromatin binding,cytosol,enzyme binding,estrogen receptor binding,glucocorticoid receptor signaling pathway,heart development,histone methyltransferase complex,intracellular estrogen receptor signaling pathway,intracellular membrane-bounded organelle,ligand-dependent nuclear receptor transcription coactivator activity,myeloid cell differentiation,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of lipid metabolic process,regulation of nucleic acid-templated transcription,response to hormone,retinoid X receptor binding,thyroid hormone receptor binding,transcription coactivator activity,transcription factor complex,transcription initiation from RNA polymerase II promoterEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleT=0, C=29 T=0.0, C=1.0 0.00001 427.6 29 T=0/0, C=22/7

chr2:216240128 A/A C A SNV FN1 FN1:intronic:NM_212482.2 1 100 intronic NM_212482.2c.5978-12G>Tp.? -0.11 Fibronectin type I domain,Fibronectin type II domain,Fibronectin type III domainrs3214672,rs71044591,rs78972879,rs869185567YES 7.828E-1 (pos.216240126) Fibronectin-1acute-phase response,angiogenesis,apical plasma membrane,basal lamina,blood microparticle,calcium-independent cell-matrix adhesion,cell adhesion,cell-substrate junction assembly,cellular protein metabolic process,chaperone binding,collagen binding,disordered domain specific binding,endodermal cell differentiation,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment,enzyme binding,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,fibrinogen complex,heparin binding,identical protein binding,integrin activation,integrin binding,interaction with other organism via secreted substance involved in symbiotic interaction,interaction with symbiont,leukocyte migration,negative regulation of transforming growth factor-beta secretion,peptidase activator activity,peptide cross-linking,platelet alpha granule lumen,platelet degranulation,positive regulation of axon extension,positive regulation of Abortion, Spontaneous;Aortic Valve Insufficiency;Astrocytoma;Breast Diseases;Breast Neoplasms;Carcinogenesis;Cardiomegaly;Cardiovascular Diseases;Cell Transformation, Neoplastic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Crohn Disease;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Glioblastoma;Glioma;Glomerulonephritis;Glomerulonephritis, Membranoproliferative;Glomerulosclerosis, Focal Segmental;Glucose Metabolism Disorders;Heart Diseases;Heart Valve Diseases;Hypertension;Hypertrophy, Left Ventricular;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Kidney Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Metabolic Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;NeoplasmsOcriplasmin C=0, A=23 C=0.0, A=1.0 0.00001 316.747 23 C=0/0, A=10/13

chr12:124856660 A/A T A SNV NCOR2 NCOR2:exonic:NM_006312.5 1 100 22 synonymous NM_006312.5c.2715A>T p.(=) -4.94 0.09(COSM4146802),0.09(COSM4146803)G-protein pathway suppressor 2-interacting domain,Myb-like DNA-binding domainrs3741513 0.391 YES 1.977E-1 (pos.124856660)carcinoma,neoplasmNuclear receptor corepressor 2DNA binding,Notch binding,RNA polymerase II regulatory region DNA binding,chromatin,chromatin binding,estrous cycle,glucocorticoid receptor binding,histone deacetylase binding,histone deacetylase complex,lactation,ligand-dependent nuclear receptor binding,membrane,negative regulation of production of miRNAs involved in gene silencing by miRNA,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nuclear chromatin,nuclear matrix,nucleoplasm,nucleus,protein N-terminus binding,protein binding,protein complex binding,regulation of cellular ketone metabolic process by negative regulation of transcription from RNA polymerase II promoter,regulation of lipid metabolic process,response to estradiol,response to organonitrogen compound,retinoid X receptor binding,transcription corepressor activity,transcription factor binding,transcription, DNA-templated,transcriptional repressor complexCocaine-Related Disorders;Mental Disorders;Substance-Related DisordersT=0, A=109 T=0.0, A=1.0 0.00001 1718.87 109 T=0/0, A=82/27

chr2:216269031 TTG/TTG GTT TTG MNV FN1 FN1:intronic:NM_212482.2 3 100 intronic NM_212482.2c.3253+81AAC>CAAp.? -1.03, -5.2, -0.06 Fibronectin type I domain,Fibronectin type II domain,Fibronectin type III domainrs1004625238,rs199752385,rs377193194,rs386655022,rs72943909,rs748247130,rs7575551,rs796710318,rs879405093YES Fibronectin-1acute-phase response,angiogenesis,apical plasma membrane,basal lamina,blood microparticle,calcium-independent cell-matrix adhesion,cell adhesion,cell-substrate junction assembly,cellular protein metabolic process,chaperone binding,collagen binding,disordered domain specific binding,endodermal cell differentiation,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment,enzyme binding,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,fibrinogen complex,heparin binding,identical protein binding,integrin activation,integrin binding,interaction with other organism via secreted substance involved in symbiotic interaction,interaction with symbiont,leukocyte migration,negative regulation of transforming growth factor-beta secretion,peptidase activator activity,peptide cross-linking,platelet alpha granule lumen,platelet degranulation,positive regulation of axon extension,positive regulation of Abortion, Spontaneous;Aortic Valve Insufficiency;Astrocytoma;Breast Diseases;Breast Neoplasms;Carcinogenesis;Cardiomegaly;Cardiovascular Diseases;Cell Transformation, Neoplastic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Crohn Disease;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Glioblastoma;Glioma;Glomerulonephritis;Glomerulonephritis, Membranoproliferative;Glomerulosclerosis, Focal Segmental;Glucose Metabolism Disorders;Heart Diseases;Heart Valve Diseases;Hypertension;Hypertrophy, Left Ventricular;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Kidney Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Metabolic Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;NeoplasmsOcriplasmin GTT=0, TTG=39GTT=0.0, TTG=1.0 0.00001 596.694 39 GTT=0/0, TTG=30/9

chr2:216283958 A/A T A SNV FN1 FN1:intronic:NM_212482.2 1 100 intronic NM_212482.2c.1819+7A>Tp.? 2.52 0.72(COSM5021356),0.72(COSM5021357),0.72(COSM5021358)Fibronectin type I domain,Fibronectin type II domain,Fibronectin type III domainrs3796123 0.2377 YES 9.223E-1;0.0 (pos.216283958)osteosarcoma Fibronectin-1acute-phase response,angiogenesis,apical plasma membrane,basal lamina,blood microparticle,calcium-independent cell-matrix adhesion,cell adhesion,cell-substrate junction assembly,cellular protein metabolic process,chaperone binding,collagen binding,disordered domain specific binding,endodermal cell differentiation,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment,enzyme binding,extracellular exosome,extracellular matrix,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,fibrinogen complex,heparin binding,identical protein binding,integrin activation,integrin binding,interaction with other organism via secreted substance involved in symbiotic interaction,interaction with symbiont,leukocyte migration,negative regulation of transforming growth factor-beta secretion,peptidase activator activity,peptide cross-linking,platelet alpha granule lumen,platelet degranulation,positive regulation of axon extension,positive regulation of Abortion, Spontaneous;Aortic Valve Insufficiency;Astrocytoma;Breast Diseases;Breast Neoplasms;Carcinogenesis;Cardiomegaly;Cardiovascular Diseases;Cell Transformation, Neoplastic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Crohn Disease;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Glioblastoma;Glioma;Glomerulonephritis;Glomerulonephritis, Membranoproliferative;Glomerulosclerosis, Focal Segmental;Glucose Metabolism Disorders;Heart Diseases;Heart Valve Diseases;Hypertension;Hypertrophy, Left Ventricular;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Kidney Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Metabolic Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;NeoplasmsOcriplasmin T=0, A=55 T=0.0, A=1.0 0.00001 787.24 55 T=0/0, A=33/22

chr6:41309552 C/C T C SNV NCR2 NCR2:exonic:NM_004828.3 1 100 3 missense NM_004828.3c.415T>C p.Ser139Pro -0.19 0.11 74 0.497 0.01(COSM1444483),0.01(COSM5458081)Immunoglobulin V-set domainrs2236369 0.4063 YES 5.442E-1 (pos.41309552) adenocarcinomaNatural cytotoxicity triggering receptor 2 (lymphocyte antigen 95, mouse, homolog of)cellular defense response,innate immune response,integral component of plasma membrane,plasma membrane,protein binding,regulation of immune response,signal transduction,transmembrane signaling receptor activityT=0, C=22 T=0.0, C=1.0 0.00001 296.288 22 T=0/0, C=11/11

chrX:119005705 G/G C G SNV

NDUFA1,RN

F113A RNF113A:utr_5:NM_006978.2, NDUFA1:upstream:NM_004541.3 1
100

1 utr_5 NM_006978.2, NM_004541.3c.-129G>C, c.-170C>Gp.?, p.? 0.04 RING-type zinc-finger,RNA-binding, Nab2-type zinc finger,Zinc finger C-x8-C-x5-C-x3-H type (and similar),Zinc finger, C3HC4 type (RING finger)rs708463 YES NADH dehydrogenase (ubiquinone) 1 alpha subcomplex, 1, 7.5kD,RING finger protein 113ANADH dehydrogenase (ubiquinone) activity,U2-type spliceosomal complex,cytosol,integral component of membrane,mRNA cis splicing, via spliceosome,metal ion binding,mitochondrial electron transport, NADH to ubiquinone,mitochondrial inner membrane,mitochondrial membrane,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,mitochondrion,protein binding,snoRNA splicingAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Mitochondrial Diseases;Nutritional and Metabolic Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Trichothiodystrophy SyndromesNADH C=0, G=20 C=0.0, G=1.0 0.00001 263.786 20 C=0/0, G=15/5

chr15:41689166 A/A C A SNV NDUFAF1 NDUFAF1:exonic:NM_016013.3 1 100 2 missense NM_016013.3c.92G>T p.Arg31Leu -0.95 0.48 102 0 0.01(COSM5425651)Complex I intermediate-associated protein 30 (CIA30)rs3204853 0.2608 YES 1.342E-2;0.0 (pos.41689166)acute_myeloid_leukaemiaNADH-ubiquinone oxidoreductase 1 alpha subcomplex, assembly factor 1cytosol,mitochondrial electron transport, NADH to ubiquinone,mitochondrial inner membrane,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,protein binding,protein complex assembly,unfolded protein bindingMetabolic Diseases;Mitochondrial Diseases;Nutritional and Metabolic DiseasesLikely benign C=0, A=159 C=0.0, A=1.0 0.00001 2530.8 159 C=0/0, A=93/66

chr2:219209393 G/G A G SNV

CATIP-

AS2,PNKD PNKD:intronic:NM_015488.4, CATIP-AS2:intronic_nc:NR_125777.1 1
100

intronic NM_015488.4, NR_125777.1c.984+100A>Gp.? 0.12 Hydroxyacylglutathione hydrolase C-terminus,Metallo-beta-lactamase superfamilyrs1350336 hydroxyacylglutathione hydrolase activity,membrane,metal ion binding,methylglyoxal catabolic process to D-lactate via S-lactoyl-glutathione,mitochondrion,negative regulation of neurotransmitter secretion,neuromuscular process controlling posture,nucleus,protein binding,regulation of dopamine metabolic process,regulation of synaptic transmission, dopaminergicAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Chorea;Digestive System Diseases;Dyskinesias;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurologic Manifestations;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=21 A=0.0, G=1.0 0.00001 281.224 21 A=0/0, G=13/8

chr15:41689232 T/T C T SNV NDUFAF1 NDUFAF1:exonic:NM_016013.3 1 100 2 missense NM_016013.3c.26G>A p.Arg9His -0.81 0.03 29 0.056 0(COSM5021829)Complex I intermediate-associated protein 30 (CIA30)rs1899 0.2597 YES 1.328E-2 (pos.41689232) acute_myeloid_leukaemia,osteosarcoma,squamous_cell_carcinomaNADH-ubiquinone oxidoreductase 1 alpha subcomplex, assembly factor 1cytosol,mitochondrial electron transport, NADH to ubiquinone,mitochondrial inner membrane,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,protein binding,protein complex assembly,unfolded protein bindingMetabolic Diseases;Mitochondrial Diseases;Nutritional and Metabolic DiseasesLikely benign C=0, T=116 C=0.0, T=1.0 0.00001 1857.62 116 C=0/0, T=67/49

chr2:219257688 C/C T C SNV SLC11A1 SLC11A1:intronic:NM_000578.3 1 100 intronic NM_000578.3c.1165-16T>Cp.? 0.05 Natural resistance-associated macrophage proteinrs2045433 5.00E-04 1.0 (pos.219257688) Solute carrier family 11 (proton-coupled divalent metal ion transporter), member 1L-arginine import,MHC class II biosynthetic process,T cell cytokine production,T cell proliferation involved in immune response,activation of protein kinase activity,antigen processing and presentation of peptide antigen,antimicrobial humoral response,cadmium ion transmembrane transport,cell redox homeostasis,cellular cadmium ion homeostasis,cellular iron ion homeostasis,cellular_component,defense response to Gram-negative bacterium,defense response to bacterium,defense response to protozoan,divalent metal ion export,ficolin-1-rich granule membrane,immune response,inflammatory response,integral component of plasma membrane,interleukin-2 production,interleukin-3 production,iron ion homeostasis,iron ion transport,late endosome,late endosome membrane,lysosome,mRNA stabilization,macrophage activation,manganese ion transmembrane transport,manganese ion transmembrane transporter activity,manganese ion transport,membrane,metal ion:proton antiporter activity,molecular_function,multicellular organismal iron ion homeosAcute Kidney Injury;Arthritis;Arthritis, Juvenile;Arthritis, Rheumatoid;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Buruli Ulcer;Central Nervous System Bacterial Infections;Central Nervous System Diseases;Central Nervous System Infections;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Crohn Disease;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Dermatitis;Dermatitis, Atopic;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Food Hypersensitivity;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;HIV Infections;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Immunologic Deficiency Syndromes;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Kidney Diseases;LymphT=0, C=34 T=0.0, C=1.0 0.00001 524.155 34 T=0/0, C=24/10

chr2:219266108 G/G C G SNV CTDSP1 CTDSP1:intronic:NM_001206878.1 1 100 intronic NM_001206878.1c.68-179C>Gp.? -0.14 NLI interacting factor-like phosphatasers2607726 YES C-terminal domain of RNA polymerase II polypeptide A, small phosphatase of, 1CTD phosphatase activity,dephosphorylation,extracellular exosome,metal ion binding,negative regulation of G1/S transition of mitotic cell cycle,negative regulation of neuron differentiation,negative regulation of protein phosphorylation,nucleoplasm,nucleus,phosphatase activity,protein binding,protein dephosphorylation,regulation of transcription from RNA polymerase II promoterAspartate Beryllium Trifluoride,Citric AcidC=0, G=28 C=0.0, G=1.0 0.00001 408.712 28 C=0/0, G=19/9

chr14:92582472 A/A G A SNV NDUFB1 NDUFB1:utr_3:NM_004545.3 1 100 3 utr_3 NM_004545.3c.383C>T p.? 0.63 MNLL subunit rs13350 0.3391 YES NADH-ubiquinone oxidoreductase 1 beta subcomplex, 1NADH dehydrogenase (ubiquinone) activity,extracellular exosome,integral component of membrane,mitochondrial electron transport, NADH to ubiquinone,mitochondrial inner membrane,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,mitochondrion,nuclear speckNADH G=0, A=132 G=0.0, A=1.0 0.00001 2171.55 132 G=0/0, A=113/19

chr5:52942197 G/G A G SNV NDUFS4 NDUFS4:exonic:NM_002495.3 1 100 3 synonymous NM_002495.3c.312A>G p.(=) 0.67 0.34(COSM4159887)ETC complex I subunit conserved regionrs31303 0.2377 YES 7.631E-1 (pos.52942197) neoplasm NADH dehydrogenase (ubiquinone) Fe-S protein 4, 18kD (NADH-coenzyme Q reductase)NADH dehydrogenase (ubiquinone) activity,brain development,cAMP-mediated signaling,cellular respiration,electron transport chain,mitochondrial electron transport, NADH to ubiquinone,mitochondrial inner membrane,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,mitochondrion,oxidoreductase activity, acting on NAD(P)H,positive regulation of fibroblast proliferation,reactive oxygen species metabolic process,regulation of protein phosphorylation,response to cAMPBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Leigh Disease;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Nervous System Diseases;Nutritional and Metabolic Diseases;Pyruvate Metabolism, Inborn ErrorsNADH Benign/Likely benignA=0, G=43 A=0.0, G=1.0 0.00001 705.844 43 A=0/0, G=18/25

chr18:9117867 C/C T C SNV NDUFV2 NDUFV2:exonic:NM_021074.4 1 100 2 missense NM_021074.4c.86T>C p.Val29Ala 1.54 1 64 0 0.04(COSM3773839)Thioredoxin-like 2Fe-2S ferredoxinrs906807 0.1806 YES 7.098E-1 (pos.9117867) acute_myeloid_leukaemia,adenocarcinoma,clear_cell_renal_cell_carcinomaNADH dehydrogenase (ubiquinone) flavoprotein 2, 24kD2 iron, 2 sulfur cluster binding,NADH dehydrogenase (ubiquinone) activity,cardiac muscle tissue development,electron transfer activity,metal ion binding,mitochondrial electron transport, NADH to ubiquinone,mitochondrial inner membrane,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,mitochondrion,myelin sheath,nervous system development,oxidation-reduction process,oxidoreductase activity,plasma membrane respiratory chain complex I,protein bindingBipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Brain Diseases, Metabolic;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Heart Diseases;Mental Disorders;Metabolic Diseases;Mitochondrial Diseases;Mitochondrial Encephalomyopathies;Mitochondrial Myopathies;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersNADH Conflicting interpretations of pathogenicityT=0, C=84 T=0.0, C=1.0 0.00001 1370.13 84 T=0/0, C=7/77

chr21:44323590 G/G T G SNV NDUFV3 NDUFV3:exonic:NM_021075.3 1 100 3 synonymous NM_021075.3c.468T>G p.(=) -1.35 0.02(COSM4134964)NADH dehydrogenase ubiquinone flavoprotein 3, mitochondrialrs4148973 0.3869 YES 3.29E-1 (pos.44323590) carcinoma,neoplasmNADH-ubiquinone oxidoreductase flavoprotein 3, 10kDNADH dehydrogenase (ubiquinone) activity,RNA binding,mitochondrial ATP synthesis coupled electron transport,mitochondrial electron transport, NADH to ubiquinone,mitochondrial inner membrane,mitochondrial respiratory chain complex I,mitochondrial respiratory chain complex I assembly,mitochondrion,nucleoplasmNADH T=0, G=52 T=0.0, G=1.0 0.00001 765.952 52 T=0/0, G=34/18

chr2:152422076 G/G C G SNV NEB NEB:exonic:NM_004543.4 1 100 88 missense NM_004543.4c.13166G>Cp.Arg4389Thr 5.72 71 0 0.17(COSM4154535),0.17(COSM4154536),0.17(COSM4154537)Nebulin repeat,SH3 domain,Variant SH3 domainrs2288210 0.3367 YES 8.002E-1 (pos.152422076)NS,diffuse_large_B_cell_lymphomaNebulin Z disc,actin binding,actin cytoskeleton,cytosol,extracellular exosome,muscle filament sliding,muscle organ development,protein binding,regulation of actin filament length,somatic muscle development,structural constituent of muscleCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Nemaline;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaBenign/Likely benignC=0, G=20 C=0.0, G=1.0 0.00001 263.739 20 C=0/0, G=5/15

chr2:220033830 G/G A G SNV SLC23A3 SLC23A3:intronic:NM_001144890.1 1 100 intronic NM_001144890.1c.443-6T>C p.? 0.18 0.04(COSM6350515),0.04(COSM6350516)Permease familyrs3795986 0.3579 YES 2.722E-1 (pos.220033830)carcinoma integral component of membrane,membrane,transmembrane transport,transporter activityA=0, G=20 A=0.0, G=1.0 0.00001 263.689 20 A=0/0, G=12/8

chr2:152527572 T/T C T SNV NEB NEB:exonic:NM_004543.4 1 100 38 missense NM_004543.4c.4471G>A p.Val1491Met 2.7 21 0.997 0.93(COSM4001231),0.93(COSM4001232),0.93(COSM4001233)Nebulin repeat,SH3 domain,Variant SH3 domainrs7426114 0.1675 YES 4.071E-1 (pos.152527572)acute_myeloid_leukaemia,carcinomaNebulin Z disc,actin binding,actin cytoskeleton,cytosol,extracellular exosome,muscle filament sliding,muscle organ development,protein binding,regulation of actin filament length,somatic muscle development,structural constituent of muscleCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Nemaline;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaBenign/Likely benignC=0, T=232 C=0.0, T=1.0 0.00001 3868.14 232 C=0/0, T=124/108

chr2:220041090 CA/CA C CA INDEL CNPPD1 CNPPD1:intronic:NM_015680.5 1 100 intronic NM_015680.5c.70-37G>TGp.? 0.3 Cyclin integral component of membrane,protein kinase binding,regulation of cyclin-dependent protein serine/threonine kinase activityC=0, CA=30 C=0.0, CA=1.0 0.00001 315.261 30 C=0/0, CA=11/19

chr2:220041433 A/A C A SNV CNPPD1 CNPPD1:intronic:NM_015680.5 1 100 intronic NM_015680.5c.69+49G>Tp.? -0.09 Cyclin rs200450802,rs64361240.2387,0.3613YES 3.482E-1;0.0 (pos.220041433) integral component of membrane,protein kinase binding,regulation of cyclin-dependent protein serine/threonine kinase activityC=0, A=33 C=0.0, A=1.0 0.00001 504.598 33 C=0/0, A=29/4

chr2:152573981 G/G A G SNV NEB NEB:exonic:NM_004543.4 1 100 10 synonymous NM_004543.4c.771T>C p.(=) -0.44 0.11(COSM4001249),0.11(COSM4001250),0.11(COSM4001251)Nebulin repeat,SH3 domain,Variant SH3 domainrs4611637 0.1729 YES 4.735E-1 (pos.152573981)acute_myeloid_leukaemia,carcinomaNebulin Z disc,actin binding,actin cytoskeleton,cytosol,extracellular exosome,muscle filament sliding,muscle organ development,protein binding,regulation of actin filament length,somatic muscle development,structural constituent of muscleCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Nemaline;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaBenign/Likely benignA=0, G=176 A=0.0, G=1.0 0.00001 2901.44 176 A=0/0, G=104/72

chr2:220072766 T/T G T SNV ZFAND2B ZFAND2B:intronic:NM_138802.2 1 100 intronic NM_138802.2c.434+6G>Tp.? 0.02 AN1-like Zinc finger,Ubiquitin interaction motifrs4674366 6.00E-04 1.0 (pos.220072766) Zinc finger AN1 domain-containing protein 2BSRP-dependent cotranslational protein targeting to membrane, translocation,endoplasmic reticulum,protein binding,zinc ion bindingG=0, T=22 G=0.0, T=1.0 0.00001 298.869 22 G=0/0, T=9/13

chr2:220078496 C/C T C SNV ABCB6 ABCB6:intronic:NM_005689.3 1 100 intronic NM_005689.3c.1578+52A>Gp.? -0.74 ABC transporter,ABC transporter transmembrane region,Mitochondrial ABC-transporter N-terminal five TM regionrs2139823 0.001 YES ATP-binding cassette, subfamily B, member 6ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity, coupled to transmembrane movement of substances,Golgi apparatus,Golgi membrane,brain development,cellular iron ion homeostasis,cytosol,efflux transmembrane transporter activity,endoplasmic reticulum,endoplasmic reticulum membrane,endosome,endosome membrane,extracellular exosome,heme binding,heme transport,heme transporter activity,heme-transporting ATPase activity,integral component of membrane,integral component of mitochondrial outer membrane,mitochondrial envelope,mitochondrial outer membrane,mitochondrion,nucleoplasm,plasma membrane,porphyrin-containing compound biosynthetic process,skin development,transmembrane transport,transportAdnexal Diseases;Coloboma;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Gonadal Disorders;Hyperkalemia;Intestinal Diseases;Intestinal Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Rectal Diseases;Water-Electrolyte ImbalanceT=0, C=29 T=0.0, C=1.0 0.00001 424.626 29 T=0/0, C=22/7

chr2:152411495 C/T C T SNV NEB NEB:exonic:NM_004543.4 1 50 97 missense NM_004543.4c.14239G>Ap.Asp4747Asn 6.87 23 1 0.99(COSM1007521)Nebulin repeat,SH3 domain,Variant SH3 domainrs562175196 0.0 (pos.152411495) endometrioid_carcinomaNebulin Z disc,actin binding,actin cytoskeleton,cytosol,extracellular exosome,muscle filament sliding,muscle organ development,protein binding,regulation of actin filament length,somatic muscle development,structural constituent of muscleCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Nemaline;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaC=10, T=10 C=0.5, T=0.5 0.00001 82.8861 20 C=7/3, T=4/6

chr2:220147732 C/T C T SNV DNAJB2 DNAJB2:intronic:NM_006736.5 1 50 intronic NM_006736.5c.445+81C>Tp.? -0.15 A repeated domain in UCH-protein,DnaJ domain,Ubiquitin interaction motifrs2276639 YES DnaJ, E. coli, homolog of, subfamily B, member 2 (heat-shock protein, DNAJ-like 1)ATPase activator activity,Hsp70 protein binding,chaperone binding,chaperone-mediated protein folding,cytoplasm,cytosol,endoplasmic reticulum membrane,inclusion body,intrinsic component of endoplasmic reticulum membrane,negative regulation of cell growth,negative regulation of cell proliferation,negative regulation of inclusion body assembly,negative regulation of protein binding,negative regulation of protein deubiquitination,nucleus,polyubiquitin modification-dependent protein binding,positive regulation of ATPase activity,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,positive regulation of protein ubiquitination,proteasome binding,proteasome complex,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein refolding,regulation of chaperone-mediated protein folding,regulation of protein localization,regulation of protein ubiquitination,response to unfolded protein,ubiquitin protein ligase binding,ubiquitin-dependent ERAD pathway,unfolded protCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;PolyneuropathiesC=17, T=17 C=0.5, T=0.5 0.00001 172.01 34 C=12/5, T=13/4

chr19:45389224 A/G A G SNV NECTIN2 NECTIN2:exonic:NM_001042724.1 1 47.62 7 synonymous NM_001042724.1c.1227A>G p.(=) -4.11 CD80-like C2-set immunoglobulin domain,Immunoglobulin V-set domain,Immunoglobulin domainrs283814 0.0749 YES 9.999E-1 (pos.45389224) Nectin 2 acrosome assembly,adherens junction organization,adhesion of symbiont to host,cell adhesion molecule binding,cell part morphogenesis,cell recognition,cell surface,cell-cell adherens junction,cell-cell contact zone,cell-cell junction,cilium organization,coreceptor activity,coreceptor-mediated virion attachment to host cell,cytoskeleton organization,establishment of mitochondrion localization,extracellular exosome,fertilization,focal adhesion,fusion of virus membrane with host plasma membrane,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,integral component of plasma membrane,plasma membrane,positive regulation of T cell receptor signaling pathway,positive regulation of immunoglobulin mediated immune response,positive regulation of mast cell activation,positive regulation of natural killer cell mediated cytotoxicity,positive regulation of natural killer cell mediaA=22, G=20 A=0.5238, G=0.4762 0.00001 212.948 42 A=13/9, G=10/10

chr15:56152872 T/T C T SNV NEDD4 NEDD4:exonic:NM_198400.3 1 100 3 missense NM_198400.3c.1820G>A p.Arg607Gln 1.87 0.11 43 0.744 0.85(COSM3999568),0.85(COSM3999569)HECT-domain (ubiquitin-transferase),WW domainrs2303580 0.2044 YES 5.85E-1;0.0;0.0 (pos.56152872)acute_myeloid_leukaemia,neoplasmNeural precursor cell expressed, developmentally downregulated-4Golgi apparatus,RNA polymerase binding,T cell activation,adaptive immune response,apicolateral plasma membrane,beta-2 adrenergic receptor binding,blood vessel morphogenesis,cell cortex,cellular response to UV,chromatin,cytoplasm,cytosol,dendritic spine,development involved in symbiotic interaction,endocardial cushion development,extracellular exosome,glucocorticoid receptor signaling pathway,ionotropic glutamate receptor binding,lysosomal transport,negative regulation of sodium ion transmembrane transporter activity,negative regulation of sodium ion transport,negative regulation of transcription from RNA polymerase II promoter in response to UV-induced DNA damage,negative regulation of vascular endothelial growth factor receptor signaling pathway,neuromuscular junction development,neuron projection development,outflow tract morphogenesis,perinuclear region of cytoplasm,phosphoserine residue binding,phosphothreonine residue binding,plasma membrane,positive regulation of nucleocytoplasmic transport,positive regCardiovascular Diseases;Collagen Diseases;Connective Tissue Diseases;Dermatitis;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Heart Diseases;Hypersensitivity;Immune System Diseases;Keloid;Mouth Diseases;Myocardial Ischemia;Skin Diseases;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic Diseases;Vascular DiseasesC=0, T=20 C=0.0, T=1.0 0.00001 263.784 20 C=0/0, T=15/5

chr2:220239534 G/A G A SNV DNPEP DNPEP:intronic:NM_012100.3 1 50 intronic NM_012100.3c.1407+43C>Tp.? 0.43 Aminopeptidase I zinc metalloprotease (M18),M42 glutamyl aminopeptidasers3731904,rs772014825 0.1304 YES 0.0 (pos.220239531),7.267E-1 (pos.220239534)Aspartyl aminopeptidaseaminopeptidase activity,blood microparticle,cytoplasm,cytosol,identical protein binding,metalloaminopeptidase activity,metallopeptidase activity,nucleus,peptide metabolic process,protein binding,proteolysis,zinc ion bindingGlutamic Acid G=16, A=16 G=0.5, A=0.5 0.00001 158.383 32 G=12/4, A=14/2

chr2:220246218 C/C T C SNV DNPEP DNPEP:intronic:NM_012100.3 1 100 intronic NM_012100.3c.1137+49A>Gp.? -0.54 Aminopeptidase I zinc metalloprotease (M18),M42 glutamyl aminopeptidasers6436148,rs925246415 0.0024 YES 9.116E-1 (pos.220246218) Aspartyl aminopeptidaseaminopeptidase activity,blood microparticle,cytoplasm,cytosol,identical protein binding,metalloaminopeptidase activity,metallopeptidase activity,nucleus,peptide metabolic process,protein binding,proteolysis,zinc ion bindingGlutamic Acid T=0, C=43 T=0.0, C=1.0 0.00001 705.844 43 T=0/0, C=24/19

chr1:72058552 A/A G A SNV NEGR1 NEGR1:exonic:NM_173808.2 1 100 6 synonymous NM_173808.2c.888C>T p.(=) -1.27 Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs1413368 0.0031 YES 8.724E-1 (pos.72058552) Neuronal growth regulator 1C-terminal protein lipidation,anchored component of membrane,cell-cell adhesion,extracellular exosome,extracellular region,feeding behavior,locomotory behavior,plasma membrane,positive regulation of neuron projection development,protein bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=0, A=109 G=0.0, A=1.0 0.00001 1718.9 109 G=0/0, A=29/80

chr2:220250897 A/A AG A INDEL DNPEP DNPEP:intronic:NM_012100.3 1 100 intronic NM_012100.3c.460-77CT>Tp.? 0.53, 0.15 Aminopeptidase I zinc metalloprotease (M18),M42 glutamyl aminopeptidasers11352428,rs796431130 YES Aspartyl aminopeptidaseaminopeptidase activity,blood microparticle,cytoplasm,cytosol,identical protein binding,metalloaminopeptidase activity,metallopeptidase activity,nucleus,peptide metabolic process,protein binding,proteolysis,zinc ion bindingGlutamic Acid AG=0, A=34 AG=0.0, A=1.0 0.00001 502.456 34 AG=0/0, A=12/22

chr2:220316577 CT/CT C CT INDEL SPEG SPEG:intronic:NM_005876.4 1 100 intronic NM_005876.4c.2440+48C>CTp.? -5.12 Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,Unstructured region on SPEG complex proteinSPEG complex locusATP binding,muscle cell differentiation,muscle organ development,negative regulation of cell proliferation,nucleus,protein binding,protein phosphorylation,protein serine/threonine kinase activityMuscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular DiseasesC=0, CT=21 C=0.0, CT=1.0 0.00001 249.986 21 C=0/0, CT=11/10

chr4:178274694 G/G T G SNV NEIL3 NEIL3:exonic:NM_018248.2 1 100 8 synonymous NM_018248.2c.1272T>G p.(=) -1.05 0.03(COSM4417380),0.08(COSM3760495)Formamidopyrimidine-DNA glycosylase H2TH domain,GRF zinc finger,Zn-finger in Ran binding protein and othersrs10007075 0.2458 YES 4.006E-1;0.0 (pos.178274694)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,diffuse_large_B_cell_lymphomaDNA N-glycosylase activity,DNA-(apurinic or apyrimidinic site) lyase activity,base-excision repair,bubble DNA binding,class I DNA-(apurinic or apyrimidinic site) lyase activity,class III/IV DNA-(apurinic or apyrimidinic site) lyase activity,damaged DNA binding,double-stranded DNA binding,nucleoplasm,nucleotide-excision repair,nucleus,single-stranded DNA binding,zinc ion bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Urologic DiseasesT=0, G=26 T=0.0, G=1.0 0.00001 371.156 26 T=0/0, G=12/14

chr4:178274750 T/T C T SNV NEIL3 NEIL3:exonic:NM_018248.2 1 100 8 missense NM_018248.2c.1328C>T p.Pro443Leu -0.51 0.77 98 0 0.01(COSM3760496)Formamidopyrimidine-DNA glycosylase H2TH domain,GRF zinc finger,Zn-finger in Ran binding protein and othersrs13112358 0.2369 YES 3.993E-1 (pos.178274750)acute_myeloid_leukaemia,adenocarcinoma,carcinomaDNA N-glycosylase activity,DNA-(apurinic or apyrimidinic site) lyase activity,base-excision repair,bubble DNA binding,class I DNA-(apurinic or apyrimidinic site) lyase activity,class III/IV DNA-(apurinic or apyrimidinic site) lyase activity,damaged DNA binding,double-stranded DNA binding,nucleoplasm,nucleotide-excision repair,nucleus,single-stranded DNA binding,zinc ion bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Urologic DiseasesC=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=15/10

chr4:178274835 C/C A C SNV NEIL3 NEIL3:exonic:NM_018248.2 1 100 8 missense NM_018248.2c.1413A>C p.Gln471His -0.18 1 24 0 0(COSM1131168),0(COSM1428751)Formamidopyrimidine-DNA glycosylase H2TH domain,GRF zinc finger,Zn-finger in Ran binding protein and othersrs13112390 0.2056 YES 4.553E-1 (pos.178274835)acute_myeloid_leukaemia,adenocarcinoma,angioimmunoblastic_T_cell_lymphoma,carcinoma,neoplasmDNA N-glycosylase activity,DNA-(apurinic or apyrimidinic site) lyase activity,base-excision repair,bubble DNA binding,class I DNA-(apurinic or apyrimidinic site) lyase activity,class III/IV DNA-(apurinic or apyrimidinic site) lyase activity,damaged DNA binding,double-stranded DNA binding,nucleoplasm,nucleotide-excision repair,nucleus,single-stranded DNA binding,zinc ion bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Urologic DiseasesA=0, C=21 A=0.0, C=1.0 0.00001 281.196 21 A=0/0, C=10/11

chr2:220356806 T/T C T SNV SPEG SPEG:intronic:NM_005876.4 1 100 intronic NM_005876.4c.9462-27C>Tp.? 0.86 Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,Unstructured region on SPEG complex proteinrs907146 6.00E-04 YES 1.0 (pos.220356806) SPEG complex locusATP binding,muscle cell differentiation,muscle organ development,negative regulation of cell proliferation,nucleus,protein binding,protein phosphorylation,protein serine/threonine kinase activityMuscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular DiseasesC=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=11/14

chr4:178281754 A/A G A SNV NEIL3 NEIL3:exonic:NM_018248.2 1 100 9 missense NM_018248.2c.1558G>A p.Gly520Arg 2.95 1 125 0 Formamidopyrimidine-DNA glycosylase H2TH domain,GRF zinc finger,Zn-finger in Ran binding protein and othersrs1876268 0.0328 YES 9.78E-1 (pos.178281754) DNA N-glycosylase activity,DNA-(apurinic or apyrimidinic site) lyase activity,base-excision repair,bubble DNA binding,class I DNA-(apurinic or apyrimidinic site) lyase activity,class III/IV DNA-(apurinic or apyrimidinic site) lyase activity,damaged DNA binding,double-stranded DNA binding,nucleoplasm,nucleotide-excision repair,nucleus,single-stranded DNA binding,zinc ion bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Urologic DiseasesG=0, A=35 G=0.0, A=1.0 0.00001 543.903 35 G=0/0, A=18/17

chr3:27326451 A/G A G SNV NEK10 NEK10:exonic:NM_199347.3 1 50 22 synonymous NM_199347.3c.1791T>C p.(=) 3.86 0.97(COSM1137010),0.97(COSM1137011),0.97(COSM1137012)Phosphotransferase enzyme family,Protein kinase domain,Protein tyrosine kinase,RIO1 familyrs10510594 0.2785 YES 1.062E-1 (pos.27326451) acute_myeloid_leukaemia,clear_cell_renal_cell_carcinomaATP binding,metal ion binding,positive regulation of MAP kinase activity,positive regulation of protein autophosphorylation,protein kinase activity,protein kinase complex,protein phosphorylation,protein serine/threonine kinase activity,regulation of ERK1 and ERK2 cascade,regulation of cell cycle G2/M phase transitionBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesA=18, G=18 A=0.5, G=0.5 0.00001 185.885 36 A=5/13, G=4/14

chr3:130947435 T/T A T SNV NEK11 NEK11:exonic:NM_024800.4 1 100 15 missense NM_024800.4c.1463A>T p.Glu488Val 5.12 0.05 121 1 0.84(COSM4002464)Protein kinase domain,Protein tyrosine kinasers3738000,rs760488164 0.2916 YES 0.0 (pos.130947434),3.902E-1 (pos.130947435)acute_myeloid_leukaemia,ductal_carcinomaNever in mitosis gene A-related kinase 11ATP binding,histone phosphorylation,intra-S DNA damage checkpoint,intracellular signal transduction,metal ion binding,mitotic cell cycle phase transition,nucleolus,nucleoplasm,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of mitotic cell cycle phase transitionDabrafenib A=0, T=27 A=0.0, T=1.0 0.00001 389.988 27 A=0/0, T=17/10

chr2:220428381 A/T A T SNV OBSL1 OBSL1:intronic:NM_015311.2 1 95.65 intronic NM_015311.2c.2408-32T>Ap.? 0.8 Immunoglobulin I-set domain,Immunoglobulin domainrs2303543 0.3222 YES 6.88E-1;0.0 (pos.220428381) Obscurin-like 13M complex,Golgi apparatus,Golgi organization,M band,Z disc,actin filament binding,actin filament organization,cardiac myofibril assembly,centrosome,cytoplasm,cytoskeletal adaptor activity,cytoskeleton organization,cytosol,intercalated disc,microtubule cytoskeleton organization,muscle alpha-actinin binding,muscle myosin complex,perinuclear region of cytoplasm,positive regulation of dendrite morphogenesis,post-translational protein modification,protein binding,protein localization to Golgi apparatus,regulation of mitotic nuclear division,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Hip Dislocation, Congenital;Muscle Hypotonia;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular ManifestationsA=1, T=22 A=0.0435, T=0.9565 0.00001 288.977 23 A=1/0, T=13/9

chr3:52797634 G/C G C SNV NEK4 NEK4:exonic:NM_003157.5 1 57.45 5 missense NM_003157.5c.673C>G p.Pro225Ala 7.53 0.02 27 0.88 0.84(COSM4002754)Protein kinase domain,Protein tyrosine kinasers1029871 0.4034 YES 4.286E-1 (pos.52797634) acute_myeloid_leukaemiaNIMA (never in mitosis gene a)-related kinase 4 (serine/threonine protein kinase-2)ATP binding,activation of protein kinase activity,cell division,cellular response to DNA damage stimulus,ciliary basal body,ciliary plasm,ciliary rootlet,ciliary transition zone,cytoplasm,manganese ion binding,mitotic cell cycle,positive regulation of transcription, DNA-templated,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of apoptotic process,regulation of cellular senescence,regulation of mitotic cell cycle,regulation of replicative cell aging,regulation of response to DNA damage stimulus,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascadeAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Urologic DiseasesG=20, C=27 G=0.4255, C=0.5745 0.00001 326.535 47 G=9/11, C=8/19

chr2:220466199 T/T G T SNV STK11IP STK11IP:intronic:NM_052902.3 1 100 intronic NM_052902.3c.267+37G>Tp.? 0 LKB1 serine/threonine kinase interacting protein 1rs620698 0.0268 YES 9.964E-1 (pos.220466199) Serine/threonine kinase 11 interacting proteinazurophil granule lumen,cytoplasm,extracellular region,intracellular membrane-bounded organelle,lysosomal membrane,neutrophil degranulation,protein kinase binding,protein localizationG=0, T=121 G=0.0, T=1.0 0.00001 1935.52 121 G=0/0, T=40/81

chr2:220472596 T/T G T SNV STK11IP STK11IP:intronic:NM_052902.3 1 100 intronic NM_052902.3c.1220-173G>Tp.? -1.18 LKB1 serine/threonine kinase interacting protein 1rs630063 YES Serine/threonine kinase 11 interacting proteinazurophil granule lumen,cytoplasm,extracellular region,intracellular membrane-bounded organelle,lysosomal membrane,neutrophil degranulation,protein kinase binding,protein localizationG=0, T=20 G=0.0, T=1.0 0.00001 263.786 20 G=0/0, T=14/6

chr14:50251369 G/G A G SNV NEMF NEMF:exonic:NM_004713.5 1 100 33 synonymous NM_004713.5c.3216T>C p.(=) 1.04 Domain of unknown function (DUF3441),Domain of unknown function (DUF814),Fibronectin-binding protein A N-terminus (FbpA)rs10143621 5.00E-04 YES 1.0 (pos.50251369) Nuclear export mediator factornuclear export,nucleus A=0, G=47 A=0.0, G=1.0 0.00001 789.328 47 A=0/0, G=23/24

chr2:220479312 C/C T C SNV STK11IP STK11IP:intronic:NM_052902.3 1 100 intronic NM_052902.3c.2869+44T>Cp.? -2.06 LKB1 serine/threonine kinase interacting protein 1rs624773 2.00E-04 1.0;0.0 (pos.220479312) Serine/threonine kinase 11 interacting proteinazurophil granule lumen,cytoplasm,extracellular region,intracellular membrane-bounded organelle,lysosomal membrane,neutrophil degranulation,protein kinase binding,protein localizationT=0, C=23 T=0.0, C=1.0 0.00001 316.745 23 T=0/0, C=10/13

chr15:73564881 T/T C T SNV NEO1 NEO1:exonic:NM_002499.3 1 100 19 synonymous NM_002499.3c.2943C>T p.(=) -2.45 0.02(COSM3754460)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Neogenin C-terminusrs1131854 0.475 YES 2.928E-1 (pos.73564881) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmNeogenin, chicken, homolog of, 1Golgi apparatus,axon guidance,cell adhesion,co-receptor binding,integral component of plasma membrane,iron ion homeostasis,nucleoplasm,plasma membrane,plasma membrane protein complex,positive regulation of BMP signaling pathway,protein binding,receptor activityC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=13/18

chr2:220498349 AC/AC A AC INDEL SLC4A3 SLC4A3:intronic:NM_201574.2 1 100 intronic NM_201574.2c.1542+170A>ACp.? -0.08 Band 3 cytoplasmic domain,HCO3- transporter family anion transmembrane transport,anion:anion antiporter activity,bicarbonate transport,inorganic anion exchanger activity,inorganic anion transport,integral component of membrane,integral component of plasma membrane,membrane,plasma membrane,regulation of intracellular pH,sodium ion transmembrane transport,sodium:bicarbonate symporter activity,transportCardiovascular Diseases;Heart Diseases A=0, AC=29 A=0.0, AC=1.0 0.00001 361.559 29 A=0/0, AC=15/14

chr2:220498350 C/C G C SNV SLC4A3 SLC4A3:intronic:NM_201574.2 1 100 intronic NM_201574.2c.1542+171G>Cp.? 2.91 Band 3 cytoplasmic domain,HCO3- transporter familyrs2289782 YES anion transmembrane transport,anion:anion antiporter activity,bicarbonate transport,inorganic anion exchanger activity,inorganic anion transport,integral component of membrane,integral component of plasma membrane,membrane,plasma membrane,regulation of intracellular pH,sodium ion transmembrane transport,sodium:bicarbonate symporter activity,transportCardiovascular Diseases;Heart Diseases G=0, C=40 G=0.0, C=1.0 0.00001 612.178 40 G=0/0, C=26/14

chr2:222301357 C/C T C SNV EPHA4 EPHA4:intronic:NM_004438.4 1 100 intronic NM_004438.4c.2137-29A>Gp.? -0.19 Ephrin receptor ligand binding domain,Ephrin type-A receptor 2 transmembrane domain,Fibronectin type III domain,Protein kinase domain,Protein tyrosine kinase,SAM domain (Sterile alpha motif)rs3213844 0.2829 YES 6.548E-1 (pos.222301357) Ephrin receptor EphA4ATP binding,DH domain binding,GPI-linked ephrin receptor activity,Golgi apparatus,PH domain binding,adult walking behavior,axon,axon terminus,axonal growth cone,cell adhesion,cell junction,cell surface,cellular response to amyloid-beta,corticospinal tract morphogenesis,cytoplasm,dendrite,dendritic shaft,dendritic spine,early endosome membrane,endoplasmic reticulum,ephrin receptor activity,ephrin receptor binding,ephrin receptor signaling pathway,fasciculation of motor neuron axon,fasciculation of sensory neuron axon,filopodium,glial cell migration,identical protein binding,integral component of plasma membrane,kinase activity,mitochondrial outer membrane,motor neuron axon guidance,negative regulation of axon regeneration,negative regulation of long-term synaptic potentiation,negative regulation of neuron projection development,negative regulation of proteolysis involved in cellular protein catabolic process,nephric duct morphogenesis,neuromuscular junction,neuron projection fasciculation,neuron projection guiNervous System Diseases T=0, C=108 T=0.0, C=1.0 0.00001 1700.02 108 T=0/0, C=19/89

chr2:223159119 A/A C A SNV PAX3 PAX3:intronic:NM_181459.3 1 100 intronic NM_181459.3c.452-99G>Tp.? -1.39 'Paired box' domain,Homeobox domain,Paired box protein 7rs2303948 YES Paired box homeotic gene-3DNA binding transcription factor activity,HMG box domain binding,animal organ morphogenesis,apoptotic process,muscle organ development,nervous system development,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,sensory perception of sound,sequence-specific DNA binding,transcription from RNA polymerase II promoterAbnormalities, Multiple;Carcinoma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Deafness;Ear Diseases;Hand Deformities;Hand Deformities, Congenital;Head and Neck Neoplasms;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Limb Deformities, Congenital;Maxillary Sinus Neoplasms;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myosarcoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Glandular and Epithelial;Neoplasms, Muscle Tissue;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Nose Diseases;Nose Neoplasms;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Paranasal Sinus Diseases;Paranasal Sinus Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rhabdomyosarcoma;Rhabdomyosarcoma, Alveolar;Sarcoma;Sensation Disorders;Spinal Dysraphism;Upper Extremity Deformities, Congenital;Waardenburg SyndromeC=0, A=20 C=0.0, A=1.0 0.00001 263.786 20 C=0/0, A=5/15

chr2:223161624 G/G A G SNV PAX3 PAX3:intronic:NM_181459.3 1 100 intronic NM_181459.3c.321+73T>Cp.? -1.4 'Paired box' domain,Homeobox domain,Paired box protein 7rs12694578 YES Paired box homeotic gene-3DNA binding transcription factor activity,HMG box domain binding,animal organ morphogenesis,apoptotic process,muscle organ development,nervous system development,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,sensory perception of sound,sequence-specific DNA binding,transcription from RNA polymerase II promoterAbnormalities, Multiple;Carcinoma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Deafness;Ear Diseases;Hand Deformities;Hand Deformities, Congenital;Head and Neck Neoplasms;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Limb Deformities, Congenital;Maxillary Sinus Neoplasms;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myosarcoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Glandular and Epithelial;Neoplasms, Muscle Tissue;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Nose Diseases;Nose Neoplasms;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Paranasal Sinus Diseases;Paranasal Sinus Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rhabdomyosarcoma;Rhabdomyosarcoma, Alveolar;Sarcoma;Sensation Disorders;Spinal Dysraphism;Upper Extremity Deformities, Congenital;Waardenburg SyndromeA=0, G=33 A=0.0, G=1.0 0.00001 504.598 33 A=0/0, G=12/21

chr15:73595089 TA/TA T TA INDEL NEO1 NEO1:utr_3:NM_002499.3 1 100 29 utr_3 NM_002499.3c.4438_4439insAp.? -0.49 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Neogenin C-terminusrs3833036,rs397715454 0.4935 YES 2.661E-1 (pos.73595089) Neogenin, chicken, homolog of, 1Golgi apparatus,axon guidance,cell adhesion,co-receptor binding,integral component of plasma membrane,iron ion homeostasis,nucleoplasm,plasma membrane,plasma membrane protein complex,positive regulation of BMP signaling pathway,protein binding,receptor activityT=0, TA=46 T=0.0, TA=1.0 0.00001 745.677 46 T=0/0, TA=16/30

chr3:112727184 A/T A T SNV NEPRO NEPRO:exonic:NM_015412.3 1 58.33 8 missense NM_015412.3c.1069T>A p.Phe357Ile 0.29 0.17 21 0.005 0.13(COSM4157131)Domain of unknown function (DUF4477)rs2306857 0.2252 YES 3.484E-1 (pos.112727184)neoplasm Nucleolus and neural progenitor proteinnegative regulation of neuron differentiation,nucleolus,nucleus,positive regulation of Notch signaling pathwayA=20, T=28 A=0.4167, T=0.5833 0.00001 343.434 48 A=8/12, T=9/19

chr2:223787559 A/A G A SNV ACSL3 ACSL3:intronic:NM_203372.1 1 100 intronic NM_203372.1c.1080+10G>Ap.? -1.19 AMP-binding enzymers11891410 0.2235 YES 9.762E-1 (pos.223787559) Acyl-CoA synthetase long-chain family member 3ATP binding,Golgi apparatus,brain development,catalytic activity,decanoate--CoA ligase activity,endoplasmic reticulum,endoplasmic reticulum membrane,fatty acid biosynthetic process,integral component of membrane,lipid droplet,long-chain fatty acid import,long-chain fatty acid metabolic process,long-chain fatty acid-CoA ligase activity,long-chain fatty-acyl-CoA biosynthetic process,membrane,metabolic process,mitochondrial outer membrane,perinuclear region of cytoplasm,peroxisomal membrane,positive regulation of Golgi to plasma membrane protein transport,positive regulation of phosphatidylcholine biosynthetic process,positive regulation of secretion,protein domain specific binding,protein kinase binding,response to nutrient,response to organic cyclic compound,very-low-density lipoprotein particle assemblyIcosapent G=0, A=57 G=0.0, A=1.0 0.00001 849.268 57 G=0/0, A=8/49

chr2:224765894 A/A G A SNV WDFY1 WDFY1:intronic:NM_020830.4 1 100 intronic NM_020830.4c.485+6C>Tp.? 7.39 0.99(COSM5428604)FYVE zinc finger,WD domain, G-beta repeatrs604990 0.0438 YES 8.097E-1 (pos.224765894)acute_myeloid_leukaemia 1-phosphatidylinositol binding,cytosol,early endosome,nucleus,positive regulation of toll-like receptor 3 signaling pathway,positive regulation of toll-like receptor 4 signaling pathway,protein binding,zinc ion bindingG=0, A=41 G=0.0, A=1.0 0.00001 655.658 41 G=0/0, A=27/14

chr2:224770780 T/T C T SNV WDFY1 WDFY1:intronic:NM_020830.4 1 100 intronic NM_020830.4c.280-62G>Ap.? 0 FYVE zinc finger,WD domain, G-beta repeatrs622896 0.0421 YES 1-phosphatidylinositol binding,cytosol,early endosome,nucleus,positive regulation of toll-like receptor 3 signaling pathway,positive regulation of toll-like receptor 4 signaling pathway,protein binding,zinc ion bindingC=0, T=156 C=0.0, T=1.0 0.00001 2502.28 156 C=0/0, T=68/88

chr2:224862821 C/T C T SNV SERPINE2 SERPINE2:intronic:NM_006216.3 1 52.38 intronic NM_006216.3c.487+11G>Ap.? -2.77 Serpin (serine protease inhibitor)rs3795879 0.203 YES 1.282E-1 (pos.224862821) Protease inhibitor 7 (protease nexin I)blood coagulation,cerebellar granular layer morphogenesis,cytosol,detection of mechanical stimulus involved in sensory perception,extracellular matrix,extracellular region,extracellular space,extracellular vesicle,extrinsic component of external side of plasma membrane,glycosaminoglycan binding,heparin binding,innervation,long-term synaptic potentiation,mating plug formation,negative regulation of blood coagulation,negative regulation of cell growth,negative regulation of cell proliferation,negative regulation of endopeptidase activity,negative regulation of phosphatidylinositol 3-kinase signaling,negative regulation of plasminogen activation,negative regulation of platelet aggregation,negative regulation of protein catabolic process,negative regulation of protein processing,negative regulation of proteolysis,negative regulation of smoothened signaling pathway,negative regulation of sodium ion transport,neuromuscular junction,platelet alpha granule,positive regulation of astrocyte differentiation,protein bindCardiovascular Diseases;Vascular Diseases C=10, T=11 C=0.4762, T=0.5238 0.00001 95.2903 21 C=3/7, T=6/5

chr1:156640503 C/T C T SNV NES NES:exonic:NM_006617.1 1 47.37 4 synonymous NM_006617.1c.3477G>A p.(=) -0.54 0.05(COSM3750432)Intermediate filament proteinrs3828043 0.2858 YES 2.687E-1 (pos.156640503)acute_myeloid_leukaemia,adenocarcinoma,neoplasmNestin G2/M transition of mitotic cell cycle,brain development,cell projection morphogenesis,central nervous system development,cytoplasm,embryonic camera-type eye development,extracellular matrix,intermediate filament,intermediate filament binding,intermediate filament cytoskeleton,molecular_function,negative regulation of catalytic activity,negative regulation of neuron apoptotic process,negative regulation of protein binding,positive regulation of intermediate filament depolymerization,positive regulation of neural precursor cell proliferation,stem cell proliferation,structural molecule activityBrain Diseases;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Epilepsy;Epilepsy, Generalized;Epilepsy, Tonic-Clonic;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Nephrosis;Nervous System Diseases;Urologic Diseases;Vascular DiseasesC=20, T=18 C=0.5263, T=0.4737 0.00001 186.197 38 C=6/14, T=7/11

chr2:224970 T/T C T SNV SH3YL1 SH3YL1:intronic:NM_015677.3 1 100 intronic NM_015677.3c.782-50G>Ap.? -2.51 Las17-binding protein actin regulator,SH3 domain,Variant SH3 domainrs2290912 0.3087 YES 8.188E-1 (pos.224970) SH3 domain- and SYLF domain-containing protein 1phosphatase binding,phosphatidylinositol binding,phosphatidylinositol biosynthetic process,protein binding,regulation of ruffle assembly,ruffle membraneC=0, T=90 C=0.0, T=1.0 0.00001 1482.01 90 C=0/0, T=47/43

chr10:5495218 C/C T C SNV NET1 NET1:exonic:NM_001047160.2 1 100 7 synonymous NM_001047160.2c.600T>C p.(=) 0.99 PH domain,Pleckstrin homology domain,RhoGEF domainrs4567355 2.00E-04 1.0 (pos.5495218) Solute carrier family 6 (neurotransmitter transporter, noradrenalin), member 2, cocaine- and antidepressant-sensitive,Tetraspanin 1G-protein coupled receptor signaling pathway,GTP-Rho binding,Rho guanyl-nucleotide exchange factor activity,cellular response to hydrogen peroxide,cellular response to ionizing radiation,cytosol,guanyl-nucleotide exchange factor activity,intracellular,intracellular signal transduction,myoblast migration,nucleus,plasma membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of substrate adhesion-dependent cell spreading,protein binding,regulation of Rho protein signal transduction,regulation of cell growth,regulation of molecular function,regulation of small GTPase mediated signal transduction,signal transductionT=0, C=62 T=0.0, C=1.0 0.00001 940.32 62 T=0/0, C=52/10

chr2:226273490 C/C T C SNV NYAP2 NYAP2:intronic:NM_020864.1 1 100 intronic NM_020864.1c.-16-90T>Cp.? -0.3 Neuronal tyrosine-phosphorylated phosphoinositide-3-kinase adapterrs2048935 YES intracellular,neuron projection morphogenesis,phosphatidylinositol 3-kinase signaling,protein bindingT=0, C=24 T=0.0, C=1.0 0.00001 334.788 24 T=0/0, C=18/6

chr10:105344756 C/C T C SNV NEURL1 NEURL1:exonic:NM_004210.4 1 100 4 synonymous NM_004210.4c.1113T>C p.(=) -0.79 0.11(COSM3747126),0.11(COSM3747127)Neuralized,Zinc finger, C3HC4 type (RING finger)rs2236209 0.4947 YES 6.855E-1 (pos.105344756)hepatocellular_carcinoma,neoplasmNeuralized E3 ubiquitin protein ligase 1Notch signaling pathway,apical dendrite,brain development,cell junction,cellular response to amino acid stimulus,dendritic spine,lactation,metal ion binding,negative regulation of Notch signaling pathway,negative regulation of cell proliferation,nervous system development,perikaryon,perinuclear region of cytoplasm,plasma membrane,positive regulation of apoptotic process,positive regulation of dendritic spine development,positive regulation of epidermal growth factor-activated receptor activity,positive regulation of filopodium assembly,positive regulation of long-term neuronal synaptic plasticity,positive regulation of synapse maturation,postsynaptic density,postsynaptic membrane,protein monoubiquitination,regulation of translation,skeletal muscle tissue development,sperm axoneme assembly,translation factor activity, non-nucleic acid binding,ubiquitin protein ligase activity,ubiquitin-protein transferase activityColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=0, C=187 T=0.0, C=1.0 0.00001 3047.34 187 T=0/0, C=39/148

chr2:227912331 G/A G A SNV COL4A4 COL4A4:intronic:NM_000092.4 1 50 intronic NM_000092.4c.3215-66C>Tp.? -1.15 C-terminal tandem repeated domain in type 4 procollagen,Collagen triple helix repeat (20 copies)rs2272200 YES Collagen IV, alpha-4 polypeptidebasal lamina,collagen catabolic process,collagen type IV trimer,endoplasmic reticulum lumen,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,glomerular basement membrane developmentCollagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hematuria;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nephritis, Hereditary;Skin and Connective Tissue Diseases;Urination Disorders;Urogenital Abnormalities;Urologic DiseasesG=15, A=15 G=0.5, A=0.5 0.00001 145.021 30 G=13/2, A=10/5

chr2:228109784 T/T C T SNV

COL4A3,LOC

654841 COL4A3:intronic:NM_000091.4, LOC654841:intronic_nc:NR_102371.11
100

intronic NM_000091.4, NR_102371.1c.324+73C>Tp.? 0.23 C-terminal tandem repeated domain in type 4 procollagen,Collagen triple helix repeat (20 copies)rs6750210 0.1837 YES Collagen IV, alpha-3 polypeptide (Goodpasture antigen)activation of cysteine-type endopeptidase activity involved in apoptotic process,basement membrane,blood circulation,cell adhesion,cell proliferation,cell surface receptor signaling pathway,collagen catabolic process,collagen type IV trimer,collagen-activated tyrosine kinase receptor signaling pathway,endoplasmic reticulum,endoplasmic reticulum lumen,endothelial cell apoptotic process,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,glomerular basement membrane development,integrin binding,intracellular membrane-bounded organelle,metalloendopeptidase inhibitor activity,negative regulation of angiogenesis,negative regulation of cell proliferation,negative regulation of endopeptidase activity,protein binding,sensory perception of sound,structural molecule activityCollagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hematuria;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nephritis, Hereditary;Skin and Connective Tissue Diseases;Urination Disorders;Urogenital Abnormalities;Urologic DiseasesC=0, T=47 C=0.0, T=1.0 0.00001 789.242 47 C=0/0, T=18/29

chr2:228149107 G/G A G SNV

COL4A3,LOC

654841 COL4A3:intronic:NM_000091.4, LOC654841:intronic_nc:NR_102371.11
100

intronic NM_000091.4, NR_102371.1c.2881+46A>Gp.? -1.19 C-terminal tandem repeated domain in type 4 procollagen,Collagen triple helix repeat (20 copies)rs6436672 0.0864 YES 7.515E-1 (pos.228149107) Collagen IV, alpha-3 polypeptide (Goodpasture antigen)activation of cysteine-type endopeptidase activity involved in apoptotic process,basement membrane,blood circulation,cell adhesion,cell proliferation,cell surface receptor signaling pathway,collagen catabolic process,collagen type IV trimer,collagen-activated tyrosine kinase receptor signaling pathway,endoplasmic reticulum,endoplasmic reticulum lumen,endothelial cell apoptotic process,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,glomerular basement membrane development,integrin binding,intracellular membrane-bounded organelle,metalloendopeptidase inhibitor activity,negative regulation of angiogenesis,negative regulation of cell proliferation,negative regulation of endopeptidase activity,protein binding,sensory perception of sound,structural molecule activityCollagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hematuria;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nephritis, Hereditary;Skin and Connective Tissue Diseases;Urination Disorders;Urogenital Abnormalities;Urologic DiseasesA=0, G=61 A=0.0, G=1.0 0.00001 921.835 61 A=0/0, G=48/13

chr2:228194570 A/A G A SNV MFF MFF:intronic:NM_020194.5 1 100 intronic NM_020194.5c.38+71G>Ap.? -1.26 Mitochondrial and peroxisomal fission factor Mffrs6706656 0.0396 YES Mitochondrial fission factorcell junction,integral component of membrane,integral component of mitochondrial membrane,mitochondrial fission,mitochondrial fragmentation involved in apoptotic process,mitochondrial fusion,mitochondrial outer membrane,mitochondrion,mitochondrion morphogenesis,peroxisome,peroxisome fission,positive regulation of mitochondrial fission,positive regulation of protein targeting to membrane,positive regulation of release of cytochrome c from mitochondria,protein binding,protein homodimerization activity,protein homooligomerization,protein targeting to mitochondrion,regulation of mitochondrion organization,regulation of peroxisome organization,release of cytochrome c from mitochondria,synaptic vesicleBrain Diseases;Brain Diseases, Metabolic;Central Nervous System Diseases;Metabolic Diseases;Mitochondrial Diseases;Mitochondrial Encephalomyopathies;Mitochondrial Myopathies;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic DiseasesG=0, A=66 G=0.0, A=1.0 0.00001 1015.38 66 G=0/0, A=40/26

chr2:228197368 G/G A G SNV MFF MFF:intronic:NM_020194.5 1 100 intronic NM_020194.5c.429+64A>Gp.? -1.66 Mitochondrial and peroxisomal fission factor Mffrs4500938 YES Mitochondrial fission factorcell junction,integral component of membrane,integral component of mitochondrial membrane,mitochondrial fission,mitochondrial fragmentation involved in apoptotic process,mitochondrial fusion,mitochondrial outer membrane,mitochondrion,mitochondrion morphogenesis,peroxisome,peroxisome fission,positive regulation of mitochondrial fission,positive regulation of protein targeting to membrane,positive regulation of release of cytochrome c from mitochondria,protein binding,protein homodimerization activity,protein homooligomerization,protein targeting to mitochondrion,regulation of mitochondrion organization,regulation of peroxisome organization,release of cytochrome c from mitochondria,synaptic vesicleBrain Diseases;Brain Diseases, Metabolic;Central Nervous System Diseases;Metabolic Diseases;Mitochondrial Diseases;Mitochondrial Encephalomyopathies;Mitochondrial Myopathies;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic DiseasesA=0, G=65 A=0.0, G=1.0 0.00001 996.452 65 A=0/0, G=24/41

chr1:204943362 C/T C T SNV NFASC NFASC:exonic:NM_001005388.2 1 57.14 13 synonymous NM_001005388.2c.1335C>T p.(=) 1.97 Bravo-like intracellular region,Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs147248519 0.0166 YES 1.164E-4 (pos.204943362) Neurofascin Schwann cell microvillus,axon guidance,axon initial segment,clustering of voltage-gated sodium channels,dendrite,extracellular exosome,ficolin-1-rich granule membrane,focal adhesion,heterotypic cell-cell adhesion,integral component of membrane,intracellular,myelin sheath,myelination,neutrophil degranulation,node of Ranvier,paranodal junction,paranodal junction assembly,paranode region of axon,peripheral nervous system development,plasma membrane,protein binding,protein binding involved in heterotypic cell-cell adhesion,protein domain specific binding,protein localization to juxtaparanode region of axon,protein localization to paranode region of axon,protein localization to plasma membrane,synapse organization,transmission of nerve impulseC=12, T=16 C=0.4286, T=0.5714 0.00001 161.768 28 C=4/8, T=6/10

chr2:228477814 G/C G C SNV C2orf83 C2orf83:intronic:NM_020161.3 1 46.51 intronic NM_020161.3c.191-1442C>Gp.? -0.7 Reduced folate carrierrs7586824 YES membrane,thiamine transmembrane transport G=23, C=20 G=0.5349, C=0.4651 0.00001 208.411 43 G=13/10, C=9/11

chr2:228973660 G/G A G SNV SPHKAP SPHKAP:intronic:NM_001142644.1 1 100 intronic NM_001142644.1c.139-5T>C p.? 0.83 0.04(COSM4415885),0.04(COSM4415886)A-kinase anchor protein 110 kDa (AKAP 110)rs7561798 0.4851 YES 6.835E-1 (pos.228973660)acute_myeloid_leukaemiaSPHK1 interactor, AKAP domain containingextracellular exosome,mitochondrion,protein binding,protein kinase A binding,regulation of protein kinase A signalingA=0, G=94 A=0.0, G=1.0 0.00001 1569.14 94 A=0/0, G=24/70

chr2:230223451 G/A G A SNV DNER DNER:intronic:NM_139072.3 1 45.45 intronic NM_139072.3c.2103-84C>Tp.? -0.34 Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGFrs57056068 YES Delta-and notch-like egf-related receptorNotch binding,Notch receptor processing,Notch signaling pathway,calcium ion binding,central nervous system development,clathrin binding,dendrite,early endosome,endocytosis,glial cell differentiation,integral component of membrane,neuron migration,neuronal cell body,plasma membrane,protein binding,skeletal muscle fiber development,synapse assembly,transmembrane signaling receptor activityDiabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesG=24, A=20 G=0.5455, A=0.4545 0.00001 211.735 44 G=6/18, A=5/15

chr2:230663576 T/T C T SNV TRIP12 TRIP12:intronic:NM_004238.2 1 100 intronic NM_004238.2c.3257+15G>Ap.? -2.54 HECT-domain (ubiquitin-transferase)rs6720868 0.3262 YES 2.238E-1 (pos.230663576) Thyroid hormone receptor interactor 12DNA repair,cellular response to DNA damage stimulus,cytoplasm,cytosol,embryo development,negative regulation of double-strand break repair,negative regulation of histone H2A K63-linked ubiquitination,nuclear speck,nucleoplasm,nucleus,protein binding,protein polyubiquitination,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,thyroid hormone receptor binding,ubiquitin protein ligase activity,ubiquitin-protein transferase activityC=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=6/21

chr1:204948659 A/G A G SNV NFASC NFASC:exonic:NM_001005388.2 1 50 19 synonymous NM_001005388.2c.2148A>G p.(=) -2.6 Bravo-like intracellular region,Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs6667532 0.1157 YES 8.239E-3 (pos.204948659) Neurofascin Schwann cell microvillus,axon guidance,axon initial segment,clustering of voltage-gated sodium channels,dendrite,extracellular exosome,ficolin-1-rich granule membrane,focal adhesion,heterotypic cell-cell adhesion,integral component of membrane,intracellular,myelin sheath,myelination,neutrophil degranulation,node of Ranvier,paranodal junction,paranodal junction assembly,paranode region of axon,peripheral nervous system development,plasma membrane,protein binding,protein binding involved in heterotypic cell-cell adhesion,protein domain specific binding,protein localization to juxtaparanode region of axon,protein localization to paranode region of axon,protein localization to plasma membrane,synapse organization,transmission of nerve impulseA=20, G=20 A=0.5, G=0.5 0.00001 214.328 40 A=6/14, G=8/12

chr18:77171061 G/G T G SNV NFATC1 NFATC1:exonic:NM_172387.2 1 100 2 synonymous NM_172387.2c.747T>G p.(=) -1.19 0.07(COSM3756222),0.07(COSM3756223)IPT/TIG domain,Rel homology DNA-binding domain,Rel homology dimerisation domainrs2230112 0.3014 YES 8.468E-1;0.0 (pos.77171061)adenocarcinoma,neoplasmNuclear factor of activated T cells, cytoplasmic, calcineurin-dependent 1DNA binding,DNA binding transcription factor activity,FK506 binding,Fc-epsilon receptor signaling pathway,RNA polymerase II distal enhancer sequence-specific DNA binding,RNA polymerase II transcription coactivator binding,RNA polymerase II transcription factor binding,Wnt signaling pathway, calcium modulating pathway,calcineurin-NFAT signaling cascade,cytoplasm,cytosol,intracellular signal transduction,mitogen-activated protein kinase p38 binding,negative regulation of Wnt signaling pathway,nuclear body,nuclear chromatin,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of transcription, DNA-templated,transcription factor activity, RNA polymerase II distal enhancer sequence-specific binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II distal enhancer sequence-specific bindingPseudoephedrine T=0, G=58 T=0.0, G=1.0 0.00001 867.382 58 T=0/0, G=33/25

chr14:24839083 C/C G C SNV NFATC4 NFATC4:exonic:NM_001136022.2 1 100 3 missense NM_001136022.2c.668G>C p.Gly223Ala 2.03 1 60 0.001 0.83(COSM4148052),0.83(COSM4148053),0.83(COSM4148054)IPT/TIG domain,Rel homology DNA-binding domain,Rel homology dimerisation domainrs2229309 0.414 YES 1.608E-1 (pos.24839083) neoplasm Nuclear factor of activated T cells, cytoplasmic, calcineurin-dependent 4DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,branching involved in blood vessel morphogenesis,calcineurin-NFAT signaling cascade,cellular respiration,cellular response to UV,cellular response to ionomycin,cellular response to lithium ion,cytosol,heart development,inflammatory response,intrinsic apoptotic signaling pathway in response to DNA damage,muscle cell development,negative regulation of Wnt signaling pathway,negative regulation of chromatin binding,negative regulation of dendrite morphogenesis,negative regulation of pri-miRNA transcription from RNA polymerase II promoter,negative regulation of protein binding,negative regulation of synapse maturation,nuclear speck,nucleus,peroxisome proliferator activated receptor binding,positive regulation of apoptotic signaling pathway,positive regulation of transcription from RNA polymerase II promoter,positive regulation of tumor necrosis factor production,protein binding,regulaG=0, C=55 G=0.0, C=1.0 0.00001 759.849 55 G=0/0, C=29/26

chr14:24843620 C/C T C SNV NFATC4 NFATC4:exonic:NM_001136022.2 1 100 7 synonymous NM_001136022.2c.2010T>C p.(=) -0.49 0.28(COSM4148058),0.28(COSM4148059),0.28(COSM4148060)IPT/TIG domain,Rel homology DNA-binding domain,Rel homology dimerisation domainrs2295298 0.3951 YES 1.441E-1 (pos.24843620) neoplasm Nuclear factor of activated T cells, cytoplasmic, calcineurin-dependent 4DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,branching involved in blood vessel morphogenesis,calcineurin-NFAT signaling cascade,cellular respiration,cellular response to UV,cellular response to ionomycin,cellular response to lithium ion,cytosol,heart development,inflammatory response,intrinsic apoptotic signaling pathway in response to DNA damage,muscle cell development,negative regulation of Wnt signaling pathway,negative regulation of chromatin binding,negative regulation of dendrite morphogenesis,negative regulation of pri-miRNA transcription from RNA polymerase II promoter,negative regulation of protein binding,negative regulation of synapse maturation,nuclear speck,nucleus,peroxisome proliferator activated receptor binding,positive regulation of apoptotic signaling pathway,positive regulation of transcription from RNA polymerase II promoter,positive regulation of tumor necrosis factor production,protein binding,regulaT=0, C=41 T=0.0, C=1.0 0.00001 652.72 41 T=0/0, C=17/24

chr2:231328696 T/T C T SNV SP100 SP100:intronic:NM_001080391.1 1 100 intronic NM_001080391.1c.1058-86C>Tp.? -0.85 Bromodomain,HSR domain,SAND domainrs2306274 YES Nuclear antigen SP100DNA binding,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,Mre11 complex,PML body,chromo shadow domain binding,cytoplasm,identical protein binding,interferon-gamma-mediated signaling pathway,kinase binding,maintenance of protein location,metal ion binding,negative regulation of DNA binding,negative regulation of DNA binding transcription factor activity,negative regulation of cellular component movement,negative regulation of endothelial cell migration,negative regulation of nucleic acid-templated transcription,negative regulation of protein export from nucleus,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,negative regulation of viral transcription,nuclear body,nuclear chromosome, telomeric region,nuclear periphery,nucleolus,nucleoplasm,nucleus,positive regulation of DNA binding transcription factor activity,positive regulation of transcription, DNA-templated,protein bindC=0, T=71 C=0.0, T=1.0 0.00001 1111.44 71 C=0/0, T=59/12

chr2:231334679 A/G A G SNV SP100 SP100:intronic:NM_001080391.1 1 57.45 intronic NM_001080391.1c.1346-51A>Gp.? -1.43 Bromodomain,HSR domain,SAND domainrs1678162 0.3245 YES 8.036E-2;0.0 (pos.231334679) Nuclear antigen SP100DNA binding,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,Mre11 complex,PML body,chromo shadow domain binding,cytoplasm,identical protein binding,interferon-gamma-mediated signaling pathway,kinase binding,maintenance of protein location,metal ion binding,negative regulation of DNA binding,negative regulation of DNA binding transcription factor activity,negative regulation of cellular component movement,negative regulation of endothelial cell migration,negative regulation of nucleic acid-templated transcription,negative regulation of protein export from nucleus,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,negative regulation of viral transcription,nuclear body,nuclear chromosome, telomeric region,nuclear periphery,nucleolus,nucleoplasm,nucleus,positive regulation of DNA binding transcription factor activity,positive regulation of transcription, DNA-templated,protein bindA=20, G=27 A=0.4255, G=0.5745 0.00001 326.534 47 A=14/6, G=16/11

chr4:103514658 C/C T C SNV NFKB1 NFKB1:exonic:NM_003998.3 1 100 12 synonymous NM_003998.3c.1143T>C p.(=) -7.54 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,Rel homology DNA-binding domain,Rel homology dimerisation domainrs1609993 0.0808 YES 9.99E-1;1.156E-4 (pos.103514658) Nuclear factor of kappa light chain gene enhancer in B-cells 1 (p105)DNA binding,DNA binding transcription factor activity,Fc-epsilon receptor signaling pathway,I-kappaB kinase/NF-kappaB signaling,I-kappaB/NF-kappaB complex,NIK/NF-kappaB signaling,RNA polymerase II distal enhancer sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,T cell receptor signaling pathway,actinin binding,apoptotic process,cellular response to dsRNA,cellular response to interleukin-1,cellular response to interleukin-6,cellular response to lipopolysaccharide,cellular response to mechanical stimulus,cellular response to nicotine,cellular response to peptide hormone stimulus,chromatin binding,cytoplasm,cytosol,extracellular region,identical protein binding,inflammatory response,innate immune response,membrane protein intracellular domain proteolysis,mitochondrion,negative regulation of apoptotic process,negative regulation of calcidiol 1-monooxygenase activity,negative regulation of cellular protein metabolic process,negative regulation of cholesterol transportAdenocarcinoma;Adnexal Diseases;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Brain Ischemia;Carcinogenesis;Carcinoma;Cardiovascular Diseases;Cell Transformation, Neoplastic;Central Nervous System Diseases;Cerebrovascular Disorders;Cholestasis;Cholestasis, Intrahepatic;Colitis;Colitis, Ulcerative;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Common Variable Immunodeficiency;Cysts;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Glucose Metabolism Disorders;Gonadal Disorders;Hyperoxaluria;Immune System Diseases;Immunologic Deficiency Syndromes;Inflammatory Bowel Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Failure, Chronic;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Male Urogenital Diseases;Mental DisordeAcetylsalicylic acid,Andrographolide,Custirsen,HE3286,NOX-700,P54,Pranlukast,SGN-30,Thalidomide,TriflusalT=0, C=56 T=0.0, C=1.0 0.00001 832.088 56 T=0/0, C=23/33

chr10:104160434 G/G A G SNV NFKB2 NFKB2:exonic:NM_001077494.3 1 100 17 synonymous NM_001077494.3c.1821A>G p.(=) -2.27 0.08(COSM4144306)Ankyrin repeat,Ankyrin repeats (3 copies),Death domain,Rel homology DNA-binding domain,Rel homology dimerisation domainrs4919634 1.00E-04 1.0 (pos.104160434) neoplasm Nuclear factor of kappa light chain gene enhancer in B-cells 2 (p49/p100); oncogene Lyt-10Bcl3/NF-kappaB2 complex,DNA binding,DNA binding transcription factor activity,I-kappaB kinase/NF-kappaB signaling,NIK/NF-kappaB signaling,RNA polymerase II core promoter proximal region sequence-specific DNA binding,aging,chromatin binding,cytoplasm,cytosol,extracellular matrix organization,follicular dendritic cell differentiation,germinal center formation,inflammatory response,innate immune response,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of NF-kappaB transcription factor activity,positive regulation of transcription from RNA polymerase II promoter,positive regulation of type I interferon production,protein binding,regulation of transcription, DNA-templated,response to cytokine,response to lipopolysaccharide,rhythmic process,spleen development,transcription coactivator activity,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingBrain Diseases;Central Nervous System Diseases;Common Variable Immunodeficiency;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System DiseasesAcetylsalicylic acid,Andrographolide,Custirsen,Glucosamine,HE3286,NOX-700,P54,SGN-30Benign A=0, G=43 A=0.0, G=1.0 0.00001 705.844 43 A=0/0, G=19/24

chr2:231860838 T/T C T SNV

SPATA3,SPA

TA3-AS1 SPATA3:upstream:NM_139073.3, SPATA3-AS1:upstream:NR_033879.11
100

intronic NR_033879.1, NM_139073.3c.-111C>T p.? -1.74 rs2271369 YES cellular_component,integral component of membrane,molecular_functionC=0, T=77 C=0.0, T=1.0 0.00001 1229.42 77 C=0/0, T=53/24

chr2:231860848 G/G A G SNV

SPATA3,SPA

TA3-AS1 SPATA3:utr_5:NM_139073.3, SPATA3-AS1:upstream:NR_033879.1 1
100

intronic NR_033879.1, NM_139073.3c.-101A>G p.? 2.3 Spermatogenesis-associated protein 3 familyrs6722863 YES cellular_component,integral component of membrane,molecular_functionA=0, G=76 A=0.0, G=1.0 0.00001 1209.53 76 A=0/0, G=51/25

chr2:232324780 G/G A G SNV

NCL,SNORD

82 NCL:intronic:NM_005381.2, SNORD82:downstream:NR_004398.1 1
100

intronic NM_005381.2, NR_004398.1c.1040+83T>Cp.? 0.56 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2442322 YES Nucleolin,Small nucleolar RNA, C/D box, 82DNA topoisomerase binding,RNA binding,angiogenesis,cell cortex,cellular response to epidermal growth factor stimulus,cellular response to leukemia inhibitory factor,cytoplasmic ribonucleoprotein granule,extracellular exosome,identical protein binding,intracellular ribonucleoprotein complex,mRNA 5'-UTR binding,membrane,negative regulation of translation,nucleolus,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription of nuclear large rRNA transcript from RNA polymerase I promoter,protein C-terminus binding,protein binding,telomeric DNA bindingCardiovascular Diseases;Heart Diseases;Myocardial Ischemia;Vascular DiseasesA=0, G=37 A=0.0, G=1.0 0.00001 582.912 37 A=0/0, G=28/9

chr2:232326801 T/T A T SNV NCL NCL:intronic:NM_005381.2 1 100 intronic NM_005381.2c.136-73T>Ap.? -2.06 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2595514 0.3368 YES 8.076E-1 (pos.232326801) Nucleolin DNA topoisomerase binding,RNA binding,angiogenesis,cell cortex,cellular response to epidermal growth factor stimulus,cellular response to leukemia inhibitory factor,cytoplasmic ribonucleoprotein granule,extracellular exosome,identical protein binding,intracellular ribonucleoprotein complex,mRNA 5'-UTR binding,membrane,negative regulation of translation,nucleolus,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription of nuclear large rRNA transcript from RNA polymerase I promoter,protein C-terminus binding,protein binding,telomeric DNA bindingCardiovascular Diseases;Heart Diseases;Myocardial Ischemia;Vascular DiseasesA=0, T=25 A=0.0, T=1.0 0.00001 353.019 25 A=0/0, T=14/11

chr14:35871217 A/A G A SNV NFKBIA NFKBIA:utr_3:NM_020529.2 1 100 6 utr_3 NM_020529.2c.956C>T p.? -0.36 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs8904 0.3692 YES 4.222E-1 (pos.35871217) Nuclear factor of kappa light chain gene enhancer in B-cells inhibitor, alphaFc-epsilon receptor signaling pathway,I-kappaB kinase/NF-kappaB signaling,I-kappaB/NF-kappaB complex,NF-kappaB binding,T cell receptor signaling pathway,apoptotic process,cellular response to cold,cellular response to organic cyclic compound,cytoplasm,cytoplasmic sequestering of NF-kappaB,cytoplasmic sequestering of transcription factor,cytosol,enzyme binding,heat shock protein binding,identical protein binding,intracellular,lipopolysaccharide-mediated signaling pathway,liver regeneration,negative regulation of DNA binding,negative regulation of NF-kappaB transcription factor activity,negative regulation of Notch signaling pathway,negative regulation of apoptotic process,negative regulation of lipid storage,negative regulation of macrophage derived foam cell differentiation,negative regulation of myeloid cell differentiation,nuclear localization sequence binding,nucleotide-binding oligomerization domain containing 1 signaling pathway,nucleotide-binding oligomerization domain containing 2 signaling pathway,nucAbnormalities, Multiple;Adenocarcinoma;Astrocytoma;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Ectodermal Dysplasia;Endocrine Gland Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Glioblastoma;Glioma;Gliosarcoma;Heart Diseases;Hemic and Lymphatic Diseases;Hodgkin Disease;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Injury;Lymphatic Diseases;Lymphoma;Lymphoproliferative Disorders;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neuroectodermal Tumors;Pancreatic DiAcetylsalicylic acidBenign G=0, A=27 G=0.0, A=1.0 0.00001 389.988 27 G=0/0, A=17/10

chr2:233757697 G/G A G SNV NGEF NGEF:exonic:NM_019850.2 1 100 7 synonymous NM_019850.2c.1053T>C p.(=) 0.37 PH domain,RhoGEF domain,SH3 domain,Variant SH3 domainrs895432 0.0435 YES 8.894E-1 (pos.233757697) Neuronal guanine nucleotide exchange factorG-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,cytosol,ephrin receptor signaling pathway,growth cone,guanyl-nucleotide exchange factor activity,membrane,negative regulation of dendritic spine morphogenesis,positive regulation of apoptotic process,regulation of GTPase activity,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transductionMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=6/21

chr2:233243660 C/C T C SNV ALPP ALPP:intronic:NM_001632.4 1 100 intronic NM_001632.4c.77-21T>C p.? 0.05 Alkaline phosphatasers2014448 0.0711 YES 9.192E-1 (pos.233243660) Alkaline phosphatase, placental (Regan isozyme)alkaline phosphatase activity,anchored component of membrane,cell surface,dephosphorylation,integral component of membrane,magnesium ion binding,plasma membrane,protein binding,zinc ion bindingMETHYL-PHOSPHONIC ACID MONO-(4-NITRO-PHENYL) ESTERT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=8/13

chr2:233245090 G/G A G SNV ALPP ALPP:intronic:NM_001632.4 1 100 intronic NM_001632.4c.793-40A>Gp.? -3.29 Alkaline phosphatasers2260307 YES 7.799E-1;0.0 (pos.233245090) Alkaline phosphatase, placental (Regan isozyme)alkaline phosphatase activity,anchored component of membrane,cell surface,dephosphorylation,integral component of membrane,magnesium ion binding,plasma membrane,protein binding,zinc ion bindingMETHYL-PHOSPHONIC ACID MONO-(4-NITRO-PHENYL) ESTERA=0, G=62 A=0.0, G=1.0 0.00001 940.32 62 A=0/0, G=37/25

chr5:177577919 AT/AT A AT INDEL NHP2 NHP2:exonic:NM_017838.3 1 100 3 frameshiftInsertion NM_017838.3c.305_306insAp.Asn102fs 0.08 Ribosomal protein L7Ae/L30e/S12e/Gadd45 family Nucleolar protein family A, member 2RNA binding,box H/ACA scaRNP complex,box H/ACA snoRNA binding,box H/ACA snoRNP complex,box H/ACA telomerase RNP complex,cleavage involved in rRNA processing,cytosolic large ribosomal subunit,maturation of LSU-rRNA,nuclear chromosome, telomeric region,nucleolus,nucleoplasm,positive regulation of telomerase RNA localization to Cajal body,protein binding,rRNA pseudouridine synthesis,small nucleolar ribonucleoprotein complex,snRNA pseudouridine synthesis,snoRNA binding,telomerase RNA binding,telomerase holoenzyme complex,telomere maintenance via telomerase,translationCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskeratosis Congenita;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesA=0, AT=47 A=0.0, AT=1.0 0.00001 518.267 47 A=0/0, AT=31/16

chr2:233322875 C/T C T SNV ALPI ALPI:intronic:NM_001631.4 1 50 intronic NM_001631.4c.991+33C>Tp.? -4.76 Alkaline phosphatasers2272421 0.163 YES 4.962E-2;0.0 (pos.233322875) Alkaline phosphatase, intestinalC-terminal protein lipidation,alkaline phosphatase activity,anchored component of membrane,dephosphorylation,digestion,extracellular region,integral component of membrane,magnesium ion binding,phosphatidic acid biosynthetic process,plasma membrane,protease binding,protein binding,zinc ion bindingMonopotassium phosphateC=8, T=13 C=0.381, T=0.619 0.00001 171.512 26 C=2/6, T=9/4

chr5:177577923 T/T C T SNV NHP2 NHP2:exonic:NM_017838.3 1 100 3 missense NM_017838.3c.302G>A p.Arg101Gln 2.6 0.15 43 0.004 0.88(COSM5881348)Ribosomal protein L7Ae/L30e/S12e/Gadd45 familyrs145890370 0.0101 0.0 (pos.177577923) rhabdomyosarcomaNucleolar protein family A, member 2RNA binding,box H/ACA scaRNP complex,box H/ACA snoRNA binding,box H/ACA snoRNP complex,box H/ACA telomerase RNP complex,cleavage involved in rRNA processing,cytosolic large ribosomal subunit,maturation of LSU-rRNA,nuclear chromosome, telomeric region,nucleolus,nucleoplasm,positive regulation of telomerase RNA localization to Cajal body,protein binding,rRNA pseudouridine synthesis,small nucleolar ribonucleoprotein complex,snRNA pseudouridine synthesis,snoRNA binding,telomerase RNA binding,telomerase holoenzyme complex,telomere maintenance via telomerase,translationCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskeratosis Congenita;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign/Likely benignC=0, T=51 C=0.0, T=1.0 0.00001 754.353 51 C=0/0, T=31/20

chr2:233350548 G/A G A SNV ECEL1 ECEL1:intronic:NM_004826.3 1 50 intronic NM_004826.3c.786+30C>Tp.? -0.64 Peptidase family M13rs113660447 0.1276 YES 1.088E-1 (pos.233350548) Endothelin-converting enzyme-like 1integral component of plasma membrane,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,neuropeptide signaling pathway,proteolysis,respiratory system processG=19, A=19 G=0.5, A=0.5 0.00001 192.147 38 G=7/12, A=1/18

chr2:233470843 A/A G A SNV EFHD1 1 100 intronic -0.8 rs7571133 YES 2.5E-1 (pos.233470843) EF-hand domain family, member D1Adenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Head and Neck Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesG=0, A=102 G=0.0, A=1.0 0.00001 1583.98 102 G=0/0, A=69/33

chr2:233470900 T/T TC T INDEL EFHD1 1 100 intronic 0.2, 0.1 rs200998017,rs55750809,rs796956145YES 6.173E-3 (pos.233470900) EF-hand domain family, member D1Adenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Head and Neck Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesTC=0, T=103TC=0.0, T=1.0 0.00001 1484.28 103 TC=0/0, T=68/35

chr2:233470931 G/G C G SNV EFHD1 1 100 intronic -0.6 rs10171498 YES 6.173E-3 (pos.233470931) EF-hand domain family, member D1Adenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Head and Neck Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesC=0, G=107 C=0.0, G=1.0 0.00001 1681.26 107 C=0/0, G=68/39

chr2:233641083 C/C G C SNV

GIGYF2,KCN

J13 KCNJ13:intronic:NM_002242.4, GIGYF2:intronic:NM_001103146.1 1
100

intronic NM_001103146.1, NM_002242.4c.533-10777G>C, c.-16+72C>Gp.?, p.? 0.02 GYF domain,Inward rectifier potassium channelrs737027 0.3686 YES 6.616E-1 (pos.233641083) GRB10-interacting GYF protein 2,Potassium inwardly-rectifying channel, subfamily J, member 13Golgi apparatus,RNA binding,adult locomotory behavior,cadherin binding,cellular protein metabolic process,cytoplasmic stress granule,cytosol,endoplasmic reticulum,endosome,feeding behavior,homeostasis of number of cells within a tissue,insulin-like growth factor receptor signaling pathway,integral component of membrane,integral component of plasma membrane,inward rectifier potassium channel activity,mRNA destabilization,membrane,mitotic G1 DNA damage checkpoint,multicellular organism growth,musculoskeletal movement,negative regulation of translation,neuromuscular process controlling balance,perikaryon,post-embryonic development,posttranscriptional gene silencing,potassium ion import,potassium ion transmembrane transport,potassium ion transport,proline-rich region binding,protein binding,protein complex,proximal dendrite,regulation of ion transmembrane transport,spinal cord motor neuron differentiationBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Eye Diseases;Eye Diseases, Hereditary;Leber Congenital Amaurosis;Mental Disorders;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Retinal Degeneration;Retinal Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=0, C=34 G=0.0, C=1.0 0.00001 524.186 34 G=0/0, C=17/17

chr6:138754323 G/G A G SNV NHSL1 NHSL1:exonic:NM_001144060.1 1 100 6 synonymous NM_001144060.1c.1159T>C p.(=) 0.99 NHS-like rs2327891 0.2093 YES 9.244E-1 (pos.138754323) membrane,motor neuron migration A=0, G=79 A=0.0, G=1.0 0.00001 1269.33 79 A=0/0, G=39/40

chr2:233925406 T/G T G SNV INPP5D INPP5D:intronic:NM_005541.4 1 46.88 intronic NM_005541.4c.134+84T>Gp.? -0.62 Endonuclease/Exonuclease/phosphatase family,SH2 domainrs34218488 YES Inositol polyphosphate-5-phosphatase, 145kDPTB domain binding,SH3 domain binding,T cell receptor signaling pathway,apoptotic process,cytoskeleton,cytosol,determination of adult lifespan,hydrolase activity,immunoglobulin mediated immune response,inositol phosphate metabolic process,inositol-1,3,4,5-tetrakisphosphate 5-phosphatase activity,inositol-polyphosphate 5-phosphatase activity,intracellular signal transduction,leukocyte migration,membrane raft,negative regulation of B cell proliferation,negative regulation of bone resorption,negative regulation of immune response,negative regulation of interleukin-6 biosynthetic process,negative regulation of monocyte differentiation,negative regulation of neutrophil differentiation,negative regulation of osteoclast differentiation,negative regulation of signal transduction,phosphate-containing compound metabolic process,phosphatidylinositol biosynthetic process,phosphatidylinositol dephosphorylation,phosphatidylinositol-3,4,5-trisphosphate 3-phosphatase activity,phosphatidylinositol-3,4,5-trisphosphate 5-phosphAlzheimer Disease;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Reperfusion Injury;Tauopathies;Vascular DiseasesT=34, G=30 T=0.5313, G=0.4688 0.00001 288.133 64 T=11/23, G=16/14

chr2:234054989 G/G T G SNV INPP5D INPP5D:intronic:NM_005541.4 1 100 intronic NM_005541.4c.747-24T>Gp.? -0.95 Endonuclease/Exonuclease/phosphatase family,SH2 domainrs36180605 0.4507 YES 6.89E-1 (pos.234054989) Inositol polyphosphate-5-phosphatase, 145kDPTB domain binding,SH3 domain binding,T cell receptor signaling pathway,apoptotic process,cytoskeleton,cytosol,determination of adult lifespan,hydrolase activity,immunoglobulin mediated immune response,inositol phosphate metabolic process,inositol-1,3,4,5-tetrakisphosphate 5-phosphatase activity,inositol-polyphosphate 5-phosphatase activity,intracellular signal transduction,leukocyte migration,membrane raft,negative regulation of B cell proliferation,negative regulation of bone resorption,negative regulation of immune response,negative regulation of interleukin-6 biosynthetic process,negative regulation of monocyte differentiation,negative regulation of neutrophil differentiation,negative regulation of osteoclast differentiation,negative regulation of signal transduction,phosphate-containing compound metabolic process,phosphatidylinositol biosynthetic process,phosphatidylinositol dephosphorylation,phosphatidylinositol-3,4,5-trisphosphate 3-phosphatase activity,phosphatidylinositol-3,4,5-trisphosphate 5-phosphAlzheimer Disease;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Reperfusion Injury;Tauopathies;Vascular DiseasesT=0, G=54 T=0.0, G=1.0 0.00001 798.148 54 T=0/0, G=31/23

chr2:234055004 C/C T C SNV INPP5D INPP5D:intronic:NM_005541.4 1 100 intronic NM_005541.4c.747-9T>C p.? -1.56 Endonuclease/Exonuclease/phosphatase family,SH2 domainrs36189208 0.4868 YES 8.135E-1 (pos.234055004) Inositol polyphosphate-5-phosphatase, 145kDPTB domain binding,SH3 domain binding,T cell receptor signaling pathway,apoptotic process,cytoskeleton,cytosol,determination of adult lifespan,hydrolase activity,immunoglobulin mediated immune response,inositol phosphate metabolic process,inositol-1,3,4,5-tetrakisphosphate 5-phosphatase activity,inositol-polyphosphate 5-phosphatase activity,intracellular signal transduction,leukocyte migration,membrane raft,negative regulation of B cell proliferation,negative regulation of bone resorption,negative regulation of immune response,negative regulation of interleukin-6 biosynthetic process,negative regulation of monocyte differentiation,negative regulation of neutrophil differentiation,negative regulation of osteoclast differentiation,negative regulation of signal transduction,phosphate-containing compound metabolic process,phosphatidylinositol biosynthetic process,phosphatidylinositol dephosphorylation,phosphatidylinositol-3,4,5-trisphosphate 3-phosphatase activity,phosphatidylinositol-3,4,5-trisphosphate 5-phosphAlzheimer Disease;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Reperfusion Injury;Tauopathies;Vascular DiseasesT=0, C=54 T=0.0, C=1.0 0.00001 798.136 54 T=0/0, C=31/23

chr14:52478315 G/G A G SNV NID2 NID2:exonic:NM_007361.3 1 100 17 synonymous NM_007361.3c.3507T>C p.(=) -0.73 Calcium-binding EGF domain,Complement Clr-like EGF-like,EGF domain,G2F domain,Human growth factor-like EGF,Low-density lipoprotein receptor repeat class B,Nidogen-like,Thyroglobulin type-1 repeatrs1051069 0.4581 YES 7.595E-1;0.0 (pos.52478315) Nidogen 2 basement membrane,basement membrane organization,calcium ion binding,cell adhesion,cell-matrix adhesion,collagen binding,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,plasma membrane,protein bindingA=0, G=52 A=0.0, G=1.0 0.00001 766.36 52 A=0/0, G=31/21

chr2:234130 G/G T G SNV SH3YL1 SH3YL1:intronic:NM_015677.3 1 100 intronic NM_015677.3c.404+30A>Cp.? 0.22 Las17-binding protein actin regulator,SH3 domain,Variant SH3 domainrs3748872 0.3439 YES 5.877E-1 (pos.234130) SH3 domain- and SYLF domain-containing protein 1phosphatase binding,phosphatidylinositol binding,phosphatidylinositol biosynthetic process,protein binding,regulation of ruffle assembly,ruffle membraneT=0, G=28 T=0.0, G=1.0 0.00001 408.717 28 T=0/0, G=17/11

chr2:234173503 A/A G A SNV ATG16L1 ATG16L1:intronic:NM_030803.6 1 100 intronic NM_030803.6c.390-35G>Ap.? -0.69 Autophagy protein 16 (ATG16),WD domain, G-beta repeatrs12994997,rs7675298300.4771 YES 0.0 (pos.234173490),3.325E-1 (pos.234173503)Autophagy 16-like 1GTPase binding,autophagosome,autophagosome assembly,autophagosome membrane,axoneme,cytosol,identical protein binding,macroautophagy,negative stranded viral RNA replication,pre-autophagosomal structure membrane,protein binding,protein homooligomerization,protein lipidation involved in autophagosome assembly,protein localization to pre-autophagosomal structure,protein transport,ubiquitin-like protein transferase activity,xenophagyCrohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesG=0, A=70 G=0.0, A=1.0 0.00001 1092.07 70 G=0/0, A=19/51

chr2:234235749 G/C G C SNV SAG SAG:intronic:NM_000541.4 1 59.09 intronic NM_000541.4c.436-18G>Cp.? -2.32 Arrestin (or S-antigen), C-terminal domain,Arrestin (or S-antigen), N-terminal domainrs2304774 0.4923 YES 3.927E-1 (pos.234235749) RING finger protein-7 (regulator of cullins 2; sensitive to apoptosis gene),S-antigen; retina and pineal gland (arrestin)cell surface receptor signaling pathway,cytosol,negative regulation of catalytic activity,opsin binding,phosphoprotein binding,photoreceptor inner segment,photoreceptor outer segment,protein phosphatase inhibitor activity,regulation of rhodopsin mediated signaling pathway,rhodopsin mediated signaling pathway,signal transduction,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Uveal Diseases;Uveitis;Vision DisordersBenign G=9, C=13 G=0.4091, C=0.5909 0.00001 122.568 22 G=3/6, C=5/8

chr2:234375944 C/T C T SNV DGKD DGKD:intronic:NM_152879.2 1 50 intronic NM_152879.2c.3424+95C>Tp.? 0.04 Diacylglycerol kinase accessory domain,Diacylglycerol kinase catalytic domain,PH domain,Phorbol esters/diacylglycerol binding domain (C1 domain),SAM domain (Sterile alpha motif)rs2305540 YES Diacylglycerol kinase, delta, 130kDATP binding,NAD+ kinase activity,cell growth,cytoplasm,cytoplasmic vesicle,cytosol,diacylglycerol binding,diacylglycerol kinase activity,diacylglycerol metabolic process,endocytosis,epidermal growth factor receptor signaling pathway,identical protein binding,intracellular,intracellular signal transduction,lipid phosphorylation,metal ion binding,multicellular organism development,nucleus,phosphorylation,plasma membrane,platelet activation,protein binding,protein heterodimerization activity,protein homodimerization activity,protein homooligomerization,protein kinase C-activating G-protein coupled receptor signaling pathway,protein transport,response to organic substance,second-messenger-mediated signaling,signal transductionPhosphatidyl serine C=14, T=14 C=0.5, T=0.5 0.00001 130.633 28 C=8/6, T=9/5

chr14:52496407 T/T C T SNV NID2 NID2:exonic:NM_007361.3 1 100 10 synonymous NM_007361.3c.2259G>A p.(=) -2.62 Calcium-binding EGF domain,Complement Clr-like EGF-like,EGF domain,G2F domain,Human growth factor-like EGF,Low-density lipoprotein receptor repeat class B,Nidogen-like,Thyroglobulin type-1 repeatrs2273431 0.0871 YES 9.776E-1 (pos.52496407) Nidogen 2 basement membrane,basement membrane organization,calcium ion binding,cell adhesion,cell-matrix adhesion,collagen binding,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,plasma membrane,protein bindingC=0, T=43 C=0.0, T=1.0 0.00001 705.768 43 C=0/0, T=30/13

chr2:234449462 C/C T C SNV USP40 USP40:intronic:NM_018218.2 1 100 intronic NM_018218.2c.1099-50A>Gp.? -0.74 Ubiquitin carboxyl-terminal hydrolasers1545525,rs758027271 0.213 YES 8.701E-1;0.0 (pos.234449462) Ubiquitin-specific protease 40protein deubiquitination,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processT=0, C=63 T=0.0, C=1.0 0.00001 958.913 63 T=0/0, C=22/41

chr14:52520853 G/G A G SNV NID2 NID2:exonic:NM_007361.3 1 100 4 synonymous NM_007361.3c.954T>C p.(=) -0.44 Calcium-binding EGF domain,Complement Clr-like EGF-like,EGF domain,G2F domain,Human growth factor-like EGF,Low-density lipoprotein receptor repeat class B,Nidogen-like,Thyroglobulin type-1 repeatrs904059 1.00E-04 1.0 (pos.52520853) Nidogen 2 basement membrane,basement membrane organization,calcium ion binding,cell adhesion,cell-matrix adhesion,collagen binding,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,plasma membrane,protein bindingA=0, G=33 A=0.0, G=1.0 0.00001 504.41 33 A=0/0, G=25/8

chr14:52535648 T/T G T SNV NID2 NID2:exonic:NM_007361.3 1 100 1 missense NM_007361.3c.65C>A p.Pro22Gln 0.36 0.31 76 0.002 0.14(COSM4148128)Calcium-binding EGF domain,Complement Clr-like EGF-like,EGF domain,G2F domain,Human growth factor-like EGF,Low-density lipoprotein receptor repeat class B,Nidogen-like,Thyroglobulin type-1 repeatrs3920038,rs748077936 0.1346 YES 0.0;0.0 (pos.52535646),9.993E-1 (pos.52535648)neoplasm Nidogen 2 basement membrane,basement membrane organization,calcium ion binding,cell adhesion,cell-matrix adhesion,collagen binding,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,plasma membrane,protein bindingG=0, T=25 G=0.0, T=1.0 0.00001 353.019 25 G=0/0, T=10/15

chr2:234753008 A/A G A SNV HJURP HJURP:intronic:NM_018410.4 1 100 intronic NM_018410.4c.496-79C>Tp.? -1.08 Centromere protein Scm3,Holliday junction recognition protein-associated repeat,Holliday junction regulator protein family C-terminal repeatrs169925 YES Holliday junction recognition proteinCENP-A containing nucleosome assembly,DNA binding,cell cycle,chromosome segregation,chromosome, centromeric region,condensed chromosome kinetochore,cytosol,histone binding,identical protein binding,mitochondrion,nucleolus,nucleoplasm,nucleus,protein binding,regulation of DNA binding,regulation of protein complex assemblyAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, A=24 G=0.0, A=1.0 0.00001 334.497 24 G=0/0, A=8/16

chr2:234754506 G/A G A SNV HJURP HJURP:intronic:NM_018410.4 1 58.33 intronic NM_018410.4c.403-40C>Tp.? 0.51 Centromere protein Scm3,Holliday junction recognition protein-associated repeat,Holliday junction regulator protein family C-terminal repeatrs2302155 0.4893 YES 3.763E-1 (pos.234754506) Holliday junction recognition proteinCENP-A containing nucleosome assembly,DNA binding,cell cycle,chromosome segregation,chromosome, centromeric region,condensed chromosome kinetochore,cytosol,histone binding,identical protein binding,mitochondrion,nucleolus,nucleoplasm,nucleus,protein binding,regulation of DNA binding,regulation of protein complex assemblyAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=20, A=28 G=0.4167, A=0.5833 0.00001 342.458 48 G=8/12, A=10/18

chr2:234890391 G/T G T SNV TRPM8 TRPM8:intronic:NM_024080.4 1 45.45 intronic NM_024080.4c.2448-27G>Tp.? -0.96 Ion transport proteinrs6708995 0.4827 YES 5.127E-1 (pos.234890391) Transient receptor potential cation channel, subfamily M, member 8calcium channel activity,calcium ion transmembrane transport,cation transport,cellular calcium ion homeostasis,detection of temperature stimulus,endoplasmic reticulum membrane,external side of plasma membrane,integral component of membrane,ion channel activity,ion transmembrane transport,membrane raft,plasma membrane,protein binding,protein homodimerization activity,protein homotetramerization,protein homotrimerization,response to cold,sensory perception of temperature stimulus,thermoceptionBrain Diseases;Central Nervous System Diseases;Headache Disorders;Headache Disorders, Primary;Migraine Disorders;Migraine with Aura;Migraine without Aura;Nervous System DiseasesMenthol G=36, T=30 G=0.5455, T=0.4545 0.00001 285.779 66 G=21/15, T=17/13

chr14:51204996 T/T C T SNV NIN NIN:exonic:NM_020921.3 1 100 27 synonymous NM_020921.3c.5637G>A p.(=) -0.73 rs11376 0.4827 YES 3.323E-1 (pos.51204996) Ninein GTP binding,calcium ion binding,centriolar subdistal appendage,centriole,centriole-centriole cohesion,centrosome,centrosome localization,centrosome-templated microtubule nucleation,ciliary transition fiber,microtubule anchoring at centrosome,microtubule minus-end,mitotic spindle,mitotic spindle pole,nucleolus,nucleus,pericentriolar material,protein binding,protein localization,spindle poleAutoimmune Diseases;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Immune System Diseases;Kidney Diseases;Lupus Erythematosus, Systemic;Lupus Nephritis;Male Urogenital Diseases;Nephritis;Skin and Connective Tissue Diseases;Urologic DiseasesLikely benign C=0, T=44 C=0.0, T=1.0 0.00001 726.506 44 C=0/0, T=19/25

chr14:51223789 T/T C T SNV NIN NIN:exonic:NM_020921.3 1 100 18 missense NM_020921.3c.3959G>A p.Gly1320Glu 4 1 98 0 0.07(COSM5428255),0.07(COSM5428256),0.07(COSM5428257),0.07(COSM5428258)rs2073347,rs766808584 0.2384 YES 0.0 (pos.51223787),6.682E-1 (pos.51223789)acute_myeloid_leukaemiaNinein GTP binding,calcium ion binding,centriolar subdistal appendage,centriole,centriole-centriole cohesion,centrosome,centrosome localization,centrosome-templated microtubule nucleation,ciliary transition fiber,microtubule anchoring at centrosome,microtubule minus-end,mitotic spindle,mitotic spindle pole,nucleolus,nucleus,pericentriolar material,protein binding,protein localization,spindle poleAutoimmune Diseases;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Immune System Diseases;Kidney Diseases;Lupus Erythematosus, Systemic;Lupus Nephritis;Male Urogenital Diseases;Nephritis;Skin and Connective Tissue Diseases;Urologic DiseasesBenign C=0, T=33 C=0.0, T=1.0 0.00001 504.598 33 C=0/0, T=23/10

chr3:52510592 A/A G A SNV NISCH NISCH:exonic:NM_007184.3 1 100 8 missense NM_007184.3c.895G>A p.Val299Ile 5.75 1 29 0.001 0.18(COSM4158216),0.18(COSM4158217)PX domain rs9856575 0.0207 YES 1.0 (pos.52510592) neoplasm Nischarin Rac protein signal transduction,actin cytoskeleton organization,apoptotic process,cytosol,early endosome,glucose metabolic process,identical protein binding,integrin binding,membrane,negative regulation of cell migration,norepinephrine secretion,phosphatidylinositol binding,plasma membrane,protein binding,recycling endosome,regulation of blood pressure,regulation of synaptic transmission, GABAergicArrhythmias, Cardiac;Bradycardia;Cardiovascular Diseases;Heart Diseases;Hypotension;Vascular DiseasesAgmatine,Moxonidine,TizanidineG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=15/11



chr6:28227436 A/G A G SNV NKAPL NKAPL:exonic:NM_001007531.2 1 51.85 1 missense NM_001007531.2c.287A>G p.Tyr96Cys -0.09 194 0.09(COSM3761753)NF-kappa-B-activating protein,Ras-induced vulval development antagonistrs12000 0.2043 YES 4.365E-1 (pos.28227436) adenocarcinoma,carcinoma,ductal_carcinomaNotch signaling pathway,cell differentiation,chromatin binding,negative regulation of transcription, DNA-templated,nucleus,spermatogenesis,transcription, DNA-templatedMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=13, G=14 A=0.4815, G=0.5185 0.00001 132.665 27 A=8/5, G=8/6

chr10:134598628 G/G A G SNV NKX6-2 NKX6-2:exonic:NM_177400.2 1 100 3 missense NM_177400.2c.626T>C p.Val209Ala 4.86 1 64 0 0.08(COSM4144514)Homeobox domainrs2804003 0.0624 YES 9.999E-1 (pos.134598628)neoplasm NK6 transcription factor related, locus 2 (Drosophila)DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,central nervous system myelination,endocrine pancreas development,negative regulation of cell fate commitment,negative regulation of glial cell differentiation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,neuromuscular process controlling balance,nucleus,positive regulation of cell fate commitment,positive regulation of glial cell differentiation,regulation of myelination,regulation of transcription from RNA polymerase II promoter involved in spinal cord motor neuron fate specification,regulation of transcription from RNA polymerase II promoter involved in ventral spinal cord interneuron specification,regulation of transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific bindingA=0, G=36 A=0.0, G=1.0 0.00001 563.744 36 A=0/0, G=10/26

chr16:3602227 A/A AG A INDEL NLRC3 NLRC3:splicesite_3:NM_178844.3 1 100 11 splicesite NM_178844.3 3.84, 0.61 Leucine Rich repeat,NACHT domainrs201180592,rs398078461,rs56070390,rs796086799,rs8665953513.00E-04 YES 1.0 (pos.3602227) astrocytoma_Grade_IV,basal_cell_carcinomaNLR family, Caspase recruitment domain-containing 3ATP binding,I-kappaB kinase/NF-kappaB signaling,T cell activation,cytoplasm,cytosol,microtubule organizing center,molecular_function,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of NF-kappaB transcription factor activity,negative regulation of NIK/NF-kappaB signaling,negative regulation of NLRP3 inflammasome complex assembly,negative regulation of cytokine production involved in inflammatory response,negative regulation of epithelial cell proliferation,negative regulation of fibroblast proliferation,negative regulation of inflammatory response,negative regulation of innate immune response,negative regulation of interferon-alpha production,negative regulation of interferon-beta production,negative regulation of interleukin-6 production,negative regulation of phosphatidylinositol 3-kinase signaling,negative regulation of tumor necrosis factor production,perinuclear region of cytoplasm,phosphatidylinositol 3-kinase regulatory subunit binding,protein bindingAG=0, A=68 AG=0.0, A=1.0 0.00001 1030.3 68 AG=0/0, A=41/27

chr16:3613150 G/G A G SNV NLRC3 NLRC3:exonic:NM_178844.3 1 100 5 synonymous NM_178844.3c.1788T>C p.(=) -1.04 0.01(COSM3749366),0.01(COSM3749367)Leucine Rich repeat,NACHT domainrs8044743 0.4921 YES 8.447E-1 (pos.3613150) adenocarcinomaNLR family, Caspase recruitment domain-containing 3ATP binding,I-kappaB kinase/NF-kappaB signaling,T cell activation,cytoplasm,cytosol,microtubule organizing center,molecular_function,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of NF-kappaB transcription factor activity,negative regulation of NIK/NF-kappaB signaling,negative regulation of NLRP3 inflammasome complex assembly,negative regulation of cytokine production involved in inflammatory response,negative regulation of epithelial cell proliferation,negative regulation of fibroblast proliferation,negative regulation of inflammatory response,negative regulation of innate immune response,negative regulation of interferon-alpha production,negative regulation of interferon-beta production,negative regulation of interleukin-6 production,negative regulation of phosphatidylinositol 3-kinase signaling,negative regulation of tumor necrosis factor production,perinuclear region of cytoplasm,phosphatidylinositol 3-kinase regulatory subunit binding,protein bindingA=0, G=41 A=0.0, G=1.0 0.00001 664.7 41 A=0/0, G=21/20

chr19:56321414 A/A C A SNV NLRP11 NLRP11:exonic:NM_145007.3 1 100 5 missense NM_145007.3c.562G>T p.Ala188Ser 0.83 0.51 99 0 Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs299163 0.0658 YES 1.0 (pos.56321414) ATP binding,RNA binding,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced ascorbate as one donor, and incorporation of one atom of oxygenC=0, A=31 C=0.0, A=1.0 0.00001 465.818 31 C=0/0, A=17/14

chr11:7059960 C/C A C SNV NLRP14 NLRP14:exonic:NM_176822.3 1 100 2 missense NM_176822.3c.143A>C p.Asn48Thr -0.13 1 65 0 Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs12801277 5.00E-04 YES 1.0 (pos.7059960) ATP binding,cell differentiation,multicellular organism development,spermatogenesisA=0, C=40 A=0.0, C=1.0 0.00001 644.286 40 A=0/0, C=25/15

chr11:7063755 T/T C T SNV NLRP14 NLRP14:exonic:NM_176822.3 1 100 4 synonymous NM_176822.3c.498C>T p.(=) 0.13 Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs7123944 0.0023 YES 1.0 (pos.7063755) ATP binding,cell differentiation,multicellular organism development,spermatogenesisC=0, T=73 C=0.0, T=1.0 0.00001 1140.19 73 C=0/0, T=40/33

chr11:7071031 A/A G A SNV NLRP14 NLRP14:exonic:NM_176822.3 1 100 6 synonymous NM_176822.3c.2253G>A p.(=) 0.47 Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs1552726 0.0012 YES 1.0 (pos.7071031) ATP binding,cell differentiation,multicellular organism development,spermatogenesisG=0, A=23 G=0.0, A=1.0 0.00001 316.746 23 G=0/0, A=10/13

chr19:55494881 C/G C G SNV NLRP2 NLRP2:exonic:NM_001174081.2 1 50 6 synonymous NM_001174081.2c.1815C>G p.(=) -5.36 0(COSM3757224),0(COSM4472941)Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs11672113 0.3744 YES 2.44E-1;0.0;0.0 (pos.55494881)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,squamous_cell_carcinomaATP binding,Golgi apparatus,Pyrin domain binding,apoptotic process,cytoplasm,cytosol,inflammatory response,innate immune response,intracellular membrane-bounded organelle,negative regulation of NF-kappaB transcription factor activity,nuclear chromosome, telomeric region,positive regulation of cysteine-type endopeptidase activity involved in apoptotic process,positive regulation of interleukin-1 beta secretion,protein bindingC=35, G=35 C=0.5, G=0.5 0.00001 355.229 70 C=24/11, G=24/11

chr2:241452198 T/C T C SNV ANKMY1 ANKMY1:intronic:NM_016552.4 1 50 intronic NM_016552.4c.1878+21A>Gp.? 0.39 Ankyrin repeat,Ankyrin repeats (3 copies),MORN repeat,MYND fingerrs12695025 0.338 YES 7.702E-1 (pos.241452198) metal ion binding T=13, C=13 T=0.5, C=0.5 0.00001 117.269 26 T=8/5, C=5/8

chr2:241680802 G/A G A SNV KIF1A KIF1A:intronic:NM_001244008.1 1 57.14 intronic NM_001244008.1c.3641-8C>Tp.? 1.96 0.08(COSM5763210),0.08(COSM5763211)FHA domain,Kinesin motor domain,Kinesin protein,Kinesin protein 1B,Kinesin-associated,Microtubule binding,PH domainrs56024577 0.2506 YES 5.409E-1;0.0 (pos.241680802)adenocarcinomaKinesin family member 1AATP binding,ATPase activity,anterograde axonal transport,axon cytoplasm,cytosol,dendrite,identical protein binding,interkinetic nuclear migration,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,motor activity,neuronal cell body,postsynapse,protein homodimerization activity,protein transport along microtubule,synaptic vesicleCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hereditary Sensory and Autonomic Neuropathies;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Metabolic Diseases;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Paralysis;Paraplegia;Peripheral Nervous System Diseases;Polyneuropathies;Spastic Paraplegia, HereditaryAdenosine-5'-Beta, Gamma-MethyleneTriphosphate,Phosphoaminophosphonic Acid-Adenylate EsterLikely benign G=9, A=12 G=0.4286, A=0.5714 0.00001 109.094 21 G=1/8, A=2/10

chr2:242007541 C/T C T SNV SNED1 SNED1:intronic:NM_001080437.2 1 45.83 intronic NM_001080437.2c.3194+179C>Tp.? -0.63 Calcium-binding EGF domain,EGF-like domain,Fibronectin type III domain,Human growth factor-like EGF,Nidogen-likers62186648 YES SUSHI, NIDOGEN, and EGF-like domains protein 1calcium ion binding,cell-matrix adhesion,extracellular exosomeC=13, T=11 C=0.5417, T=0.4583 0.00001 93.4446 24 C=8/5, T=1/10

chr2:242142737 C/C T C SNV ANO7 ANO7:intronic:NM_001001891.3 1 100 intronic NM_001001891.3c.886-11T>Cp.? 0.57 Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs1179530 5.00E-04 1.0 (pos.242142737) calcium activated galactosylceramide scrambling,calcium activated phosphatidylcholine scrambling,calcium activated phosphatidylserine scrambling,calcium activated phospholipid scrambling,cell junction,chloride transmembrane transport,chloride transport,cytosol,endoplasmic reticulum,integral component of membrane,intracellular,intracellular calcium activated chloride channel activity,ion transmembrane transport,lipid transport,nucleus,phospholipid scramblase activity,plasma membrane,protein dimerization activityT=0, C=54 T=0.0, C=1.0 0.00001 798.043 54 T=0/0, C=29/25

chr2:242142921 C/T C T SNV ANO7 ANO7:intronic:NM_001001891.3 1 50 intronic NM_001001891.3c.1051+8C>Tp.? -1.18 Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs77640154 0.0061 YES 3.326E-1 (pos.242142921) calcium activated galactosylceramide scrambling,calcium activated phosphatidylcholine scrambling,calcium activated phosphatidylserine scrambling,calcium activated phospholipid scrambling,cell junction,chloride transmembrane transport,chloride transport,cytosol,endoplasmic reticulum,integral component of membrane,intracellular,intracellular calcium activated chloride channel activity,ion transmembrane transport,lipid transport,nucleus,phospholipid scramblase activity,plasma membrane,protein dimerization activityC=11, T=12 C=0.4783, T=0.5217 0.00001 114.918 24 C=10/1, T=4/8

chr2:242143012 G/A G A SNV ANO7 ANO7:intronic:NM_001001891.3 1 59.09 intronic NM_001001891.3c.1051+99G>Ap.? -2.18 Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs190698845 calcium activated galactosylceramide scrambling,calcium activated phosphatidylcholine scrambling,calcium activated phosphatidylserine scrambling,calcium activated phospholipid scrambling,cell junction,chloride transmembrane transport,chloride transport,cytosol,endoplasmic reticulum,integral component of membrane,intracellular,intracellular calcium activated chloride channel activity,ion transmembrane transport,lipid transport,nucleus,phospholipid scramblase activity,plasma membrane,protein dimerization activityG=9, A=13 G=0.4091, A=0.5909 0.00001 122.554 22 G=7/2, A=4/9

chr2:242149073 A/A G A SNV ANO7 ANO7:intronic:NM_001001891.3 1 100 intronic NM_001001891.3c.1521+23G>Ap.? -0.19 Calcium-activated chloride channel,Dimerisation domain of Ca+-activated chloride-channel, anoctaminrs10192730,rs1055694066,rs386657138,rs5305549170.2713 YES 0.0 (pos.242149071),4.594E-1 (pos.242149073) calcium activated galactosylceramide scrambling,calcium activated phosphatidylcholine scrambling,calcium activated phosphatidylserine scrambling,calcium activated phospholipid scrambling,cell junction,chloride transmembrane transport,chloride transport,cytosol,endoplasmic reticulum,integral component of membrane,intracellular,intracellular calcium activated chloride channel activity,ion transmembrane transport,lipid transport,nucleus,phospholipid scramblase activity,plasma membrane,protein dimerization activityG=0, A=27 G=0.0, A=1.0 0.00001 389.984 27 G=0/0, A=18/9

chr1:247587531 G/G A G SNV NLRP3 NLRP3:exonic:NM_001079821.2 1 100 5 synonymous NM_001079821.2c.786A>G p.(=) -0.16 Fish-specific NACHT associated domain,Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs4925543 0.0464 YES 9.986E-1 (pos.247587531) NLR family, pyrin domain containing 3ATP binding,NLRP3 inflammasome complex,NLRP3 inflammasome complex assembly,activation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic process,cellular response to lipopolysaccharide,cellular response to peptidoglycan,cytokine secretion involved in immune response,cytoplasm,cytosol,defense response,defense response to Gram-positive bacterium,defense response to virus,detection of biotic stimulus,endoplasmic reticulum,extracellular region,identical protein binding,inflammatory response,innate immune response,interleukin-1 beta production,interleukin-1 secretion,interleukin-18 production,negative regulation of NF-kappaB import into nucleus,negative regulation of NF-kappaB transcription factor activity,negative regulation of acute inflammatory response,negative regulation of inflammatory response,negative regulation of interleukin-1 beta secretion,nucleus,peptidoglycan binding,positive regulation of NF-kappaB transcription factor activity,positive regulation of T-helper 17 cell difAnaphylaxis;Autoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Crohn Disease;Cryopyrin-Associated Periodic Syndromes;Digestive System Diseases;Drug Hypersensitivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Food Hypersensitivity;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hereditary Autoinflammatory Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urologic DiseasesBenign A=0, G=72 A=0.0, G=1.0 0.00001 1130.05 72 A=0/0, G=53/19

chr1:247587408 C/T C T SNV NLRP3 NLRP3:exonic:NM_001079821.2 1 57.58 5 synonymous NM_001079821.2c.663C>T p.(=) -10.31 0(COSM5426724)Fish-specific NACHT associated domain,Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs7525979 0.0617 YES 1.469E-1;0.0 (pos.247587408)acute_myeloid_leukaemia,carcinomaNLR family, pyrin domain containing 3ATP binding,NLRP3 inflammasome complex,NLRP3 inflammasome complex assembly,activation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic process,cellular response to lipopolysaccharide,cellular response to peptidoglycan,cytokine secretion involved in immune response,cytoplasm,cytosol,defense response,defense response to Gram-positive bacterium,defense response to virus,detection of biotic stimulus,endoplasmic reticulum,extracellular region,identical protein binding,inflammatory response,innate immune response,interleukin-1 beta production,interleukin-1 secretion,interleukin-18 production,negative regulation of NF-kappaB import into nucleus,negative regulation of NF-kappaB transcription factor activity,negative regulation of acute inflammatory response,negative regulation of inflammatory response,negative regulation of interleukin-1 beta secretion,nucleus,peptidoglycan binding,positive regulation of NF-kappaB transcription factor activity,positive regulation of T-helper 17 cell difAnaphylaxis;Autoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Crohn Disease;Cryopyrin-Associated Periodic Syndromes;Digestive System Diseases;Drug Hypersensitivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Food Hypersensitivity;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hereditary Autoinflammatory Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urologic DiseasesBenign C=14, T=19 C=0.4242, T=0.5758 0.00001 204.394 33 C=13/1, T=16/3

chr2:242206956 T/T C T SNV HDLBP HDLBP:intronic:NM_203346.4 1 100 intronic NM_203346.4c.-36-635G>Ap.? -0.01 KH domain rs35334418 YES 9.924E-1 (pos.242206956) High-density lipoprotein-binding proteinRNA binding,cadherin binding,cholesterol metabolic process,cytosol,high-density lipoprotein particle,high-density lipoprotein particle clearance,lipid binding,lipid transport,nucleus,plasma membrane,protein bindingAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersC=0, T=31 C=0.0, T=1.0 0.00001 465.818 31 C=0/0, T=24/7

chr19:56565164 A/A G A SNV NLRP5 NLRP5:exonic:NM_153447.4 1 100 13 missense NM_153447.4c.3289G>A p.Ala1097Thr -0.25 0.5 58 0 0(COSM5445672)Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs3103057 0.0208 YES 7.987E-1 (pos.56565164) squamous_cell_carcinoma ATP binding,animal organ morphogenesis,apical cortex,cellular protein complex assembly,cellular protein localization,cytosol,embryo implantation,fertilization,in utero embryonic development,mitochondrion,neuron death,nucleolus,protein complex,regulation of RNA stability,regulation of protein stabilityG=0, A=53 G=0.0, A=1.0 0.00001 782.011 53 G=0/0, A=28/25

chr2:242593114 A/G A G SNV ATG4B ATG4B:intronic:NM_013325.4 1 45.45 intronic NM_013325.4c.283+89A>Gp.? -0.59 Peptidase family C54rs4567973 YES Autophagy 4, S. cerevisiae, homolog of, BC-terminal protein lipidation,autophagosome assembly,autophagy,autophagy of mitochondrion,autophagy of nucleus,cysteine-type endopeptidase activity,cysteine-type peptidase activity,cytoplasm,cytosol,endopeptidase activity,macroautophagy,positive regulation of protein catabolic process,protein binding,protein delipidation,protein targeting to membrane,protein transport,proteolysisA=34, G=30 A=0.5313, G=0.4688 0.00001 314.756 66 A=2/32, G=3/27

chr2:242606036 C/C G C SNV ATG4B ATG4B:intronic:NM_013325.4 1 100 intronic NM_013325.4c.539-24G>Cp.? -0.86 Peptidase family C54rs6709768 0.419 YES 2.478E-1;0.0 (pos.242606036) Autophagy 4, S. cerevisiae, homolog of, BC-terminal protein lipidation,autophagosome assembly,autophagy,autophagy of mitochondrion,autophagy of nucleus,cysteine-type endopeptidase activity,cysteine-type peptidase activity,cytoplasm,cytosol,endopeptidase activity,macroautophagy,positive regulation of protein catabolic process,protein binding,protein delipidation,protein targeting to membrane,protein transport,proteolysisG=0, C=25 G=0.0, C=1.0 0.00001 352.932 25 G=0/0, C=8/17

chr19:56539240 C/T C T SNV NLRP5 NLRP5:exonic:NM_153447.4 1 98.36 7 synonymous NM_153447.4c.1641C>T p.(=) -0.42 0.01(COSM148765),0.01(COSM4000985)Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs397977 0.451 YES 3.499E-1 (pos.56539240) acute_myeloid_leukaemia,adenocarcinomaATP binding,animal organ morphogenesis,apical cortex,cellular protein complex assembly,cellular protein localization,cytosol,embryo implantation,fertilization,in utero embryonic development,mitochondrion,neuron death,nucleolus,protein complex,regulation of RNA stability,regulation of protein stabilityC=1, T=60 C=0.0164, T=0.9836 0.00001 889.16 61 C=1/0, T=29/31

chr11:280221 C/C A C SNV NLRP6 NLRP6:exonic:NM_138329.2 1 100 4 missense NM_138329.2c.487A>C p.Met163Leu 1.17 1 15 0 0(COSM3752313)NACHT domain,PAAD/DAPIN/Pyrin domainrs6421985 0.1024 YES 2.39E-1 (pos.280221) adenocarcinoma,carcinomaATP binding,G-protein coupled receptor signaling pathway,inflammasome complex,inflammatory response,innate immune response,negative regulation of ERK1 and ERK2 cascade,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of inflammatory response to antigenic stimulus,negative regulation of toll-like receptor signaling pathway,nuclear membrane,plasma membrane,regulation of autophagy,regulation of inflammatory response,regulation of mucus secretion,response to bacterium,vasopressin receptor activity,wound healingA=0, C=51 A=0.0, C=1.0 0.00001 752.93 51 A=0/0, C=44/7

chr11:280673 T/T C T SNV NLRP6 NLRP6:exonic:NM_138329.2 1 100 4 synonymous NM_138329.2c.939C>T p.(=) -0.74 0.07(COSM4145640)NACHT domain,PAAD/DAPIN/Pyrin domainrs12807092 0.1418 YES 3.929E-1 (pos.280673) neoplasm ATP binding,G-protein coupled receptor signaling pathway,inflammasome complex,inflammatory response,innate immune response,negative regulation of ERK1 and ERK2 cascade,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of inflammatory response to antigenic stimulus,negative regulation of toll-like receptor signaling pathway,nuclear membrane,plasma membrane,regulation of autophagy,regulation of inflammatory response,regulation of mucus secretion,response to bacterium,vasopressin receptor activity,wound healingC=0, T=21 C=0.0, T=1.0 0.00001 281.218 21 C=0/0, T=15/6

chr2:24432667 G/G C G SNV ITSN2 ITSN2:intronic:NM_006277.2 1 100 intronic NM_006277.2c.4473+20G>Cp.? 0.27 C2 domain,Cytoskeletal-regulatory complex EF hand,Pleckstrin homology domain,RhoGEF domain,SH3 domain,Variant SH3 domainrs2303295 0.0836 YES 9.172E-1 (pos.24432667) Intersectin 2Rho guanyl-nucleotide exchange factor activity,SH3/SH2 adaptor activity,calcium ion binding,centrosome,cytoplasm,endocytosis,extracellular exosome,positive regulation of dendrite extension,positive regulation of signal transduction,protein binding,regulation of Rho protein signal transduction,regulation of molecular functionArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Breast Diseases;Breast Neoplasms;Connective Tissue Diseases;Dry Eye Syndromes;Eye Diseases;Immune System Diseases;Joint Diseases;Lacrimal Apparatus Diseases;Mouth Diseases;Musculoskeletal Diseases;Neoplasm Recurrence, Local;Neoplasms;Neoplasms by Site;Neoplastic Processes;Rheumatic Diseases;Salivary Gland Diseases;Sjogren's Syndrome;Skin Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;XerostomiaC=0, G=98 C=0.0, G=1.0 0.00001 1660.04 98 C=0/0, G=27/71

chr2:24475205 C/C T C SNV ITSN2 ITSN2:intronic:NM_006277.2 1 100 intronic NM_006277.2c.3120+9A>Gp.? -0.74 C2 domain,Cytoskeletal-regulatory complex EF hand,Pleckstrin homology domain,RhoGEF domain,SH3 domain,Variant SH3 domainrs4450560 0.0019 1.0 (pos.24475205) Intersectin 2Rho guanyl-nucleotide exchange factor activity,SH3/SH2 adaptor activity,calcium ion binding,centrosome,cytoplasm,endocytosis,extracellular exosome,positive regulation of dendrite extension,positive regulation of signal transduction,protein binding,regulation of Rho protein signal transduction,regulation of molecular functionArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Breast Diseases;Breast Neoplasms;Connective Tissue Diseases;Dry Eye Syndromes;Eye Diseases;Immune System Diseases;Joint Diseases;Lacrimal Apparatus Diseases;Mouth Diseases;Musculoskeletal Diseases;Neoplasm Recurrence, Local;Neoplasms;Neoplasms by Site;Neoplastic Processes;Rheumatic Diseases;Salivary Gland Diseases;Sjogren's Syndrome;Skin Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;XerostomiaT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=8/12

chr11:280816 TC/TC AT TC MNV NLRP6 NLRP6:exonic:NM_138329.2 2 100 4 missense NM_138329.2c.1082_1083delATinsTCp.Tyr361Phe -0.17, -0.3 0.69 22 0 0.01(COSM3931300)NACHT domain,PAAD/DAPIN/Pyrin domainrs113686637,rs370117252,rs7482279,rs74829650.2988 YES 2.521E-1 (pos.280816),2.524E-1;0.0 (pos.280817)acute_myeloid_leukaemia,carcinomaATP binding,G-protein coupled receptor signaling pathway,inflammasome complex,inflammatory response,innate immune response,negative regulation of ERK1 and ERK2 cascade,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of inflammatory response to antigenic stimulus,negative regulation of toll-like receptor signaling pathway,nuclear membrane,plasma membrane,regulation of autophagy,regulation of inflammatory response,regulation of mucus secretion,response to bacterium,vasopressin receptor activity,wound healingAT=0, TC=26AT=0.0, TC=1.0 0.00001 371.42 26 AT=0/0, TC=5/21

chr19:55451232 C/T C T SNV NLRP7 NLRP7:exonic:NM_001127255.1 1 56 4 missense NM_001127255.1c.955G>A p.Val319Ile -1.18 1 29 0.01 0.01(COSM4415219),0.01(COSM4415220),0.01(COSM4415221)Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs775882 0.2102 YES 1.527E-1 (pos.55451232) acute_myeloid_leukaemia ATP binding,aspartic-type endopeptidase inhibitor activity,caspase binding,cellular response to interleukin-1,cellular response to lipopolysaccharide,cellular_component,interleukin-1 binding,negative regulation of aspartic-type peptidase activity,negative regulation of cytokine production involved in inflammatory response,negative regulation of endopeptidase activity,negative regulation of interleukin-1 beta secretion,negative regulation of protein processingFemale Urogenital Diseases and Pregnancy Complications;Gestational Trophoblastic Disease;Hydatidiform Mole;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Pregnancy Complications;Pregnancy Complications, Neoplastic;Trophoblastic NeoplasmsBenign/Likely benignC=11, T=14 C=0.44, T=0.56 0.00001 134.35 25 C=8/3, T=9/5

chr2:25458546 T/T C T SNV DNMT3A DNMT3A:intronic:NM_022552.4 1 100 intronic NM_022552.4c.2597+30G>Ap.? -3.79 C-5 cytosine-specific DNA methylase,PWWP domainrs2304429 0.4126 YES 2.892E-1 (pos.25458546) DNA methyltransferase 3AC-5 methylation of cytosine,DNA (cytosine-5-)-methyltransferase activity,DNA binding,DNA methylation,DNA methylation involved in embryo development,DNA methylation involved in gamete generation,DNA-methyltransferase activity,XY body,aging,cellular response to amino acid stimulus,cellular response to ethanol,cellular response to hypoxia,chromatin binding,chromosome, centromeric region,cytoplasm,euchromatin,hepatocyte apoptotic process,identical protein binding,metal ion binding,methylation-dependent chromatin silencing,mitotic cell cycle,negative regulation of gene expression, epigenetic,negative regulation of transcription from RNA polymerase II promoter,neuron differentiation,nuclear heterochromatin,nuclear matrix,nucleoplasm,nucleus,positive regulation of cell death,protein binding,regulation of gene expression,regulation of gene expression by genetic imprinting,response to cocaine,response to drug,response to estradiol,response to ionizing radiation,response to lead ion,response to toxic substance,responseBone Marrow Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoblastic Lymphadenopathy;Immunoproliferative Disorders;Inflammatory Bowel Diseases;Intellectual Disability;Intestinal Diseases;Leukemia;Leukemia, Monocytic, Acute;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Myelomonocytic, Juvenile;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoma, T-Cell, Peripheral;Lymphoproliferative Disorders;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myelodysplastic-Myeloproliferative Diseases;Neoplasms;Neoplasms by Histologic Type;NeoC=0, T=100 C=0.0, T=1.0 0.00001 1702.26 100 C=0/0, T=49/51

chr2:25466888 T/T G T SNV DNMT3A DNMT3A:intronic:NM_022552.4 1 100 intronic NM_022552.4c.1852-37C>Ap.? 0.88 C-5 cytosine-specific DNA methylase,PWWP domainrs2289093 0.2492 YES 6.506E-1 (pos.25466888) DNA methyltransferase 3AC-5 methylation of cytosine,DNA (cytosine-5-)-methyltransferase activity,DNA binding,DNA methylation,DNA methylation involved in embryo development,DNA methylation involved in gamete generation,DNA-methyltransferase activity,XY body,aging,cellular response to amino acid stimulus,cellular response to ethanol,cellular response to hypoxia,chromatin binding,chromosome, centromeric region,cytoplasm,euchromatin,hepatocyte apoptotic process,identical protein binding,metal ion binding,methylation-dependent chromatin silencing,mitotic cell cycle,negative regulation of gene expression, epigenetic,negative regulation of transcription from RNA polymerase II promoter,neuron differentiation,nuclear heterochromatin,nuclear matrix,nucleoplasm,nucleus,positive regulation of cell death,protein binding,regulation of gene expression,regulation of gene expression by genetic imprinting,response to cocaine,response to drug,response to estradiol,response to ionizing radiation,response to lead ion,response to toxic substance,responseBone Marrow Diseases;Brain Diseases;Brain Ischemia;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoblastic Lymphadenopathy;Immunoproliferative Disorders;Inflammatory Bowel Diseases;Intellectual Disability;Intestinal Diseases;Leukemia;Leukemia, Monocytic, Acute;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Myelomonocytic, Juvenile;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoma, T-Cell, Peripheral;Lymphoproliferative Disorders;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myelodysplastic-Myeloproliferative Diseases;Neoplasms;Neoplasms by Histologic Type;NeoG=0, T=31 G=0.0, T=1.0 0.00001 465.819 31 G=0/0, T=22/9

chr19:55451797 C/T C T SNV NLRP7 NLRP7:exonic:NM_001127255.1 1 50 4 synonymous NM_001127255.1c.390G>A p.(=) -2.88 0(COSM3757217),0(COSM3757218),0(COSM3757219)Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs775883 0.3338 YES 1.603E-1 (pos.55451797) acute_myeloid_leukaemia,adenocarcinoma,diffuse_large_B_cell_lymphoma,squamous_cell_carcinomaATP binding,aspartic-type endopeptidase inhibitor activity,caspase binding,cellular response to interleukin-1,cellular response to lipopolysaccharide,cellular_component,interleukin-1 binding,negative regulation of aspartic-type peptidase activity,negative regulation of cytokine production involved in inflammatory response,negative regulation of endopeptidase activity,negative regulation of interleukin-1 beta secretion,negative regulation of protein processingFemale Urogenital Diseases and Pregnancy Complications;Gestational Trophoblastic Disease;Hydatidiform Mole;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Pregnancy Complications;Pregnancy Complications, Neoplastic;Trophoblastic NeoplasmsBenign/Likely benignC=35, T=35 C=0.5, T=0.5 0.00001 355.233 70 C=23/12, T=20/15

chr2:26420708 T/G T G SNV HADHA HADHA:intronic:NM_000182.4 1 97.92 intronic NM_000182.4c.1393-62A>Cp.? 2.44 3-hydroxyacyl-CoA dehydrogenase, C-terminal domain,3-hydroxyacyl-CoA dehydrogenase, NAD binding domain,Enoyl-CoA hydratase/isomerasers13387855 YES Hydroxyacyl-Coenzyme A dehydrogenase/3-ketoacyl-Coenzyme A thiolase/ enoyl-Coenzyme A hydratase (trifunctional protein), alpha subunit3-hydroxyacyl-CoA dehydrogenase activity,NAD binding,acetyl-CoA C-acetyltransferase activity,cardiolipin acyl-chain remodeling,enoyl-CoA hydratase activity,extracellular matrix,fatty acid beta-oxidation,fatty acid metabolic process,fatty-acyl-CoA binding,long-chain-3-hydroxyacyl-CoA dehydrogenase activity,long-chain-enoyl-CoA hydratase activity,mitochondrial fatty acid beta-oxidation multienzyme complex,mitochondrial inner membrane,mitochondrial nucleoid,mitochondrion,oxidation-reduction process,protein binding,protein complex binding,response to drug,response to insulinArthritis;Cardiomyopathies;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Digestive System Diseases;Fatty Acid Oxidation Disorder;Fatty Liver;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Joint Diseases;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Mitochondrial Myopathies;Muscular Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Osteoarthritis;Pregnancy Complications;Recommended Newborn Screening Panels;Rhabdomyolysis;Rheumatic Diseases;Trifunctional protein deficiency;Vascular DiseasesNADH T=1, G=47 T=0.0208, G=0.9792 0.00001 780.862 48 T=0/1, G=8/39

chr2:26537499 C/C A C SNV ADGRF3 ADGRF3:intronic:NM_001145168.1 1 100 intronic NM_001145168.1c.923-8T>G p.? 0.02 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,Hormone receptor domainrs10187359 0.0191 YES 9.516E-1 (pos.26537499) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membraneA=0, C=43 A=0.0, C=1.0 0.00001 705.844 43 A=0/0, C=27/16

chr19:56477687 G/G A G SNV NLRP8 NLRP8:exonic:NM_176811.2 1 100 5 synonymous NM_176811.2c.2322A>G p.(=) -0.72 Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs306497 0.2295 YES 8.941E-1 (pos.56477687) ATP binding,cellular_component,cytoplasm,molecular_function,neuron deathA=0, G=36 A=0.0, G=1.0 0.00001 563.679 36 A=0/0, G=27/9

chr19:56477710 C/C T C SNV NLRP8 NLRP8:exonic:NM_176811.2 1 100 5 missense NM_176811.2c.2345T>C p.Val782Ala 0.24 1 64 0 0(COSM3757290)Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs306496 0.487 YES 6.936E-1;0.0 (pos.56477710)adenocarcinoma ATP binding,cellular_component,cytoplasm,molecular_function,neuron deathT=0, C=36 T=0.0, C=1.0 0.00001 563.73 36 T=0/0, C=27/9

chr2:26671544 G/G A G SNV DRC1 DRC1:intronic:NM_145038.4 1 100 intronic NM_145038.4c.1397-15A>Gp.? -3.14 Sperm tail,Sperm tail C-terminal domainrs386644168,rs4072407 0.1742 YES 2.674E-1 (pos.26671544) Dynein regulatory complex, subunit 1, Chlamydomonas, homolog ofaxonemal dynein complex assembly,axoneme,cilium-dependent cell motility,cytoplasm,determination of left/right symmetry,heart developmentBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign A=0, G=112 A=0.0, G=1.0 0.00001 1783.78 112 A=0/0, G=32/80

chr19:56487603 G/G A G SNV NLRP8 NLRP8:exonic:NM_176811.2 1 100 8 missense NM_176811.2c.2810A>G p.Lys937Arg -0.43 0.84 26 0.018 0(COSM3757291)Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs306481 0.4444 YES 6.66E-1 (pos.56487603) adenocarcinoma ATP binding,cellular_component,cytoplasm,molecular_function,neuron deathA=0, G=30 A=0.0, G=1.0 0.00001 433.445 30 A=0/0, G=17/13

chr19:56459342 C/T C T SNV NLRP8 NLRP8:exonic:NM_176811.2 1 47.62 1 missense NM_176811.2c.74C>T p.Pro25Leu -0.44 0 98 0.026 0.01(COSM3757287)Leucine Rich repeat,NACHT domain,PAAD/DAPIN/Pyrin domainrs306507 0.4157 YES 8.006E-1 (pos.56459342) adenocarcinoma ATP binding,cellular_component,cytoplasm,molecular_function,neuron deathC=33, T=30 C=0.5238, T=0.4762 0.00001 289.406 63 C=20/13, T=16/14

chr15:85201419 T/C T C SNV NMB NMB:utr_5:NM_205858.1 1 50 1 utr_5 NM_205858.1c.-36A>G p.? -0.65 Bombesin-like peptiders12904605 YES 6.522E-2 (pos.85201419) Neuromedin BG-protein coupled receptor signaling pathway,arachidonic acid secretion,cell-cell signaling,extracellular region,glucose homeostasis,hormone activity,negative regulation of hormone secretion,neuromedin B receptor binding,neuron projection,neuropeptide signaling pathway,positive regulation of cell proliferation,positive regulation of cytosolic calcium ion concentration,positive regulation of hormone secretion,protein binding,regulation of receptor activity,signal transductionT=18, C=18 T=0.5, C=0.5 0.00001 185.818 36 T=3/15, C=1/17

chr3:48342882 T/T C T SNV NME6 NME6:utr_5:NM_005793.4 1 100 1 utr_5 NM_005793.4c.-80G>A p.? -0.18 rs35297395 0.2942 YES Nonmetastatic cells 6, protein expressed inATP binding,CTP biosynthetic process,GTP biosynthetic process,UTP biosynthetic process,apoptotic process,cytosol,metal ion binding,mitochondrion,negative regulation of cell growth,negative regulation of mitotic nuclear division,nucleobase-containing small molecule interconversion,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylationC=0, T=26 C=0.0, T=1.0 0.00001 371.408 26 C=0/0, T=12/14

chr2:27263122 C/C T C SNV TMEM214 TMEM214:intronic:NM_017727.4 1 100 intronic NM_017727.4c.1791+56T>Cp.? 0.01 TMEM214, C-terminal, caspase 4 activatorrs1866654 0.3721 YES Transmembrane protein 214Golgi apparatus,apoptotic process,cytoplasmic microtubule,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membraneT=0, C=54 T=0.0, C=1.0 0.00001 798.148 54 T=0/0, C=17/37

chr7:37907304 C/C T C SNV NME8 NME8:exonic:NM_016616.4 1 100 11 missense NM_016616.4c.622T>C p.Cys208Arg 0.99 0.13 180 0.001 0.01(COSM4162193)Nucleoside diphosphate kinase,Thioredoxinrs10250905 0.2521 YES 5.651E-1 (pos.37907304) neoplasm NME/NM23 family member 8CTP biosynthetic process,GTP biosynthetic process,UTP biosynthetic process,cell differentiation,cell redox homeostasis,cellular response to reactive oxygen species,cilium assembly,cytoplasm,flagellated sperm motility,microtubule binding,multicellular organism development,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylation,outer dynein arm,sperm cytoplasmic droplet,sperm principal piece,spermatogenesisCiliary Motility Disorders;Otorhinolaryngologic Diseases;Respiratory Tract DiseasesBenign T=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=4/21

chr2:27324036 A/A G A SNV CGREF1,KHK CGREF1:utr_3:NM_001166239.1, KHK:downstream:NM_006488.2 1
100

intronic NM_006488.2, NM_001166239.1c.*1418G>A, c.1063C>Tp.?, p.? 0.22 EF-hand domain pairrs1057394,rs386644208,rs774622620YES Cell growth regulator with EF-hand domain 1,Ketohexokinase (fructokinase)ATP binding,calcium ion binding,carbohydrate phosphorylation,cell adhesion,cell cycle arrest,cytoplasm,cytosol,extracellular exosome,extracellular region,fructose catabolic process to hydroxyacetone phosphate and glyceraldehyde-3-phosphate,fructose metabolic process,ketohexokinase activity,negative regulation of cell proliferation,protein binding,response to fructose,response to glucose,response to insulin,response to stress,response to sucrose,response to zinc ionCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Fructose Metabolism, Inborn Errors;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesG=0, A=114 G=0.0, A=1.0 0.00001 1815.31 114 G=0/0, A=63/51

chr17:43183028 G/A G A SNV NMT1 NMT1:utr_3:NM_021079.4 1 50 12 utr_3 NM_021079.4c.1512G>A p.? 2.45 Myristoyl-CoA:protein N-myristoyltransferase, C-terminal domain,Myristoyl-CoA:protein N-myristoyltransferase, N-terminal domainrs1053733 0.4308 YES 7.698E-1 (pos.43183028) N-myristoyltransferase 1N-terminal peptidyl-glycine N-myristoylation,N-terminal protein myristoylation,cellular ketone metabolic process,cytoplasm,cytosol,extrinsic component of membrane,glycylpeptide N-tetradecanoyltransferase activity,in utero embryonic development,mitochondrion,myristoyltransferase activity,plasma membrane,positive regulation of protein insertion into mitochondrial membrane involved in apoptotic signaling pathway,regulation of rhodopsin mediated signaling pathway(1-Methyl-1h-Imidazol-2-Yl)-(3-Methyl-4-{3-(Pyridin-3-Ylmethyl)-Amino-Propoxy}-Benzofuran-2-Yl)-Methanone,Cyclohexylethyl-4-2-Methyl-1-Imidazolyl-ButylPhenylAcetyl-Seryl-Lysinyl-Amine,Myristoyl-CoaG=14, A=14 G=0.5, A=0.5 0.00001 131.941 28 G=1/13, A=7/7

chr5:151771817 T/T C T SNV NMUR2 NMUR2:exonic:NM_020167.4 1 100 4 missense NM_020167.4c.1183G>A p.Ala395Thr 0.98 1 58 0 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsxrs1363422 0.0028 1.0 (pos.151771817) Neuromedin U receptor 2G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,GTP binding,activation of phospholipase A2 activity by calcium-mediated signaling,arachidonic acid secretion,calcium ion transport,calcium-mediated signaling,cell-cell signaling,central nervous system development,chloride transmembrane transport,feeding behavior,grooming behavior,inositol phosphate-mediated signaling,integral component of membrane,intracellular,intracellular calcium activated chloride channel activity,neuromedin U binding,neuromedin U receptor activity,neuropeptide signaling pathway,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of cytosolic calcium ion concentration,protein binding,reduction of food intake in response to dietary excess,regulation of smooth muscle contraction,response to painC=0, T=39 C=0.0, T=1.0 0.00001 623.98 39 C=0/0, T=14/25

chr2:27428815 G/G C G SNV SLC5A6 SLC5A6:intronic:NM_021095.2 1 100 intronic NM_021095.2c.579+79G>Cp.? -0.91 Sodium:solute symporter familyrs1275526 YES Solute carrier family 5 (sodium dependent vitamin transporter), member 6biotin metabolic process,biotin transport,brush border membrane,integral component of membrane,integral component of plasma membrane,membrane,pantothenate metabolic process,pantothenate transmembrane transport,plasma membrane,sodium ion transport,sodium-dependent multivitamin transmembrane transporter activity,transmembrane transport,transport,transporter activity,vesicle membraneBiotin,Gabapentin Enacarbil,Lipoic AcidC=0, G=60 C=0.0, G=1.0 0.00001 900.288 60 C=0/0, G=22/38

chr2:27428877 G/G C G SNV SLC5A6 SLC5A6:intronic:NM_021095.2 1 100 intronic NM_021095.2c.579+17G>Cp.? -0.36 Sodium:solute symporter familyrs1275527 0.0651 YES 9.986E-1 (pos.27428877) Solute carrier family 5 (sodium dependent vitamin transporter), member 6biotin metabolic process,biotin transport,brush border membrane,integral component of membrane,integral component of plasma membrane,membrane,pantothenate metabolic process,pantothenate transmembrane transport,plasma membrane,sodium ion transport,sodium-dependent multivitamin transmembrane transporter activity,transmembrane transport,transport,transporter activity,vesicle membraneBiotin,Gabapentin Enacarbil,Lipoic AcidC=0, G=54 C=0.0, G=1.0 0.00001 794.893 54 C=0/0, G=16/38

chr1:881627 G/A G A SNV NOC2L NOC2L:exonic:NM_015658.3 1 50 16 synonymous NM_015658.3c.1843C>T p.(=) 4.09 0.79(COSM1344685)Noc2p family rs2272757 0.3621 YES 6.56E-1 (pos.881627) adenocarcinoma,neoplasmNucleolar complex-associated protein 2, S. cerevisiae, homolog ofNoc1p-Noc2p complex,Noc2p-Noc3p complex,RNA binding,apoptotic process,cellular response to UV,chromatin assembly,chromatin binding,cytosol,histone binding,negative regulation of B cell apoptotic process,negative regulation of histone acetylation,negative regulation of intrinsic apoptotic signaling pathway,negative regulation of transcription from RNA polymerase II promoter,nucleolus,nucleoplasm,nucleosome binding,nucleus,protein binding,regulation of signal transduction by p53 class mediator,repressing transcription factor binding,ribosomal large subunit biogenesis,transcription corepressor activity,transcription, DNA-templatedG=14, A=14 G=0.5, A=0.5 0.00001 131.95 28 G=4/10, A=2/12

chr2:27435374 A/A G A SNV

ATRAID,SLC

5A6 SLC5A6:upstream:NM_021095.2, ATRAID:intronic:NM_001170795.1 1
100

intronic NM_021095.2, NM_001170795.1c.-4856C>T, c.99+39G>Ap.?, p.? 0.33 Human growth factor-like EGFrs11608 0.2879 YES 8.459E-1 (pos.27435374) Solute carrier family 5 (sodium dependent vitamin transporter), member 6biotin metabolic process,biotin transport,brush border membrane,cell differentiation,integral component of membrane,integral component of plasma membrane,lysosomal membrane,membrane,molecular_function,negative regulation of cellular protein catabolic process,negative regulation of osteoblast proliferation,nuclear envelope,pantothenate metabolic process,pantothenate transmembrane transport,perinuclear region of cytoplasm,plasma membrane,positive regulation of bone mineralization,positive regulation of osteoblast differentiation,protein binding,regulation of gene expression,sodium ion transport,sodium-dependent multivitamin transmembrane transporter activity,transmembrane transport,transport,transporter activity,vesicle membraneBiotin,Gabapentin Enacarbil,Lipoic AcidG=0, A=20 G=0.0, A=1.0 0.00001 263.785 20 G=0/0, A=11/9

chr2:27606098 G/G A G SNV PPM1G PPM1G:intronic:NM_177983.2 1 100 intronic NM_177983.2c.1201+135T>Cp.? 0.53 Protein phosphatase 2Crs2384629 Protein phosphatase, magnesium/manganese-dependent, 1Gcell cycle arrest,cytoplasm,membrane,metal ion binding,nucleoplasm,nucleus,peptidyl-threonine dephosphorylation,protein binding,protein dephosphorylation,protein serine/threonine phosphatase activityA=0, G=26 A=0.0, G=1.0 0.00001 370.975 26 A=0/0, G=16/10

chr2:276908 G/G C G SNV ACP1 ACP1:intronic:NM_004300.3 1 100 intronic NM_004300.3c.294-72C>Gp.? 0.51 Low molecular weight phosphotyrosine protein phosphatasers7568288 YES Acid phosphatase 1, solubleacid phosphatase activity,cytoplasm,cytoplasmic side of plasma membrane,cytosol,extracellular exosome,non-membrane spanning protein tyrosine phosphatase activity,peptidyl-tyrosine dephosphorylation,protein binding,protein tyrosine phosphatase activity,sarcolemma4-Nitrophenyl Phosphate,AdenineC=0, G=117 C=0.0, G=1.0 0.00001 1874.17 117 C=0/0, G=65/52

chr2:276942 G/G A G SNV ACP1 ACP1:intronic:NM_004300.3 1 100 intronic NM_004300.3c.294-38A>Gp.? 0.63 Low molecular weight phosphotyrosine protein phosphatasers7573495 0.339 YES 5.95E-1 (pos.276942) Acid phosphatase 1, solubleacid phosphatase activity,cytoplasm,cytoplasmic side of plasma membrane,cytosol,extracellular exosome,non-membrane spanning protein tyrosine phosphatase activity,peptidyl-tyrosine dephosphorylation,protein binding,protein tyrosine phosphatase activity,sarcolemma4-Nitrophenyl Phosphate,AdenineA=0, G=117 A=0.0, G=1.0 0.00001 1874.22 117 A=0/0, G=63/54

chr16:50745199 T/T C T SNV NOD2 NOD2:exonic:NM_022162.2 1 100 4 synonymous NM_022162.2c.1377C>T p.(=) -0.04 0.04(COSM3765913)Caspase recruitment domain,Leucine Rich repeat,NACHT domainrs2066843 0.271 YES 6.626E-3;0.0 (pos.50745199)hepatocellular_carcinoma,osteosarcomaNucleotide-binding oligomerization domain protein 2ATP binding,CARD domain binding,COP9 signalosome,Golgi apparatus,Hsp70 protein binding,Hsp90 protein binding,JNK cascade,actin binding,activation of MAPK activity,basolateral plasma membrane,cell surface,cellular response to muramyl dipeptide,cellular response to organic cyclic compound,cellular response to peptidoglycan,cytokine production involved in immune response,cytokine secretion involved in immune response,cytoplasm,cytoskeleton,cytosol,defense response,defense response to bacterium,detection of bacterium,detection of biotic stimulus,detection of muramyl dipeptide,enzyme binding,innate immune response,intracellular signal transduction,maintenance of gastrointestinal epithelium,muramyl dipeptide binding,negative regulation of macrophage apoptotic process,nucleotide-binding oligomerization domain containing 2 signaling pathway,nucleotide-binding oligomerization domain containing signaling pathway,peptidoglycan binding,plasma membrane,positive regulation of B cell activation,positive regulation of ERK1 aArthritis;Arthritis, Psoriatic;Autoimmune Diseases;Behcet Syndrome;Bone Diseases;Cardiovascular Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Crohn Disease;Digestive System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hemic and Lymphatic Diseases;Hereditary Autoinflammatory Diseases;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Kidney Diseases;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mouth Diseases;Musculoskeletal Diseases;Nephritis;Nervous System Diseases;Panuveitis;Psoriasis;Sarcoidosis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Benign C=0, T=21 C=0.0, T=1.0 0.00001 281.206 21 C=0/0, T=11/10

chr7:156755862 T/C T C SNV NOM1 NOM1:exonic:NM_138400.1 1 57.45 6 missense NM_138400.1c.1904T>C p.Val635Ala -0.91 0.75 64 0 MA3 domain,MIF4G domainrs61738590 1.00E-04 0.0 (pos.156755862) Nucleolar protein with MIF4G domain 1RNA binding,biological_process,hair follicle maturation,neurogenesis,nucleolus,nucleus,protein binding,ribosomal small subunit biogenesisHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeT=20, C=27 T=0.4255, C=0.5745 0.00001 326.52 47 T=11/9, C=11/16

chr19:48255804 A/G A G SNV NOP53 NOP53:exonic:NM_015710.4 1 50 6 synonymous NM_015710.4c.705A>G p.(=) -2.15 0.03(COSM5427188)Nop53 (60S ribosomal biogenesis)rs1042558 0.4455 YES 5.137E-1 (pos.48255804) acute_myeloid_leukaemia 5S rRNA binding,DNA repair,RNA binding,cellular response to DNA damage stimulus,cellular response to hypoxia,cytosol,fibrillar center,identical protein binding,intracellular,intracellular membrane-bounded organelle,mitotic G2 DNA damage checkpoint,negative regulation of phosphatidylinositol 3-kinase signaling,negative regulation of proteasomal ubiquitin-dependent protein catabolic process,negative regulation of protein complex assembly,negative regulation of protein kinase B signaling,negative regulation of signal transduction by p53 class mediator,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription of nuclear large rRNA transcript from RNA polymerase I promoter,nucleolus,nucleoplasm,p53 binding,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,positive regulation of protein K63-linked deubiquitination,protein binding,protein localization to nucleolus,protein localization to nucleoplasm,protein stabilization,rDNA heterochromaA=19, G=19 A=0.5, G=0.5 0.00001 199.884 38 A=4/15, G=10/9

chr2:27839107 C/C T C SNV ZNF512 ZNF512:intronic:NM_032434.3 1 100 intronic NM_032434.3c.1234-22T>Cp.? -0.44 Zinc finger, C2H2 typers6737921 0.4947 YES 8.468E-1 (pos.27839107) DNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=52 T=0.0, C=1.0 0.00001 766.992 52 T=0/0, C=32/20

chr2:28718897 G/G A G SNV PLB1 PLB1:upstream:NM_153021.4 1 100 intronic NM_153021.4c.-85A>G p.? 0.28 rs4665423 YES Phospholipase B1apical plasma membrane,hydrolase activity, acting on ester bonds,integral component of membrane,lipase activity,lipid catabolic process,lipid metabolic process,lysophospholipase activity,phosphatidylcholine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),plasma membrane,positive regulation of acrosome reaction,retinoid metabolic process,retinol metabolic process,retinyl-palmitate esterase activityArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=0, G=77 A=0.0, G=1.0 0.00001 1229.45 77 A=0/0, G=45/32

chr2:28748857 C/C T C SNV PLB1 PLB1:intronic:NM_153021.4 1 100 intronic NM_153021.4c.325+45T>Cp.? 0.26 GDSL-like Lipase/Acylhydrolasers4666085 0.0299 YES 9.943E-1 (pos.28748857) Phospholipase B1apical plasma membrane,hydrolase activity, acting on ester bonds,integral component of membrane,lipase activity,lipid catabolic process,lipid metabolic process,lysophospholipase activity,phosphatidylcholine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),plasma membrane,positive regulation of acrosome reaction,retinoid metabolic process,retinol metabolic process,retinyl-palmitate esterase activityArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, C=26 T=0.0, C=1.0 0.00001 368.149 26 T=0/0, C=13/13

chr2:28752555 C/C T C SNV PLB1 PLB1:intronic:NM_153021.4 1 100 intronic NM_153021.4c.417-40T>Cp.? -1.35 GDSL-like Lipase/Acylhydrolasers4473343 0.0674 YES 9.941E-1 (pos.28752555) Phospholipase B1apical plasma membrane,hydrolase activity, acting on ester bonds,integral component of membrane,lipase activity,lipid catabolic process,lipid metabolic process,lysophospholipase activity,phosphatidylcholine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),plasma membrane,positive regulation of acrosome reaction,retinoid metabolic process,retinol metabolic process,retinyl-palmitate esterase activityArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, C=20 T=0.0, C=1.0 0.00001 263.785 20 T=0/0, C=10/10

chr2:28752727 G/G C G SNV PLB1 PLB1:intronic:NM_153021.4 1 100 intronic NM_153021.4c.468+81C>Gp.? -0.22 GDSL-like Lipase/Acylhydrolasers6710800 YES Phospholipase B1apical plasma membrane,hydrolase activity, acting on ester bonds,integral component of membrane,lipase activity,lipid catabolic process,lipid metabolic process,lysophospholipase activity,phosphatidylcholine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),plasma membrane,positive regulation of acrosome reaction,retinoid metabolic process,retinol metabolic process,retinyl-palmitate esterase activityArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesC=0, G=21 C=0.0, G=1.0 0.00001 281.214 21 C=0/0, G=8/13

chr2:28752741 G/G A G SNV PLB1 PLB1:intronic:NM_153021.4 1 100 intronic NM_153021.4c.468+95A>Gp.? -1.13 GDSL-like Lipase/Acylhydrolasers6725577 YES Phospholipase B1apical plasma membrane,hydrolase activity, acting on ester bonds,integral component of membrane,lipase activity,lipid catabolic process,lipid metabolic process,lysophospholipase activity,phosphatidylcholine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),plasma membrane,positive regulation of acrosome reaction,retinoid metabolic process,retinol metabolic process,retinyl-palmitate esterase activityArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=0, G=21 A=0.0, G=1.0 0.00001 281.234 21 A=0/0, G=8/13

chr14:24771256 C/C T C SNV NOP9 NOP9:exonic:NM_174913.2 1 100 4 synonymous NM_174913.2c.894T>C p.(=) 0.54 0.62(COSM4148039) rs4247001 0.0352 YES 8.565E-1 (pos.24771256) neoplasm RNA binding,biological_process,cellular_componentBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesT=0, C=23 T=0.0, C=1.0 0.00001 315.369 23 T=0/0, C=11/12

chr12:117701714 G/G A G SNV NOS1 NOS1:exonic:NM_001204218.1 1 100 13 synonymous NM_001204218.1c.2202T>C p.(=) -0.38 0.02(COSM4146690)FAD binding domain,Flavodoxin,Nitric oxide synthase, oxygenase domain,Oxidoreductase NAD-binding domain,PDZ domain (Also known as DHR or GLGF)rs2293054 0.2866 YES 7.729E-1;0.0 (pos.117701714)neoplasm NANOS, Drosophila, homolog of, 1,Nitric oxide synthase 1, neuronalFMN binding,NADP binding,NADPH-hemoprotein reductase activity,T-tubule,Z disc,arginine binding,arginine catabolic process,cadmium ion binding,calmodulin binding,caveola,cell redox homeostasis,cellular response to growth factor stimulus,cytoplasm,cytoskeleton,cytosol,dendritic spine,exogenous drug catabolic process,flavin adenine dinucleotide binding,heme binding,ion channel binding,iron ion binding,membrane raft,mitochondrion,multicellular organismal response to stress,myoblast fusion,negative regulation of adrenergic receptor signaling pathway involved in heart process,negative regulation of blood pressure,negative regulation of calcium ion transport,negative regulation of calcium ion transport into cytosol,negative regulation of hydrolase activity,negative regulation of potassium ion transport,negative regulation of serotonin uptake,neurotransmitter biosynthetic process,nitric oxide biosynthetic process,nitric oxide mediated signal transduction,nitric-oxide synthase activity,nucleoplasm,oxidation-reduction Amphetamine-Related Disorders;Autoimmune Diseases;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Ischemia;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebellar Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Depressive Disorder;Diabetes Complications;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;End Stage Liver Disease;Endocrine System Diseases;Epilepsy;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Alcohol Spectrum Disorders;Fetal Diseases;Gastric Outlet Obstruction;Gastrointestinal Diseases;Glucose Metabolism Disorders;Heart Diseases;Hepatic Encephalopathy;Hepatic Insufficiency;Hyperalgesia;Hypertension;Immune System Diseases;Intestinal Diseases;Intestinal Perforation;Kidney Diseases;Liver Diseases;Liver Failure;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Mood Disorders;Morphine Dependence;Movement Disorders;Ner2'-Monophosphoadenosine 5'-Diphosphoribose,3-Bromo-7-Nitroindazole,5-N-Allyl-Arginine,Doxorubicin,Flavin adenine dinucleotide,Formic Acid,L-Citrulline,L-N(Omega)-Nitroarginine-(4r)-Amino-L-Proline Amide,L-N(Omega)-Nitroarginine-2,4-L-Diaminobutyric Amide,Methylene blue,N-(3-(Aminomethyl)Benzyl)Acetamidine,N-(4-(2-((3-Chlorophenylmethyl)Amino)Ethyl)Phenyl)-2-Thiophecarboxamidine,N-Butyl-N'-Hydroxyguanidine,N-Isopropyl-N'-Hydroxyguanidine,N-Omega-Hydroxy-L-Arginine,N-Omega-Propyl-L-Arginine,N-{(3R,4S)-4-(6-amino-4-methylpyridin-2-yl)methylpyrrolidin-3-yl}-N'-(3-chlorobenzyl)ethane-1,2-diamine,N-{(3S,4S)-4-(6-AMINO-4-METHYLPYRIDIN-2-YL)METHYLPYRROLIDIN-3-YL}-N'-(4-CHLOROBENZYL)ETHANE-1,2-DIAMINE,N-{(4s)-4-Amino-5-(2-Aminoethyl)AminoPentyl}-N'-Nitroguanidine,N5-(1-Imino-3-Butenyl)-L-Ornithine,NXN-188,Nitroarginine,Riboflavin Monophosphate,S-Ethyl-N-4-(Trifluoromethyl)PhenylIsothiourea,S-Ethyl-N-Phenyl-IsothioureaA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=17/7

chr2:29083850 A/A C A SNV TRMT61B TRMT61B:intronic:NM_017910.3 1 100 intronic NM_017910.3c.993+134G>Tp.? -0.22 Protein-L-isoaspartate(D-aspartate) O-methyltransferase (PCMT),tRNA methyltransferase complex GCD14 subunitrs13025081 YES mitochondrial matrix,mitochondrial tRNA methylation,mitochondrion,protein binding,protein homooligomerization,rRNA (adenine) methyltransferase activity,rRNA methylation,tRNA (adenine-N1-)-methyltransferase activity,tRNA (m1A) methyltransferase complex,tRNA methylationC=0, A=49 C=0.0, A=1.0 0.00001 726.564 49 C=0/0, A=26/23

chr17:26089867 C/C T C SNV NOS2 NOS2:exonic:NM_000625.4 1 100 22 synonymous NM_000625.4c.2757A>G p.(=) -0.63 0(COSM1243439)FAD binding domain,Flavodoxin,Nitric oxide synthase, oxygenase domain,Oxidoreductase NAD-binding domainrs1060826 0.3859 YES 7.451E-1 (pos.26089867) adenocarcinoma,neoplasmNanos, Drosophila, homolog of, 2,Nitric oxide synthase 2A, inducible, hepatocytesFMN binding,NADP binding,NADPH-hemoprotein reductase activity,arginine binding,arginine catabolic process,calmodulin binding,cell redox homeostasis,cellular response to drug,cellular response to interferon-gamma,cellular response to lipopolysaccharide,circadian rhythm,cortical cytoskeleton,cytoplasm,cytosol,defense response to Gram-negative bacterium,defense response to bacterium,flavin adenine dinucleotide binding,heme binding,innate immune response in mucosa,interleukin-6 secretion,interleukin-8 secretion,intracellular,iron ion binding,negative regulation of blood pressure,negative regulation of gene expression,negative regulation of protein catabolic process,nitric oxide biosynthetic process,nitric oxide mediated signal transduction,nitric-oxide synthase activity,nucleus,oxidation-reduction process,peptidyl-cysteine S-nitrosylation,perinuclear region of cytoplasm,peroxisome,positive regulation of blood vessel diameter,positive regulation of guanylate cyclase activity,positive regulation of killing of cellsAbnormalities, Multiple;Acute Kidney Injury;Adenocarcinoma;Aortic Arch Syndromes;Aortic Diseases;Arterial Occlusive Diseases;Arteriosclerosis;Arteritis;Arthritis;Arthritis, Psoriatic;Asbestosis;Asthma;Atherosclerosis;Autistic Disorder;Autoimmune Diseases;Bile Duct Diseases;Biliary Tract Diseases;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Edema;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Carcinogenesis;Carcinoma;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Cell Transformation, Neoplastic;Central Nervous System Diseases;Cerebrovascular Disorders;Child Development Disorders, Pervasive;Cholangiocarcinoma;Cholangitis;Cholangitis, Sclerosing;Cholestasis;Chromosome Disorders;Colitis;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Dermatitis;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Digestive S(2S)-2-methyl-2,3-dihydrothieno2,3-f1,4oxazepin-5-amine,(3R)-3-(1,2,3,4-tetrahydroisoquinolin-7-yloxy)methyl-2,3-dihydrothieno2,3-f1,4oxazepin-5-amine,(3S)-1-(1,3-BENZODIOXOL-5-YLMETHYL)-3-4-(1H-IMIDAZOL-1-YL)PHENOXYPIPERIDINE,1-(6-CYANO-3-PYRIDYLCARBONYL)-5',8'-DIFLUOROSPIROPIPERIDINE-4,2'(1'H)-QUINAZOLINE-4'-AMINE,1-4-(AMINOMETHYL)BENZOYL-5'-FLUORO-1'H-SPIROPIPERIDINE-4,2'-QUINAZOLIN-4'-AMINE,3-Bromo-7-Nitroindazole,4-(1,3-BENZODIOXOL-5-YLOXY)-2-4-(1H-IMIDAZOL-1-YL)PHENOXY-6-METHYLPYRIMIDINE,4-(1,3-BENZODIOXOL-5-YLOXY)-2-4-(1H-IMIDAZOL-1-YL)PHENOXYPYRIMIDINE,4-(1H-IMIDAZOL-1-YL)PHENOL,4-({4-(4-methoxypyridin-2-yl)aminopiperidin-1-yl}carbonyl)benzonitrile,4r-Fluoro-N6-Ethanimidoyl-L-Lysine,5-(4'-AMINO-1'-ETHYL-5',8'-DIFLUORO-1'H-SPIROPIPERIDINE-4,2'-QUINAZOLINE-1-YLCARBONYL)PICOLINONITRILE,5-Nitroindazole,6-Nitroindazole,7-Nitroindazole,ACCLAIM,Dexamethasone,Doxorubicin,ETHYL 4-(4-CHLOROPYRIDIN-2-YL)AMINOPIPERIDINE-1-CARBOXYLATE,ETHYL 4-(4-METHYLPYRIDIN-2-YL)AMINOPIPERIDINE-1-CARBOXYLATE,Imidazole,KD7040,L-AT=0, C=30 T=0.0, C=1.0 0.00001 446.639 30 T=0/0, C=18/12

chr17:26096597 G/A G A SNV NOS2 NOS2:exonic:NM_000625.4 1 50 16 missense NM_000625.4c.1823C>T p.Ser608Leu 6.2 0.01 145 0.918 0.97(COSM4000073)FAD binding domain,Flavodoxin,Nitric oxide synthase, oxygenase domain,Oxidoreductase NAD-binding domainrs2297518 0.1953 YES 1.432E-1 (pos.26096597) acute_myeloid_leukaemiaNanos, Drosophila, homolog of, 2,Nitric oxide synthase 2A, inducible, hepatocytesFMN binding,NADP binding,NADPH-hemoprotein reductase activity,arginine binding,arginine catabolic process,calmodulin binding,cell redox homeostasis,cellular response to drug,cellular response to interferon-gamma,cellular response to lipopolysaccharide,circadian rhythm,cortical cytoskeleton,cytoplasm,cytosol,defense response to Gram-negative bacterium,defense response to bacterium,flavin adenine dinucleotide binding,heme binding,innate immune response in mucosa,interleukin-6 secretion,interleukin-8 secretion,intracellular,iron ion binding,negative regulation of blood pressure,negative regulation of gene expression,negative regulation of protein catabolic process,nitric oxide biosynthetic process,nitric oxide mediated signal transduction,nitric-oxide synthase activity,nucleus,oxidation-reduction process,peptidyl-cysteine S-nitrosylation,perinuclear region of cytoplasm,peroxisome,positive regulation of blood vessel diameter,positive regulation of guanylate cyclase activity,positive regulation of killing of cellsAbnormalities, Multiple;Acute Kidney Injury;Adenocarcinoma;Aortic Arch Syndromes;Aortic Diseases;Arterial Occlusive Diseases;Arteriosclerosis;Arteritis;Arthritis;Arthritis, Psoriatic;Asbestosis;Asthma;Atherosclerosis;Autistic Disorder;Autoimmune Diseases;Bile Duct Diseases;Biliary Tract Diseases;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Edema;Brain Ischemia;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Carcinogenesis;Carcinoma;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Cell Transformation, Neoplastic;Central Nervous System Diseases;Cerebrovascular Disorders;Child Development Disorders, Pervasive;Cholangiocarcinoma;Cholangitis;Cholangitis, Sclerosing;Cholestasis;Chromosome Disorders;Colitis;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Dermatitis;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Digestive S(2S)-2-methyl-2,3-dihydrothieno2,3-f1,4oxazepin-5-amine,(3R)-3-(1,2,3,4-tetrahydroisoquinolin-7-yloxy)methyl-2,3-dihydrothieno2,3-f1,4oxazepin-5-amine,(3S)-1-(1,3-BENZODIOXOL-5-YLMETHYL)-3-4-(1H-IMIDAZOL-1-YL)PHENOXYPIPERIDINE,1-(6-CYANO-3-PYRIDYLCARBONYL)-5',8'-DIFLUOROSPIROPIPERIDINE-4,2'(1'H)-QUINAZOLINE-4'-AMINE,1-4-(AMINOMETHYL)BENZOYL-5'-FLUORO-1'H-SPIROPIPERIDINE-4,2'-QUINAZOLIN-4'-AMINE,3-Bromo-7-Nitroindazole,4-(1,3-BENZODIOXOL-5-YLOXY)-2-4-(1H-IMIDAZOL-1-YL)PHENOXY-6-METHYLPYRIMIDINE,4-(1,3-BENZODIOXOL-5-YLOXY)-2-4-(1H-IMIDAZOL-1-YL)PHENOXYPYRIMIDINE,4-(1H-IMIDAZOL-1-YL)PHENOL,4-({4-(4-methoxypyridin-2-yl)aminopiperidin-1-yl}carbonyl)benzonitrile,4r-Fluoro-N6-Ethanimidoyl-L-Lysine,5-(4'-AMINO-1'-ETHYL-5',8'-DIFLUORO-1'H-SPIROPIPERIDINE-4,2'-QUINAZOLINE-1-YLCARBONYL)PICOLINONITRILE,5-Nitroindazole,6-Nitroindazole,7-Nitroindazole,ACCLAIM,Dexamethasone,Doxorubicin,ETHYL 4-(4-CHLOROPYRIDIN-2-YL)AMINOPIPERIDINE-1-CARBOXYLATE,ETHYL 4-(4-METHYLPYRIDIN-2-YL)AMINOPIPERIDINE-1-CARBOXYLATE,Imidazole,KD7040,L-AG=14, A=14 G=0.5, A=0.5 0.00001 131.941 28 G=8/6, A=3/11

chr2:29287937 C/CTGC C CTGC INDEL C2orf71 C2orf71:intronic:NM_001029883.2 3 51.92 intronic NM_001029883.2c.3669-4G>GCAGp.? 1.41 Retinal proteinrs59833221 0.0 (pos.29287937) Chromosome 2 open reading frame 71cilium,photoreceptor cell outer segment organization,photoreceptor inner segment,photoreceptor outer segment,protein localization to photoreceptor outer segment,response to stimulus,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaC=50, CTGC=54C=0.4808, CTGC=0.5192 0.00001 559.714 104 C=26/24, CTGC=20/34

chr6:32185796 C/T C T SNV NOTCH4 NOTCH4:exonic:NM_004557.3 1 59.09 9 missense NM_004557.3c.1600G>A p.Gly534Ser -0.72 0.05 56 0.847 0.15(COSM5019530)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,LNR domain,NOTCH proteinrs8192591 0.036 YES 6.115E-3 (pos.32185796) haemangioblastomaNotch, Drosophila, homolog of, 4Golgi membrane,Notch receptor processing,Notch signaling pathway,branching involved in blood vessel morphogenesis,calcium ion binding,cell differentiation,cell fate determination,cell surface,cytosol,embryo development,endoplasmic reticulum membrane,endothelial cell morphogenesis,extracellular region,hemopoiesis,integral component of membrane,integral component of plasma membrane,mammary gland development,morphogenesis of a branching structure,multicellular organism development,negative regulation of cell differentiation,negative regulation of endothelial cell differentiation,nucleoplasm,nucleus,plasma membrane,positive regulation of transcription of Notch receptor target,positive regulation of transcription, DNA-templated,protein binding,protein heterodimerization activity,receptor activity,regulation of developmental process,regulation of transcription, DNA-templated,transcription initiation from RNA polymerase II promoterAdenocarcinoma;Asthma;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Carcinoma;Carcinoma, Ductal;Carcinoma, Pancreatic Ductal;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Eye Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Macular Degeneration;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Ductal, Lobular, and Medullary;Neoplasms, Glandular and Epithelial;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Pancreatic Diseases;Pancreatic Neoplasms;Prostatic Diseases;Prostatic Neoplasms;Respiratory Hypersensitivity;Respiratory Tract Diseases;Retinal Degeneration;Retinal Diseases;Schizophrenia;Schizophrenia Spectrum and OC=18, T=26 C=0.4091, T=0.5909 0.00001 312.072 44 C=7/11, T=15/11

chr19:46443886 A/A C A SNV NOVA2 NOVA2:exonic:NM_002516.3 1 100 4 synonymous NM_002516.3c.714G>T p.(=) 0.5 0.75(COSM3756964)KH domain rs1047061 0.3244 YES 8.223E-1 (pos.46443886) adenocarcinoma,neoplasmNOVA alternative splicing regulator 2RNA binding,mRNA splicing, via spliceosome,nucleus,regulation of RNA metabolic processC=0, A=22 C=0.0, A=1.0 0.00001 298.888 22 C=0/0, A=12/10

chr2:29498210 G/G A G SNV ALK ALK:intronic:NM_004304.4 1 100 intronic NM_004304.4c.1912+58T>Cp.? 0.72 Glycine rich protein,MAM domain, meprin/A5/mu,Protein kinase domain,Protein tyrosine kinasers4589708 YES Anaplastic lymphoma kinase (Ki-1)ATP binding,NF-kappaB-inducing kinase activity,NIK/NF-kappaB signaling,activation of MAPK activity,adult behavior,cell proliferation,extracellular exosome,hippocampus development,identical protein binding,integral component of membrane,integral component of plasma membrane,intracellular,neuron development,peptidyl-tyrosine phosphorylation,phosphorylation,plasma membrane,positive regulation of NF-kappaB transcription factor activity,protein autophosphorylation,protein binding,protein complex,protein tyrosine kinase activity,regulation of apoptotic process,regulation of cell proliferation,regulation of dopamine receptor signaling pathway,response to environmental enrichment,signal transduction,swimming behavior,transmembrane receptor protein tyrosine kinase activity,transmembrane receptor protein tyrosine kinase signaling pathwayAdenocarcinoma;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Brain Diseases;Brain Neoplasms;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Carcinoma, Renal Cell;Cell Transformation, Neoplastic;Central Nervous System Diseases;Central Nervous System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Inflammatory Breast Neoplasms;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Large-Cell, Anaplastic;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoproliferative Disorders;Male Urogenital Diseases;Neoplasm Metastasis;Neoplasm Recurrence, Local;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;NeopATP,Alectinib,Ceritinib,CrizotinibA=0, G=48 A=0.0, G=1.0 0.00001 810.427 48 A=0/0, G=23/25

chr18:21119777 A/A G A SNV NPC1 NPC1:exonic:NM_000271.4 1 100 18 synonymous NM_000271.4c.2793C>T p.(=) 4.74 0.98(COSM437978),0.98(COSM5905079)MMPL family,Niemann-Pick C1 N terminus,Patched family,Sterol-sensing domain of SREBP cleavage-activationrs1140458 0.4698 YES 6.266E-1 (pos.21119777) acute_myeloid_leukaemia,basal_cell_carcinomaNPC1 gene,Nasopharyngeal carcinoma 1Golgi apparatus,adult walking behavior,autophagy,bile acid metabolic process,cellular response to low-density lipoprotein particle stimulus,cellular response to steroid hormone stimulus,cholesterol binding,cholesterol efflux,cholesterol homeostasis,cholesterol metabolic process,cholesterol transport,endocytosis,endoplasmic reticulum,establishment of protein localization to membrane,extracellular exosome,extracellular region,integral component of membrane,integral component of plasma membrane,late endosome membrane,lipid transport,lipid transporter activity,low-density lipoprotein particle clearance,lysosomal membrane,lysosomal transport,lysosome,membrane,membrane raft,membrane raft organization,negative regulation of cell death,negative regulation of macroautophagy,nuclear envelope,perinuclear region of cytoplasm,positive regulation of cholesterol homeostasis,protein binding,protein glycosylation,receptor activity,response to cadmium ion,response to drug,signal transduction,sterol transporter activity,transmeArterial Occlusive Diseases;Arteriosclerosis;Articulation Disorders;Ataxia;Atherosclerosis;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Cardiovascular Diseases;Central Nervous System Diseases;Communication Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Digestive System Diseases;Dysarthria;Dyskinesias;Eye Diseases;Genetic Diseases, Inborn;Hemic and Lymphatic Diseases;Histiocytosis;Histiocytosis, Non-Langerhans-Cell;Language Disorders;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Liver Cirrhosis;Liver Diseases;Lymphatic Diseases;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Niemann-Pick Disease, Type C;Niemann-Pick Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Ocular Motility Disorders;Ophthalmoplegia;Overnutrition;Paralysis;Speech DisorBenign/Likely benignG=0, A=88 G=0.0, A=1.0 0.00001 1451.89 88 G=0/0, A=51/37

chr2:30790818 T/T G T SNV LCLAT1 LCLAT1:intronic:NM_001002257.2 1 100 intronic NM_001002257.2c.512-108G>Tp.? -0.97 Acyltransferase,Acyltransferase C-terminusrs6759011 YES Lysocardiolipin acyltransferase 11-acylglycerol-3-phosphate O-acyltransferase activity,CDP-diacylglycerol biosynthetic process,O-acyltransferase activity,cardiolipin acyl-chain remodeling,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,metabolic process,multicellular organism development,phosphatidic acid biosynthetic process,protein binding,transferase activity, transferring acyl groupsG=0, T=123 G=0.0, T=1.0 0.00001 1993.76 123 G=0/0, T=61/62

chr2:30791152 G/G A G SNV LCLAT1 LCLAT1:intronic:NM_001002257.2 1 100 intronic NM_001002257.2c.628+110A>Gp.? 0.09 Acyltransferase,Acyltransferase C-terminusrs6749074 YES Lysocardiolipin acyltransferase 11-acylglycerol-3-phosphate O-acyltransferase activity,CDP-diacylglycerol biosynthetic process,O-acyltransferase activity,cardiolipin acyl-chain remodeling,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,membrane,metabolic process,multicellular organism development,phosphatidic acid biosynthetic process,protein binding,transferase activity, transferring acyl groupsA=0, G=37 A=0.0, G=1.0 0.00001 583.488 37 A=0/0, G=15/22

chr2:31133939 G/C G C SNV GALNT14 GALNT14:intronic:NM_001253826.1 1 57.14 intronic NM_001253826.1c.1516-14C>Gp.? 0.52 Glycosyl transferase family 2,Ricin-type beta-trefoil lectin domainrs2278079,rs750350211,rs7629586870.2433 YES 0.0 (pos.31133936),2.162E-1;0.0 (pos.31133939)UDP-N-acetyl-alpha-D-galactosamine:polypeptide N-acetylgalactosaminyltransferase 14Golgi membrane,O-glycan processing,carbohydrate binding,integral component of membrane,metal ion binding,polypeptide N-acetylgalactosaminyltransferase activityCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaG=9, C=12 G=0.4286, C=0.5714 0.00001 112.836 21 G=8/1, C=6/6

chr2:31467351 T/A T A SNV EHD3 EHD3:intronic:NM_014600.2 1 50 intronic NM_014600.2c.404+35T>Ap.? 0.07 50S ribosome-binding GTPase,Cytoskeletal-regulatory complex EF hand,Dynamin family,N-terminal EH-domain containing proteinrs2295473 0.4234 YES 8.088E-1 (pos.31467351) EH domain-containing 3ATP binding,GTP binding,Golgi to lysosome transport,blood coagulation,calcium ion binding,ciliary pocket membrane,cilium assembly,cytoplasm,cytosol,early endosome to Golgi transport,endocytic recycling,endocytic vesicle,endosome membrane,focal adhesion,myelin sheath,nucleic acid binding,nucleus,perinuclear region of cytoplasm,positive regulation of voltage-gated calcium channel activity,protein binding,protein homooligomerization,protein localization to plasma membrane,protein transport,receptor recycling,recycling endosome membrane,regulation of Golgi organization,regulation of cardiac conduction,regulation of cardiac muscle cell membrane potential,regulation of cardiac muscle contractionLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeT=15, A=15 T=0.5, A=0.5 0.00001 137.114 30 T=12/3, A=8/7

chr2:31571241 C/C G C SNV XDH XDH:intronic:NM_000379.3 1 100 intronic NM_000379.3c.3052-12C>Gp.? 0.23 2Fe-2S binding domain,2Fe-2S iron-sulfur cluster binding domain,Aldehyde oxidase and xanthine dehydrogenase, a/b hammerhead domain,CO dehydrogenase flavoprotein C-terminal domain,FAD binding domain in molybdopterin dehydrogenase,Molybdopterin-binding domain of aldehyde dehydrogenasers13415401 0.2405 YES 8.503E-1 (pos.31571241) Xanthine dehydrogenase (xanthine oxidase)2 iron, 2 sulfur cluster binding,activation of cysteine-type endopeptidase activity involved in apoptotic process,cytosol,electron transfer activity,electron transport chain,extracellular space,flavin adenine dinucleotide binding,iron ion binding,lactation,molybdopterin cofactor binding,negative regulation of endothelial cell differentiation,negative regulation of endothelial cell proliferation,negative regulation of gene expression,negative regulation of protein kinase B signaling,negative regulation of protein phosphorylation,negative regulation of vascular endothelial growth factor signaling pathway,negative regulation of vasculogenesis,oxidoreductase activity, acting on CH-OH group of donors,oxidoreductase activity, acting on the aldehyde or oxo group of donors,peroxisome,positive regulation of p38MAPK cascade,positive regulation of reactive oxygen species metabolic process,protein homodimerization activity,purine nucleotide catabolic process,sarcoplasmic reticulum,xanthine catabolic process,xanthine dehyAutistic Disorder;Blood Platelet Disorders;Brain Diseases;Brain Infarction;Brain Ischemia;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Depressive Disorder;Depressive Disorder, Major;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Embolism;Embolism and Thrombosis;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Heart Failure;Hematologic Diseases;Hemic and Lymphatic Diseases;Infarction, Middle Cerebral Artery;Intracranial Arterial Diseases;Kidney Diseases;Lung Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mood Disorders;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nervous System DisAldesleukin,Allopurinol,Azathioprine,Carboplatin,Carvedilol,Chlorphenesin,Cisplatin,Daunorubicin,Deferoxamine,Doxorubicin,Eniluracil,Febuxostat,Flavin adenine dinucleotide,Inosine,L-Carnitine,Menadione,Mercaptopurine,NADH,Nitrofural,Oxypurinol,Procarbazine,Pyrazinamide,Spermine,Topiroxostat,Trifluoperazine,Y-700,dioxothiomolybdenum(VI) ionBenign G=0, C=60 G=0.0, C=1.0 0.00001 903.528 60 G=0/0, C=37/23

chr18:21140432 C/C T C SNV NPC1 NPC1:exonic:NM_000271.4 1 100 6 missense NM_000271.4c.644A>G p.His215Arg 0.59 0.5 29 0 MMPL family,Niemann-Pick C1 N terminus,Patched family,Sterol-sensing domain of SREBP cleavage-activationrs1805081 0.4026 YES 2.384E-1 (pos.21140432) NPC1 gene,Nasopharyngeal carcinoma 1Golgi apparatus,adult walking behavior,autophagy,bile acid metabolic process,cellular response to low-density lipoprotein particle stimulus,cellular response to steroid hormone stimulus,cholesterol binding,cholesterol efflux,cholesterol homeostasis,cholesterol metabolic process,cholesterol transport,endocytosis,endoplasmic reticulum,establishment of protein localization to membrane,extracellular exosome,extracellular region,integral component of membrane,integral component of plasma membrane,late endosome membrane,lipid transport,lipid transporter activity,low-density lipoprotein particle clearance,lysosomal membrane,lysosomal transport,lysosome,membrane,membrane raft,membrane raft organization,negative regulation of cell death,negative regulation of macroautophagy,nuclear envelope,perinuclear region of cytoplasm,positive regulation of cholesterol homeostasis,protein binding,protein glycosylation,receptor activity,response to cadmium ion,response to drug,signal transduction,sterol transporter activity,transmeArterial Occlusive Diseases;Arteriosclerosis;Articulation Disorders;Ataxia;Atherosclerosis;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Cardiovascular Diseases;Central Nervous System Diseases;Communication Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Digestive System Diseases;Dysarthria;Dyskinesias;Eye Diseases;Genetic Diseases, Inborn;Hemic and Lymphatic Diseases;Histiocytosis;Histiocytosis, Non-Langerhans-Cell;Language Disorders;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Liver Cirrhosis;Liver Diseases;Lymphatic Diseases;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Niemann-Pick Disease, Type C;Niemann-Pick Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Ocular Motility Disorders;Ophthalmoplegia;Overnutrition;Paralysis;Speech DisorBenign/Likely benignT=0, C=26 T=0.0, C=1.0 0.00001 371.415 26 T=0/0, C=11/15

chr2:32369901 C/C T C SNV SPAST SPAST:intronic:NM_014946.3 1 100 intronic NM_014946.3c.1617-105T>Cp.? -1.15 ATPase family associated with various cellular activities (AAA),Holliday junction DNA helicase ruvB N-terminus,Vps4 C terminal oligomerisation domainrs2365556 YES Spastin ATP binding,ER to Golgi vesicle-mediated transport,ESCRT III complex,alpha-tubulin binding,anterograde axonal transport,axon cytoplasm,axonal transport of mitochondrion,beta-tubulin binding,cell differentiation,cytokinetic process,cytoplasm,cytoplasmic vesicle,cytoskeleton-dependent cytokinesis,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum tubular network,endosome,exit from mitosis,extracellular exosome,lipid droplet,membrane fission,metabolic process,microtubule,microtubule binding,microtubule bundle formation,microtubule cytoskeleton,microtubule organizing center,microtubule severing,microtubule-severing ATPase activity,midbody,mitotic cytokinesis,mitotic spindle disassembly,nervous system development,nuclear envelope reassembly,nuclear membrane,nucleoplasm,nucleus,perinuclear region of cytoplasm,positive regulation of cytokinesis,protein binding,protein complex binding,protein hexamerization,protein homooligomerization,spindleCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Spastic Paraplegia, HereditaryT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=11/9

chr2:32620722 A/T A T SNV BIRC6 BIRC6:intronic:NM_016252.3 1 53.49 intronic NM_016252.3c.1034+61A>Tp.? 0.53 Baculoviral IAP repeat-containing protein 6,Inhibitor of Apoptosis domain,Ubiquitin-conjugating enzymers3731581 0.0943 YES Baculoviral IAP repeat-containing protein-6Flemming body,Golgi apparatus,apoptotic process,cell cycle,cell division,cysteine-type endopeptidase inhibitor activity,endosome,intracellular membrane-bounded organelle,labyrinthine layer development,membrane,microtubule organizing center,midbody,negative regulation of apoptotic process,negative regulation of endopeptidase activity,negative regulation of extrinsic apoptotic signaling pathway,positive regulation of cell proliferation,protein binding,protein phosphorylation,protein ubiquitination,regulation of cell proliferation,regulation of cytokinesis,spindle pole,spongiotrophoblast layer development,trans-Golgi network,ubiquitin conjugating enzyme activity,ubiquitin-protein transferase activityA=40, T=46 A=0.4651, T=0.5349 0.00001 496.542 86 A=17/23, T=24/22

chr2:32712875 C/C A C SNV BIRC6 BIRC6:intronic:NM_016252.3 1 100 intronic NM_016252.3c.7968+7A>Cp.? -0.71 Baculoviral IAP repeat-containing protein 6,Inhibitor of Apoptosis domain,Ubiquitin-conjugating enzymers2366891 YES 1.0 (pos.32712875) Baculoviral IAP repeat-containing protein-6Flemming body,Golgi apparatus,apoptotic process,cell cycle,cell division,cysteine-type endopeptidase inhibitor activity,endosome,intracellular membrane-bounded organelle,labyrinthine layer development,membrane,microtubule organizing center,midbody,negative regulation of apoptotic process,negative regulation of endopeptidase activity,negative regulation of extrinsic apoptotic signaling pathway,positive regulation of cell proliferation,protein binding,protein phosphorylation,protein ubiquitination,regulation of cell proliferation,regulation of cytokinesis,spindle pole,spongiotrophoblast layer development,trans-Golgi network,ubiquitin conjugating enzyme activity,ubiquitin-protein transferase activityA=0, C=73 A=0.0, C=1.0 0.00001 1150.04 73 A=0/0, C=30/43

chr7:44579826 C/T C T SNV NPC1L1 NPC1L1:exonic:NM_013389.2 1 57.89 2 missense NM_013389.2c.170G>A p.Cys57Tyr 6.75 0 194 1 Niemann-Pick C1 N terminus,Patched family,Sterol-sensing domain of SREBP cleavage-activationrs150484803 1.00E-04 0.0;0.0 (pos.44579826) NPC1-like 1 Rab GTPase binding,apical plasma membrane,brush border membrane,cholesterol biosynthetic process,cholesterol transport,cytoplasmic vesicle membrane,drug binding,integral component of membrane,intestinal cholesterol absorption,intestinal lipid absorption,lipid transport,lipid transporter activity,lipoprotein metabolic process,myosin V binding,plasma membrane,protein binding,response to drugEzetimibe C=16, T=22 C=0.4211, T=0.5789 0.00001 249.054 38 C=5/11, T=12/10

chr2:32961745 A/A T A SNV TTC27 TTC27:intronic:NM_017735.4 1 100 intronic NM_017735.4c.1330-16T>Ap.? -0.11 Tetratricopeptide repeatrs10200333 3.00E-04 1.0;0.0 (pos.32961745) biological_process,cellular_component,molecular_functionT=0, A=27 T=0.0, A=1.0 0.00001 388.547 27 T=0/0, A=12/15

chr1:5926507 T/C T C SNV NPHP4 NPHP4:exonic:NM_015102.4 1 45.45 26 synonymous NM_015102.4c.3570A>G p.(=) 0.29 0.02(COSM1126976) rs555164 0.4197 YES 3.327E-1 (pos.5926507) adenocarcinoma,ductal_carcinomaNephrocystin 4actin cytoskeleton organization,bicellular tight junction,cell-cell adhesion,cell-cell junction,centrosome,ciliary basal body,ciliary basal body-plasma membrane docking,ciliary base,cytoskeleton,cytosol,flagellated sperm motility,hippo signaling,membrane,negative regulation of canonical Wnt signaling pathway,non-motile cilium,nucleus,photoreceptor cell maintenance,photoreceptor cell outer segment organization,photoreceptor connecting cilium,positive regulation of bicellular tight junction assembly,protein binding,retina development in camera-type eye,ribbon synapse,signal transduction,structural molecule activity,visual behaviorCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Kidney Diseases;Kidney Diseases, Cystic;Leber Congenital Amaurosis;Male Urogenital Diseases;Nervous System Diseases;Neurodegenerative Diseases;Optic Atrophies, Hereditary;Optic Atrophy;Optic Nerve Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Urologic DiseasesBenign T=18, C=15 T=0.5455, C=0.4545 0.00001 143.084 33 T=14/4, C=12/3

chr2:33413949 A/A G A SNV LTBP1 LTBP1:intronic:NM_206943.2 1 100 intronic NM_206943.2c.1701+31G>Ap.? -0.37 Calcium-binding EGF domain,Complement Clr-like EGF-like,Human growth factor-like EGF,TB domainrs4542826 0.4374 YES 4.334E-1 (pos.33413949) Latent transforming growth factor beta binding protein 1aorta development,calcium ion binding,cellular protein metabolic process,coronary vasculature development,endoplasmic reticulum lumen,extracellular matrix,extracellular region,extracellular space,microfibril,microfibril binding,post-translational protein modification,protein binding,protein complex,proteinaceous extracellular matrix,sequestering of TGFbeta in extracellular matrix,transforming growth factor beta binding,transforming growth factor beta-activated receptor activity,transmembrane receptor protein serine/threonine kinase signaling pathway,ventricular septum developmentG=0, A=67 G=0.0, A=1.0 0.00001 1034.43 67 G=0/0, A=37/30

chr1:179544898 C/C T C SNV NPHS2 NPHS2:exonic:NM_014625.3 1 100 1 synonymous NM_014625.3c.102A>G p.(=) -0.45 0.01(COSM3749013)SPFH domain / Band 7 familyrs1079292 0.0067 YES 9.812E-1 (pos.179544898)adenocarcinoma,neoplasmPodocin actin cytoskeleton reorganization,cell-cell junction,endoplasmic reticulum,excretion,extracellular exosome,integral component of plasma membrane,intrinsic component of the cytoplasmic side of the plasma membrane,membrane raft,metanephric glomerular visceral epithelial cell development,plasma membrane,protein binding,protein complex,slit diaphragmAlbuminuria;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nephrosis;Nephrotic Syndrome;Proteinuria;Urination Disorders;Urologic DiseasesBenign T=0, C=56 T=0.0, C=1.0 0.00001 832.101 56 T=0/0, C=15/41

chr2:3469506 C/C T C SNV TRAPPC12 TRAPPC12:intronic:NM_016030.5 1 100 intronic NM_016030.5c.1776+40T>Cp.? -3.06 Tetratricopeptide repeatrs35561008 0.1148 YES 1.561E-2 (pos.3469506) Trafficking protein particle complex, subunit 12ER to Golgi vesicle-mediated transport,Golgi organization,Rab guanyl-nucleotide exchange factor activity,TRAPP complex,cytosol,endopeptidase activity,endoplasmic reticulum-Golgi intermediate compartment,kinetochore,metaphase plate congression,nucleus,perinuclear region of cytoplasm,positive regulation of protein localization to kinetochore,protein binding,protein oligomerization,proteolysis,regulation of kinetochore assembly,regulation of molecular functionT=0, C=226 T=0.0, C=1.0 0.00001 3753.58 226 T=0/0, C=89/137

chr17:79596811 T/T C T SNV NPLOC4 NPLOC4:exonic:NM_017921.3 1 100 2 synonymous NM_017921.3c.36G>A p.(=) -3.1 0.01(COSM3756029),0.01(COSM3756030)NPL4 family,NPL4 family, putative zinc binding region,Nuclear pore localisation protein NPL4,Zn-finger in Ran binding protein and othersrs9894429 0.4618 YES 7.705E-1 (pos.79596811) adenocarcinoma Golgi organization,UFD1-NPL4 complex,VCP-NPL4-UFD1 AAA ATPase complex,cytosol,endoplasmic reticulum,error-free translesion synthesis,metal ion binding,negative regulation of RIG-I signaling pathway,negative regulation of type I interferon production,nuclear outer membrane-endoplasmic reticulum membrane network,nucleoplasm,nucleus,protein binding,retrograde protein transport, ER to cytosol,ubiquitin binding,ubiquitin protein ligase binding,ubiquitin-dependent ERAD pathway,ubiquitin-dependent protein catabolic processC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=15/6

chr4:106861730 G/G A G SNV NPNT NPNT:exonic:NM_001184691.1 1 100 8 missense NM_001184691.1c.790A>G p.Ile264Val 0.59 0.12 29 0 Calcium-binding EGF domain,Complement Clr-like EGF-like,Cysteine rich repeat,EGF domain,Human growth factor-like EGF,MAM domain, meprin/A5/murs4340795 0.0905 YES 9.994E-1 (pos.106861730) Nephronectinbasement membrane,branching involved in ureteric bud morphogenesis,calcium ion binding,cell-cell adhesion mediated by integrin,cell-matrix adhesion,cellular response to tumor necrosis factor,establishment of protein localization,extracellular exosome,extracellular matrix organization,extracellular region,integrin alpha8-beta1 complex,integrin binding,membrane,pilomotor reflex,positive regulation of ERK1 and ERK2 cascade,positive regulation of alkaline phosphatase activity,positive regulation of cell-substrate adhesion,positive regulation of osteoblast differentiation,positive regulation of smooth muscle contraction,positive regulation of transcription from RNA polymerase II promoter involved in smooth muscle cell differentiation,positive regulation of transforming growth factor beta receptor signaling pathway,proteinaceous extracellular matrix,smooth muscle contractile fiber,ureteric bud developmentA=0, G=34 A=0.0, G=1.0 0.00001 524.173 34 A=0/0, G=14/20

chr2:3504819 G/G A G SNV ADI1 ADI1:intronic:NM_018269.3 1 100 intronic NM_018269.3c.241-55T>Cp.? -0.17 ARD/ARD' family,AraC-like ligand binding domain,Cupin domainrs34240449 YES Acireductone dioxygenase 1L-methionine salvage from methylthioadenosine,acireductone dioxygenase iron(II)-requiring activity,cytoplasm,cytosol,metal ion binding,nucleus,oxidation-reduction process,oxidoreductase activity,plasma membrane,protein bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsIsopropyl Alcohol A=0, G=94 A=0.0, G=1.0 0.00001 1576.12 94 A=0/0, G=54/40

chr2:3623540 G/G A G SNV RPS7 RPS7:intronic:NM_001011.3 1 100 intronic NM_001011.3c.147+62A>Gp.? -1.57 Ribosomal protein S7ers3087873 0.2348 YES Ribosomal protein S790S preribosome,RNA binding,SRP-dependent cotranslational protein targeting to membrane,centrosome,cytoplasmic translation,cytosol,cytosolic small ribosomal subunit,extracellular exosome,extracellular matrix,focal adhesion,intracellular ribonucleoprotein complex,mRNA 3'-UTR binding,mRNA 5'-UTR binding,membrane,negative regulation of protein ubiquitination involved in ubiquitin-dependent protein catabolic process,negative regulation of ubiquitin protein ligase activity,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleolus,nucleoplasm,nucleus,poly(U) RNA binding,positive regulation of gene expression,positive regulation of intrinsic apoptotic signaling pathway by p53 class mediator,protein binding,protein complex,protein kinase binding,protein stabilization,rRNA processing,ribosomal small subunit biogenesis,ribosome,small-subunit processome,structural constituent of ribosome,translation,translational initiation,ubiquitin ligase inhibitor activity,viral transcriptionAnemia;Anemia, Aplastic;Anemia, Diamond-Blackfan;Anemia, Hypoplastic, Congenital;Bone Marrow Diseases;Breast Diseases;Breast Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Neoplasms;Neoplasms by Site;Red-Cell Aplasia, Pure;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=109 A=0.0, G=1.0 0.00001 1718.93 109 A=0/0, G=49/60

chr2:3625393 G/A G A SNV RPS7 RPS7:intronic:NM_001011.3 1 45.83 intronic NM_001011.3c.356+29G>Ap.? 0.12 Ribosomal protein S7ers113127192 0.0126 YES 0.0 (pos.3625393) Ribosomal protein S790S preribosome,RNA binding,SRP-dependent cotranslational protein targeting to membrane,centrosome,cytoplasmic translation,cytosol,cytosolic small ribosomal subunit,extracellular exosome,extracellular matrix,focal adhesion,intracellular ribonucleoprotein complex,mRNA 3'-UTR binding,mRNA 5'-UTR binding,membrane,negative regulation of protein ubiquitination involved in ubiquitin-dependent protein catabolic process,negative regulation of ubiquitin protein ligase activity,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleolus,nucleoplasm,nucleus,poly(U) RNA binding,positive regulation of gene expression,positive regulation of intrinsic apoptotic signaling pathway by p53 class mediator,protein binding,protein complex,protein kinase binding,protein stabilization,rRNA processing,ribosomal small subunit biogenesis,ribosome,small-subunit processome,structural constituent of ribosome,translation,translational initiation,ubiquitin ligase inhibitor activity,viral transcriptionAnemia;Anemia, Aplastic;Anemia, Diamond-Blackfan;Anemia, Hypoplastic, Congenital;Bone Marrow Diseases;Breast Diseases;Breast Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Neoplasms;Neoplasms by Site;Red-Cell Aplasia, Pure;Skin Diseases;Skin and Connective Tissue DiseasesG=13, A=11 G=0.5417, A=0.4583 0.00001 93.4399 24 G=9/4, A=5/6

chr2:37088083 T/T C T SNV STRN STRN:intronic:NM_003162.3 1 100 intronic NM_003162.3c.1669+192G>Ap.? -1.37 Striatin family,WD domain, G-beta repeatrs2540935 YES Striatin, calmodulin-binding proteinWnt signaling pathway,armadillo repeat domain binding,bicellular tight junction,bicellular tight junction assembly,calmodulin binding,cytoplasm,dendrite development,dendritic spine,estrogen receptor binding,locomotory behavior,membrane,negative regulation of cell proliferation,neuronal cell body,postsynaptic density,postsynaptic membrane,protein binding,protein complex binding,protein phosphatase 2A binding,protein phosphatase type 2A complexC=0, T=64 C=0.0, T=1.0 0.00001 958.435 64 C=0/0, T=41/23

chr2:37094945 G/G A G SNV STRN STRN:intronic:NM_003162.3 1 100 intronic NM_003162.3c.1547+12T>Cp.? -1.38 Striatin family,WD domain, G-beta repeatrs2540923 0.0129 YES 9.995E-1 (pos.37094945) Striatin, calmodulin-binding proteinWnt signaling pathway,armadillo repeat domain binding,bicellular tight junction,bicellular tight junction assembly,calmodulin binding,cytoplasm,dendrite development,dendritic spine,estrogen receptor binding,locomotory behavior,membrane,negative regulation of cell proliferation,neuronal cell body,postsynaptic density,postsynaptic membrane,protein binding,protein complex binding,protein phosphatase 2A binding,protein phosphatase type 2A complexA=0, G=33 A=0.0, G=1.0 0.00001 504.256 33 A=0/0, G=14/19

chr17:78444658 G/G T G SNV NPTX1 NPTX1:exonic:NM_002522.3 1 100 5 synonymous NM_002522.3c.1254A>C p.(=) -6.13 0.01(COSM1130122)Concanavalin A-like lectin/glucanases superfamily,Pentaxin familyrs12943620 0.2181 YES 7.647E-1;0.0 (pos.78444658)adenocarcinoma,neoplasmPentraxin I, neuronalaxonogenesis involved in innervation,central nervous system development,chemical synaptic transmission,metal ion binding,transport,transport vesicleT=0, G=38 T=0.0, G=1.0 0.00001 603.776 38 T=0/0, G=14/24

chr2:37317869 T/T C T SNV GPATCH11 GPATCH11:intronic:NM_174931.3 1 100 intronic NM_174931.3c.394+4C>Tp.? 0.15 Domain of unknown function (DUF4187),G-patch domainrs4670654 YES 1.0 (pos.37317869) condensed chromosome kinetochore,kinetochore,nucleic acid binding,protein bindingC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=13/8

chr2:37402270 G/G C G SNV SULT6B1 SULT6B1:intronic:NM_001032377.1 1 100 intronic NM_001032377.1c.510+5G>Cp.? 3.19 Sulfotransferase domainrs11569755 0.3629 YES 2.019E-1 (pos.37402270) Sulfotransferase family 6B, member 13'-phosphoadenosine 5'-phosphosulfate metabolic process,aryl sulfotransferase activity,cytosol,sulfotransferase activityC=0, G=25 C=0.0, G=1.0 0.00001 353.018 25 C=0/0, G=15/10

chr2:37402373 G/G A G SNV SULT6B1 SULT6B1:intronic:NM_001032377.1 1 100 intronic NM_001032377.1c.416-4T>C p.? 2.16 Sulfotransferase domainrs11569758 0.3629 YES 2.045E-1;0.0 (pos.37402373) Sulfotransferase family 6B, member 13'-phosphoadenosine 5'-phosphosulfate metabolic process,aryl sulfotransferase activity,cytosol,sulfotransferase activityA=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=15/12

chr7:24325009 A/A G A SNV NPY NPY:exonic:NM_000905.3 1 100 2 synonymous NM_000905.3c.150G>A p.(=) -0.34 0.14(COSM1450096)Pancreatic hormone peptiders5573 0.4999 YES 6.555E-1;0.0 (pos.24325009)adenocarcinomaNeuropeptide YG-protein coupled receptor activity,G-protein coupled receptor binding,G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,Golgi apparatus,adult feeding behavior,behavior,blood circulation,calcium channel regulator activity,calcium ion transport,cell,cell proliferation,central nervous system neuron development,cerebral cortex development,chemical synaptic transmission,digestion,extracellular region,extracellular space,feeding behavior,movement of cell or subcellular component,neuron projection development,neuropeptide hormone activity,neuropeptide signaling pathway,positive regulation of appetite,receptor binding,regulation of appetite,regulation of blood pressure,regulation of receptor activityAirway Obstruction;Alcohol-Related Disorders;Alcoholism;Alzheimer Disease;Anxiety Disorders;Asthma;Brain Diseases;Brain Infarction;Brain Ischemia;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Infarction;Cerebrovascular Disorders;Cocaine-Related Disorders;Dementia;Depressive Disorder;Dyskinesias;Epilepsies, Partial;Epilepsy;Epilepsy, Temporal Lobe;Hyperkinesis;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Memory Disorders;Mental Disorders;Mood Disorders;Muscle Hypertonia;Muscle Rigidity;Muscular Diseases;Musculoskeletal Diseases;Nasal Obstruction;Nervous System Diseases;Neurobehavioral Manifestations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Nose Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Peripheral Nervous System DiseasesAlpha-Aminoisobutyric Acid,L-TyrosinamideG=0, A=99 G=0.0, A=1.0 0.00001 1681.1 99 G=0/0, A=63/36

chr7:24329133 T/T C T SNV NPY NPY:exonic:NM_000905.3 1 100 3 synonymous NM_000905.3c.204C>T p.(=) -0.35 0.2(COSM3762595)Pancreatic hormone peptiders5574 0.4685 YES 3.558E-1 (pos.24329133) acute_myeloid_leukaemia,adenocarcinomaNeuropeptide YG-protein coupled receptor activity,G-protein coupled receptor binding,G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,Golgi apparatus,adult feeding behavior,behavior,blood circulation,calcium channel regulator activity,calcium ion transport,cell,cell proliferation,central nervous system neuron development,cerebral cortex development,chemical synaptic transmission,digestion,extracellular region,extracellular space,feeding behavior,movement of cell or subcellular component,neuron projection development,neuropeptide hormone activity,neuropeptide signaling pathway,positive regulation of appetite,receptor binding,regulation of appetite,regulation of blood pressure,regulation of receptor activityAirway Obstruction;Alcohol-Related Disorders;Alcoholism;Alzheimer Disease;Anxiety Disorders;Asthma;Brain Diseases;Brain Infarction;Brain Ischemia;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Infarction;Cerebrovascular Disorders;Cocaine-Related Disorders;Dementia;Depressive Disorder;Dyskinesias;Epilepsies, Partial;Epilepsy;Epilepsy, Temporal Lobe;Hyperkinesis;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Memory Disorders;Mental Disorders;Mood Disorders;Muscle Hypertonia;Muscle Rigidity;Muscular Diseases;Musculoskeletal Diseases;Nasal Obstruction;Nervous System Diseases;Neurobehavioral Manifestations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Nose Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Peripheral Nervous System DiseasesAlpha-Aminoisobutyric Acid,L-TyrosinamideC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=15/8

chr2:3749943 T/TCTC T TCTC INDEL ALLC ALLC:intronic:NM_018436.3 3 50 intronic NM_018436.3c.976-10T>TCTCp.? 0.67 Allantoicase repeat Allantoicaseallantoicase activity,allantoin catabolic process T=12, TCTC=12T=0.5, TCTC=0.5 0.00001 106.71 24 T=12/0, TCTC=7/5

chr2:38178362 T/C T C SNV

RMDN2,RM

DN2-AS1 RMDN2-AS1:intronic_nc:NR_102712.1, RMDN2:intronic:NM_144713.41
50

intronic NR_102712.1, NM_144713.4c.18-14T>C p.? 1.1 rs2197561 0.2516 YES 6.944E-1 (pos.38178362) cytosol,integral component of membrane,microtubule,protein binding,spindle poleT=11, C=11 T=0.5, C=0.5 0.00001 94.7066 22 T=10/1, C=8/3

chr3:24006477 A/A T A SNV NR1D2 NR1D2:exonic:NM_005126.4 1 100 6 missense NM_005126.4c.1156T>A p.Leu386Met 6.02 1 15 0.001 0.49(COSM4591646)Ligand-binding domain of nuclear hormone receptor,Zinc finger, C4 type (two domains)rs4858097 1.0 (pos.24006477) squamous_cell_carcinomaNuclear receptor subfamily 1, group D, member 2DNA binding transcription factor activity,RNA polymerase II distal enhancer sequence-specific DNA binding,core promoter sequence-specific DNA binding,intracellular receptor signaling pathway,lipid homeostasis,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear receptor activity,nucleoplasm,nucleus,positive regulation of transcription, DNA-templated,protein binding,regulation of circadian rhythm,regulation of energy homeostasis,regulation of inflammatory response,regulation of lipid metabolic process,regulation of skeletal muscle cell differentiation,regulation of transcription, DNA-templated,rhythmic process,sequence-specific DNA binding,steroid hormone mediated signaling pathway,steroid hormone receptor activity,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II distal enhancer sequence-specific binding,zinc ion bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleT=0, A=26 T=0.0, A=1.0 0.00001 370.75 26 T=0/0, A=7/19

chr2:39045885 T/T C T SNV DHX57 DHX57:intronic:NM_198963.2 1 100 intronic NM_198963.2c.3471+134G>Ap.? -1.41 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-fold,RNA-binding, Nab2-type zinc finger,RWD domain,Zinc finger C-x8-C-x5-C-x3-H type (and similar)rs10176932 YES ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,helicase activity,metal ion binding,mitochondrion,protein bindingC=0, T=25 C=0.0, T=1.0 0.00001 353.015 25 C=0/0, T=16/9

chr3:119533910 T/C T C SNV NR1I2 NR1I2:exonic:NM_022002.2 1 95.45 6 synonymous NM_022002.2c.996T>C p.(=) -0.46 0(COSM4157158)Ligand-binding domain of nuclear hormone receptor,Zinc finger, C4 type (two domains)rs4058490 1.00E-04 1.0 (pos.119533910) neoplasm Nuclear receptor subfamily 1, group I, member 2DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,drug binding,drug export,exogenous drug catabolic process,intermediate filament cytoskeleton,intracellular receptor signaling pathway,negative regulation of transcription, DNA-templated,nuclear body,nuclear receptor activity,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,steroid hormone mediated signaling pathway,steroid hormone receptor activity,steroid metabolic process,thyroid hormone receptor activity,transcription coactivator activity,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific binding,xenobiotic metabolic process,xenobiotic transport,zinc ion bindingAdenocarcinoma;Barrett Esophagus;Carcinoma;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Digestive System Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Fatty Liver;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Glucose Metabolism Disorders;Head and Neck Neoplasms;Hepatomegaly;Hyperbilirubinemia, Neonatal;Hyperinsulinism;Hypophosphatemia;Infant, Newborn, Diseases;Infertility;Infertility, Female;Insulin Resistance;Jaundice, Neonatal;Liver Diseases;Metabolic Diseases;Metabolic Syndrome X;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Glandular and Epithelial;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Osteosarcoma;OvernutritioDocetaxel,Erlotinib,Estradiol,Ethinyl Estradiol,Hyperforin,Myrrh,N-(2,2,2-TRIFLUOROETHYL)-N-{4-2,2,2-TRIFLUORO-1-HYDROXY-1-(TRIFLUOROMETHYL)ETHYLPHENYL}BENZENESULFONAMIDE,Paclitaxel,Prasterone,Rifampicin,Rifaximin,Rilpivirine,SR12813,Vitamin ET=1, C=21 T=0.0455, C=0.9545 0.00001 271.83 22 T=0/1, C=3/18

chr19:17351535 A/A G A SNV NR2F6 NR2F6:exonic:NM_005234.3 1 100 2 synonymous NM_005234.3c.318C>T p.(=) 2.69 0.9(COSM3756447)Ligand-binding domain of nuclear hormone receptor,Zinc finger, C4 type (two domains)rs2288539 0.1081 YES 2.323E-1 (pos.17351535) adenocarcinomaNuclear receptor subfamily 2, group F, member 6DNA binding,DNA binding transcription factor activity,RNA polymerase II distal enhancer sequence-specific DNA binding,detection of temperature stimulus involved in sensory perception of pain,entrainment of circadian clock by photoperiod,intracellular receptor signaling pathway,negative regulation of transcription from RNA polymerase II promoter,neuron development,nuclear receptor activity,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,steroid hormone mediated signaling pathway,steroid hormone receptor activity,thyroid hormone receptor activity,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,zinc ion bindingBreast Diseases;Breast Neoplasms;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesG=0, A=31 G=0.0, A=1.0 0.00001 465.816 31 G=0/0, A=20/11

chr4:149356516 G/G A G SNV NR3C2 NR3C2:exonic:NM_000901.4 1 100 2 synonymous NM_000901.4c.1497T>C p.(=) 0.8 Ligand-binding domain of nuclear hormone receptor,Zinc finger, C4 type (two domains)rs5525 0.1091 YES 8.567E-1;0.0 (pos.149356516) Nuclear receptor subfamily 3, group C, member 2 (mineralocorticoid receptor; aldosterone receptor)DNA binding transcription factor activity,cytosol,endoplasmic reticulum membrane,nucleoplasm,nucleus,protein binding,receptor complex,regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,steroid binding,steroid hormone mediated signaling pathway,steroid hormone receptor activity,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,zinc ion bindingCardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Heart Diseases;Heart Failure;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Myocardial Infarction;Myocardial Ischemia;Nutritional and Metabolic Diseases;Pseudohypoaldosteronism;Renal Tubular Transport, Inborn Errors;Urologic Diseases;Vascular Diseases;Ventricular Dysfunction;Ventricular Dysfunction, Left(11-BETA)-11,21-DIHYDROXY-PREGN-4-ENE-3,20-DIONE,Aldosterone,Desoxycorticosterone Pivalate,Drospirenone,Eplerenone,Felodipine,Fludrocortisone,Fluticasone propionate,Nimodipine,Progesterone,SpironolactoneBenign A=0, G=70 A=0.0, G=1.0 0.00001 1092.09 70 A=0/0, G=37/33

chr10:115393929 A/A G A SNV NRAP NRAP:exonic:NM_001261463.1 1 100 15 missense NM_001261463.1c.1469C>T p.Ser490Leu 2.95 0.02 145 0.008 0.89(COSM1179743)LIM domain,Nebulin repeatrs3189030 0.3084 YES 4.384E-1 (pos.115393929)acute_myeloid_leukaemia,adenoma,basal_cell_carcinoma,neoplasmNebulin-related anchoring protein,Nucleolar protein 6actin binding,biological_process,fascia adherens,metal ion binding,muscle alpha-actinin binding,muscle tendon junction,myofibril,protein binding,vinculin bindingG=0, A=143 G=0.0, A=1.0 0.00001 2408.64 143 G=0/0, A=92/51

chr2:39224351 T/T G T SNV SOS1 SOS1:intronic:NM_005633.3 1 100 intronic NM_005633.3c.2964+43C>Ap.? -0.4 Core histone H2A/H2B/H3/H4,PH domain,RasGEF N-terminal motif,RasGEF domain,RhoGEF domainrs1454223 0.0631 YES 8.246E-1 (pos.39224351) Son of sevenless, Drosophila, homolog of, 1B cell homeostasis,DNA binding,ERBB2 signaling pathway,Fc-epsilon receptor signaling pathway,G-protein coupled receptor signaling pathway,GTPase activator activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Ras protein signal transduction,Rho guanyl-nucleotide exchange factor activity,SH3 domain binding,axon guidance,blood vessel morphogenesis,cardiac atrium morphogenesis,cytoplasm,cytosol,epidermal growth factor receptor signaling pathway,eyelid development in camera-type eye,guanyl-nucleotide exchange factor activity,hair follicle development,heart trabecula morphogenesis,insulin receptor signaling pathway,intracellular,leukocyte migration,midbrain morphogenesis,multicellular organism growth,neuronal cell body,neurotrophin TRK receptor signaling pathway,palate development,pericardium morphogenesis,plasma membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of epidermal growth factor receptor signaling pathway,positive regulation of smaCardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Fibromatosis, Gingival;Gingival Diseases;Gingival Overgrowth;Heart Defects, Congenital;Heart Diseases;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Noonan Syndrome;Periodontal Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign G=0, T=187 G=0.0, T=1.0 0.00001 3128.38 187 G=0/0, T=94/93

chr2:39281730 C/C G C SNV SOS1 SOS1:intronic:NM_005633.3 1 100 intronic NM_005633.3c.720+25C>Gp.? -1.31 Core histone H2A/H2B/H3/H4,PH domain,RasGEF N-terminal motif,RasGEF domain,RhoGEF domainrs997344 0.0791 YES 8.3E-1 (pos.39281730) Son of sevenless, Drosophila, homolog of, 1B cell homeostasis,DNA binding,ERBB2 signaling pathway,Fc-epsilon receptor signaling pathway,G-protein coupled receptor signaling pathway,GTPase activator activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Ras protein signal transduction,Rho guanyl-nucleotide exchange factor activity,SH3 domain binding,axon guidance,blood vessel morphogenesis,cardiac atrium morphogenesis,cytoplasm,cytosol,epidermal growth factor receptor signaling pathway,eyelid development in camera-type eye,guanyl-nucleotide exchange factor activity,hair follicle development,heart trabecula morphogenesis,insulin receptor signaling pathway,intracellular,leukocyte migration,midbrain morphogenesis,multicellular organism growth,neuronal cell body,neurotrophin TRK receptor signaling pathway,palate development,pericardium morphogenesis,plasma membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of epidermal growth factor receptor signaling pathway,positive regulation of smaCardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Fibromatosis, Gingival;Gingival Diseases;Gingival Overgrowth;Heart Defects, Congenital;Heart Diseases;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Noonan Syndrome;Periodontal Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign G=0, C=39 G=0.0, C=1.0 0.00001 623.98 39 G=0/0, C=20/19

chr2:39282079 G/G A G SNV SOS1 SOS1:intronic:NM_005633.3 1 100 intronic NM_005633.3c.511-115T>Cp.? 0.43 Core histone H2A/H2B/H3/H4,PH domain,RasGEF N-terminal motif,RasGEF domain,RhoGEF domainrs2060987 YES Son of sevenless, Drosophila, homolog of, 1B cell homeostasis,DNA binding,ERBB2 signaling pathway,Fc-epsilon receptor signaling pathway,G-protein coupled receptor signaling pathway,GTPase activator activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Ras protein signal transduction,Rho guanyl-nucleotide exchange factor activity,SH3 domain binding,axon guidance,blood vessel morphogenesis,cardiac atrium morphogenesis,cytoplasm,cytosol,epidermal growth factor receptor signaling pathway,eyelid development in camera-type eye,guanyl-nucleotide exchange factor activity,hair follicle development,heart trabecula morphogenesis,insulin receptor signaling pathway,intracellular,leukocyte migration,midbrain morphogenesis,multicellular organism growth,neuronal cell body,neurotrophin TRK receptor signaling pathway,palate development,pericardium morphogenesis,plasma membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of epidermal growth factor receptor signaling pathway,positive regulation of smaCardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Fibromatosis, Gingival;Gingival Diseases;Gingival Overgrowth;Heart Defects, Congenital;Heart Diseases;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Noonan Syndrome;Periodontal Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=4/20

chr10:115405615 C/C T C SNV NRAP NRAP:exonic:NM_001261463.1 1 100 11 missense NM_001261463.1c.1079A>G p.Gln360Arg 1.74 0.54 43 0 0.43(COSM4997898)LIM domain,Nebulin repeatrs3127106 0.385 YES 7.177E-1 (pos.115405615)adenocarcinoma,ductal_carcinomaNebulin-related anchoring protein,Nucleolar protein 6actin binding,biological_process,fascia adherens,metal ion binding,muscle alpha-actinin binding,muscle tendon junction,myofibril,protein binding,vinculin bindingT=0, C=49 T=0.0, C=1.0 0.00001 835.802 49 T=0/0, C=27/22

chr2:43902511 C/C G C SNV

C1GALT1C1

L,PLEKHH2 PLEKHH2:intronic:NM_172069.3, C1GALT1C1L:utr_3:NM_001101330.21
100

intronic NM_172069.3, NM_001101330.2c.124-3491G>C, c.951C>Gp.?, p.? -1.61 FERM central domain,MyTH4 domain,PH domainrs755862 0.2792 YES 2.874E-1 (pos.43902511) Pleckstrin homology domain-containing protein, family H, member 2actin binding,cortical actin cytoskeleton,cytoplasm,cytoskeleton,identical protein binding,integral component of membrane,lamellipodium,negative regulation of actin filament depolymerization,plasma membrane,protein bindingG=0, C=57 G=0.0, C=1.0 0.00001 829.6 57 G=0/0, C=43/14

chr10:115405664 T/T C T SNV NRAP NRAP:exonic:NM_001261463.1 1 100 11 missense NM_001261463.1c.1030G>A p.Ala344Thr 1.97 0.27 58 0.234 0.63(COSM4997874)LIM domain,Nebulin repeatrs3121478 0.3851 YES 7.176E-1 (pos.115405664)ductal_carcinomaNebulin-related anchoring protein,Nucleolar protein 6actin binding,biological_process,fascia adherens,metal ion binding,muscle alpha-actinin binding,muscle tendon junction,myofibril,protein binding,vinculin bindingC=0, T=49 C=0.0, T=1.0 0.00001 831.616 49 C=0/0, T=27/22

chr10:115411614 G/G A G SNV NRAP NRAP:exonic:NM_001261463.1 1 100 7 missense NM_001261463.1c.623T>C p.Val208Ala 2.21 1 64 0 LIM domain,Nebulin repeatrs2154028 0.1078 YES 8.991E-1 (pos.115411614) Nebulin-related anchoring protein,Nucleolar protein 6actin binding,biological_process,fascia adherens,metal ion binding,muscle alpha-actinin binding,muscle tendon junction,myofibril,protein binding,vinculin bindingA=0, G=38 A=0.0, G=1.0 0.00001 603.784 38 A=0/0, G=26/12

chr10:115417289 A/A G A SNV NRAP NRAP:exonic:NM_001261463.1 1 100 4 synonymous NM_001261463.1c.300C>T p.(=) -0.28 LIM domain,Nebulin repeatrs1891762 0.1077 YES 8.994E-1;0.0 (pos.115417289) Nebulin-related anchoring protein,Nucleolar protein 6actin binding,biological_process,fascia adherens,metal ion binding,muscle alpha-actinin binding,muscle tendon junction,myofibril,protein binding,vinculin bindingG=0, A=112 G=0.0, A=1.0 0.00001 1776.44 112 G=0/0, A=61/51

chr2:43953664 A/G A G SNV PLEKHH2 PLEKHH2:intronic:NM_172069.3 1 95.45 intronic NM_172069.3c.2721+74A>Gp.? 3.01 FERM central domain,MyTH4 domain,PH domainrs7574334 YES Pleckstrin homology domain-containing protein, family H, member 2actin binding,cortical actin cytoskeleton,cytoplasm,cytoskeleton,identical protein binding,lamellipodium,negative regulation of actin filament depolymerization,plasma membrane,protein bindingA=1, G=21 A=0.0455, G=0.9545 0.00001 271.626 22 A=1/0, G=5/16

chr2:43991357 C/C A C SNV PLEKHH2 PLEKHH2:intronic:NM_172069.3 1 100 intronic NM_172069.3c.4159-10A>Cp.? 0.67 0.21(COSM4001678)FERM central domain,MyTH4 domain,PH domainrs7565517 0.2251 YES 4.49E-1 (pos.43991357) acute_myeloid_leukaemiaPleckstrin homology domain-containing protein, family H, member 2actin binding,cortical actin cytoskeleton,cytoplasm,cytoskeleton,identical protein binding,lamellipodium,negative regulation of actin filament depolymerization,plasma membrane,protein bindingA=0, C=58 A=0.0, C=1.0 0.00001 867.339 58 A=0/0, C=32/26

chr2:44016885 C/G C G SNV DYNC2LI1 DYNC2LI1:intronic:NM_001193464.1 1 57.14 intronic NM_001193464.1c.320+25C>Gp.? 0.36 Dynein light intermediate chain (DLIC)rs3815994 0.0765 YES 1.755E-1 (pos.44016885) Dynein, cytoplasmic 2, light intermediate chain 1ATP-dependent microtubule motor activity, minus-end-directed,apical part of cell,axoneme,centrosome,ciliary basal body,ciliary tip,ciliary transition zone,cilium,cytoplasm,cytoplasmic dynein complex,cytoplasmic microtubule,determination of left/right symmetry,dynein heavy chain binding,intraciliary retrograde transport,intraciliary transport involved in cilium assembly,intraciliary transport particle,motile cilium,protein binding,regulation of cilium assemblyC=12, G=16 C=0.4286, G=0.5714 0.00001 152.042 28 C=3/9, G=10/6

chr10:33552696 G/G A G SNV NRP1 NRP1:exonic:NM_003873.5 1 100 4 missense NM_003873.5c.536T>C p.Val179Ala 8.04 1 64 0 C-terminal domain of neuropilin glycoprotein,CUB domain,F5/8 type C domain,MAM domain, meprin/A5/murs386742804,rs7079053,rs8790043077.00E-04 1.0 (pos.33552696) Neuropilin 1 GTPase activator activity,VEGF-activated neuropilin signaling pathway,VEGF-activated neuropilin signaling pathway involved in axon guidance,actin cytoskeleton reorganization,angiogenesis,angiogenesis involved in coronary vascular morphogenesis,animal organ morphogenesis,artery morphogenesis,axon,axon extension involved in axon guidance,axon guidance,axonal fasciculation,axonogenesis involved in innervation,branching involved in blood vessel morphogenesis,branchiomotor neuron axon guidance,cell migration involved in sprouting angiogenesis,cell surface,cell-cell signaling,cellular response to hepatocyte growth factor stimulus,cellular response to vascular endothelial growth factor stimulus,commissural neuron axon guidance,coreceptor activity,coronary artery morphogenesis,cytokine binding,cytoplasmic vesicle,cytosol,dendrite development,dichotomous subdivision of terminal units involved in salivary gland branching,dorsal root ganglion morphogenesis,early endosome,endothelial cell chemotaxis,endothelial cell migrCardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Heart Defects, Congenital;Heart Diseases;Liver Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Pancreatic Diseases;Pancreatic Neoplasms;Peripheral Nervous System Diseases;Prostatic Diseases;Prostatic Neoplasms;Tetralogy of Fallot;Urogenital NeoplasmsPalifermin,Pegaptanib A=0, G=49 A=0.0, G=1.0 0.00001 831.625 49 A=0/0, G=27/22

chr2:44101538 T/T C T SNV ABCG8 ABCG8:intronic:NM_022437.2 1 100 intronic NM_022437.2c.1412-8C>Tp.? 0.14 ABC transporter,ABC-2 type transporterrs112765285,rs28517482,rs4148227,rs543743001,rs7967432760.1504 YES 9.783E-1 (pos.44101538) ATP-binding cassette, subfamily G, member 8ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,apical plasma membrane,cholesterol efflux,cholesterol homeostasis,cholesterol transporter activity,excretion,integral component of plasma membrane,intestinal cholesterol absorption,negative regulation of intestinal cholesterol absorption,negative regulation of intestinal phytosterol absorption,phospholipid transport,plasma membrane,protein binding,protein heterodimerization activity,receptor complex,response to drug,response to nutrient,transmembrane transportArterial Occlusive Diseases;Arteriosclerosis;Biliary Tract Diseases;Cardiovascular Diseases;Cholecystolithiasis;Cholelithiasis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Digestive System Diseases;Dyslipidemias;Gallbladder Diseases;Gallstones;Gastrointestinal Diseases;Genetic Diseases, Inborn;Heart Diseases;Hypercholesterolemia;Hyperlipidemias;Intestinal Diseases;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Metabolic Diseases;Metabolism, Inborn Errors;Myocardial Ischemia;Nutritional and Metabolic Diseases;Vascular DiseasesEzetimibe Benign C=0, T=24 C=0.0, T=1.0 0.00001 327.837 24 C=0/0, T=18/6

chr2:206581033 A/A G A SNV NRP2 NRP2:exonic:NM_201266.1 1 100 3 missense NM_201266.1c.368G>A p.Arg123Lys 1.61 1 26 0 C-terminal domain of neuropilin glycoprotein,CUB domain,F5/8 type C domain,MAM domain, meprin/A5/murs849541 0.001 YES 1.0 (pos.206581033) Neuropilin 2 angiogenesis,axon,axon extension involved in axon guidance,axon guidance,cell adhesion,cellular response to leukemia inhibitory factor,cytokine binding,dorsal root ganglion morphogenesis,extracellular region,facial nerve structural organization,facioacoustic ganglion development,gonadotrophin-releasing hormone neuronal migration to the hypothalamus,growth factor binding,heparin binding,identical protein binding,integral component of membrane,membrane,metal ion binding,negative chemotaxis,nerve development,neural crest cell migration involved in autonomic nervous system development,outflow tract septum morphogenesis,plasma membrane,positive regulation of endothelial cell migration,positive regulation of endothelial cell proliferation,protein binding,receptor activity,semaphorin receptor activity,semaphorin receptor complex,semaphorin-plexin signaling pathway,semaphorin-plexin signaling pathway involved in neuron projection guidance,sensory neuron axon guidance,sympathetic ganglion development,sympathetic neuroAutistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Epilepsy;Mental Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;SeizuresG=0, A=23 G=0.0, A=1.0 0.00001 316.612 23 G=0/0, A=9/14

chr2:206592695 T/C T C SNV NRP2 NRP2:exonic:NM_201266.1 1 58.33 7 synonymous NM_201266.1c.1071T>C p.(=) -0.67 0.21(COSM3757900),0.21(COSM3757901),0.21(COSM3757902),0.21(COSM5829386),0.21(COSM5829387)C-terminal domain of neuropilin glycoprotein,CUB domain,F5/8 type C domain,MAM domain, meprin/A5/murs849526 0.4588 YES 8.125E-1 (pos.206592695)adenocarcinoma,haemangioblastoma,neoplasm,osteosarcomaNeuropilin 2 angiogenesis,axon,axon extension involved in axon guidance,axon guidance,cell adhesion,cellular response to leukemia inhibitory factor,cytokine binding,dorsal root ganglion morphogenesis,extracellular region,facial nerve structural organization,facioacoustic ganglion development,gonadotrophin-releasing hormone neuronal migration to the hypothalamus,growth factor binding,heparin binding,identical protein binding,integral component of membrane,membrane,metal ion binding,negative chemotaxis,nerve development,neural crest cell migration involved in autonomic nervous system development,outflow tract septum morphogenesis,plasma membrane,positive regulation of endothelial cell migration,positive regulation of endothelial cell proliferation,protein binding,receptor activity,semaphorin receptor activity,semaphorin receptor complex,semaphorin-plexin signaling pathway,semaphorin-plexin signaling pathway involved in neuron projection guidance,sensory neuron axon guidance,sympathetic ganglion development,sympathetic neuroAutistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Epilepsy;Mental Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;SeizuresT=10, C=14 T=0.4167, C=0.5833 0.00001 135.333 24 T=6/4, C=7/7

chr2:44550290 G/G A G SNV PREPL PREPL:intronic:NM_001171603.1 1 100 intronic NM_001171603.1c.1896+111T>Cp.? -0.73 Prolyl oligopeptidase family,Prolyl oligopeptidase, N-terminal beta-propeller domainrs2053454 YES Prolyl endopeptidase-likeGolgi apparatus,cytoskeleton,cytosol,proteolysis,regulation of synaptic vesicle exocytosis,serine-type endopeptidase activity,serine-type exopeptidase activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cystinuria;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Muscle Hypotonia;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Renal Aminoacidurias;Renal Tubular Transport, Inborn Errors;Urologic DiseasesA=0, G=77 A=0.0, G=1.0 0.00001 1229.44 77 A=0/0, G=49/28

chr2:44573624 A/A G A SNV PREPL PREPL:intronic:NM_001171603.1 1 100 intronic NM_001171603.1c.220-95C>Tp.? -0.12 Prolyl oligopeptidase family,Prolyl oligopeptidase, N-terminal beta-propeller domainrs698763 YES Prolyl endopeptidase-likeGolgi apparatus,cytoskeleton,cytosol,proteolysis,regulation of synaptic vesicle exocytosis,serine-type endopeptidase activity,serine-type exopeptidase activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cystinuria;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Muscle Hypotonia;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Renal Aminoacidurias;Renal Tubular Transport, Inborn Errors;Urologic DiseasesG=0, A=47 G=0.0, A=1.0 0.00001 789.328 47 G=0/0, A=30/17

chr2:44573658 C/C T C SNV PREPL PREPL:intronic:NM_001171603.1 1 100 intronic NM_001171603.1c.220-129A>Gp.? -1.33 Prolyl oligopeptidase family,Prolyl oligopeptidase, N-terminal beta-propeller domainrs698764 YES Prolyl endopeptidase-likeGolgi apparatus,cytoskeleton,cytosol,proteolysis,regulation of synaptic vesicle exocytosis,serine-type endopeptidase activity,serine-type exopeptidase activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cystinuria;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Muscle Hypotonia;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Renal Aminoacidurias;Renal Tubular Transport, Inborn Errors;Urologic DiseasesT=0, C=47 T=0.0, C=1.0 0.00001 789.327 47 T=0/0, C=30/17

chr2:44573671 T/T G T SNV PREPL PREPL:intronic:NM_001171603.1 1 100 intronic NM_001171603.1c.220-142C>Ap.? -0.12 Prolyl oligopeptidase family,Prolyl oligopeptidase, N-terminal beta-propeller domainrs698765 YES Prolyl endopeptidase-likeGolgi apparatus,cytoskeleton,cytosol,proteolysis,regulation of synaptic vesicle exocytosis,serine-type endopeptidase activity,serine-type exopeptidase activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cystinuria;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Muscle Hypotonia;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Renal Aminoacidurias;Renal Tubular Transport, Inborn Errors;Urologic DiseasesG=0, T=47 G=0.0, T=1.0 0.00001 789.328 47 G=0/0, T=30/17

chr2:44617324 A/A T A SNV CAMKMT CAMKMT:intronic:NM_024766.4 1 100 intronic NM_024766.4c.312-56T>Ap.? -0.37 Lysine methyltransferasers1085486 0.2607 YES Calmodulin lysine N-methyltransferaseGolgi apparatus,calmodulin-lysine N-methyltransferase activity,cytoplasm,cytosol,heat shock protein binding,mitochondrion organization,nucleus,peptidyl-lysine methylation,protein complex,protein methylation,regulation of rhodopsin mediated signaling pathwayCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cystinuria;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Muscle Hypotonia;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Renal Aminoacidurias;Renal Tubular Transport, Inborn Errors;Urologic DiseasesT=0, A=42 T=0.0, A=1.0 0.00001 685.219 42 T=0/0, A=15/27

chr2:50148972 C/T C T SNV NRXN1 NRXN1:utr_3:NM_004801.5 1 50 22 utr_3 NM_004801.5c.4544G>A p.? 4.36 EGF-like domain,Laminin G domain,Syndecan domainrs1045881 YES Neurexin 1 NMDA glutamate receptor clustering,acetylcholine receptor binding,adult behavior,angiogenesis,axon guidance,axonal growth cone,calcium channel regulator activity,calcium ion binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,calcium-dependent protein binding,cell adhesion molecule binding,cell junction,cell surface,cellular response to calcium ion,cerebellar granule cell differentiation,chemical synaptic transmission,endocytic vesicle,endoplasmic reticulum,establishment of protein localization,gamma-aminobutyric acid receptor clustering,gephyrin clustering involved in postsynaptic density assembly,guanylate kinase-associated protein clustering,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,integral component of membrane,integral component of plasma membrane,integral component of presynaptic membrane,learning,metal ion binding,negative regulation of filopodium assembly,negative regulation of gene expression,neuroligin clustering involved in posAutistic Disorder;Child Development Disorders, Pervasive;Communication Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Hyperventilation;Intellectual Disability;Language Development Disorders;Language Disorders;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Respiration Disorders;Respiratory Tract Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersCalcium Citrate,Calcium PhosphateBenign C=71, T=71 C=0.5, T=0.5 0.00001 784.721 142 C=46/25, T=46/25

chr11:64418900 A/A G A SNV NRXN2 NRXN2:exonic:NM_015080.3 1 100 14 synonymous NM_015080.3c.2745C>T p.(=) -0.69 0.32(COSM4146072)Laminin G domain,Syndecan domainrs526338 0.2919 YES 2.295E-1;0.0 (pos.64418900)carcinoma,ductal_carcinoma,neoplasmNeurexin 2 adult behavior,calcium channel regulator activity,cell adhesion molecule binding,chemical synaptic transmission,gephyrin clustering involved in postsynaptic density assembly,integral component of membrane,metal ion binding,neuroligin clustering involved in postsynaptic membrane assembly,neuroligin family protein binding,neuron cell-cell adhesion,neurotransmitter secretion,plasma membrane,postsynaptic density protein 95 clustering,postsynaptic membrane assembly,presynapse,protein complex,regulation of molecular function,signal transduction,social behavior,synapse assembly,transmembrane signaling receptor activity,vocal learning,vocalization behaviorChild Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersLikely benign G=0, A=60 G=0.0, A=1.0 0.00001 903.098 60 G=0/0, A=32/28

chr4:40778146 T/T C T SNV NSUN7 NSUN7:exonic:NM_024677.5 1 100 7 synonymous NM_024677.5c.906C>T p.(=) -0.96 0.02(COSM149666),0.02(COSM4415790)16S rRNA methyltransferase RsmB/Frs2465570 0.197 YES 5.142E-1 (pos.40778146) acute_myeloid_leukaemia,adenocarcinomaNOP2/SUN RNA methyltransferase family, member 7Genital Diseases, Male;Infertility;Infertility, Male;Male Urogenital DiseasesC=0, T=48 C=0.0, T=1.0 0.00001 810.435 48 C=0/0, T=22/26



chr2:47703379 T/T C T SNV MSH2 MSH2:intronic:NM_000251.2 1 100 intronic NM_000251.2c.2006-127C>Tp.? -0.18 MutS domain I,MutS domain II,MutS domain III,MutS domain V,MutS family domain IVrs2059521 mutS, E. coli, homolog of, 2ADP binding,ATP binding,ATPase activity,B cell differentiation,B cell mediated immunity,DNA binding,DNA repair,DNA-dependent ATPase activity,MutLalpha complex binding,MutSalpha complex,MutSbeta complex,Y-form DNA binding,cell cycle arrest,centromeric DNA binding,determination of adult lifespan,dinucleotide insertion or deletion binding,dinucleotide repeat insertion binding,double-strand break repair,double-strand/single-strand DNA junction binding,double-stranded DNA binding,enzyme binding,four-way junction DNA binding,germ cell development,guanine/thymine mispair binding,heteroduplex DNA loop binding,in utero embryonic development,intra-S DNA damage checkpoint,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,isotype switching,magnesium ion binding,maintenance of DNA repeat elements,male gonad development,meiotic gene conversion,membrane,mismatch repair,mismatch repair complex,mismatched DNA binding,negative regulation of DNA recombination,negative regulation of neuron apoACMG Recommendations...;Adnexal Diseases;Brain Diseases;Brain Neoplasms;Cafe-au-Lait Spots;Central Nervous System Diseases;Central Nervous System Neoplasms;Colonic Diseases;Colorectal Neoplasms;Colorectal Neoplasms, Hereditary Nonpolyposis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Glioma;Gonadal Disorders;Heredodegenerative Disorders, Nervous System;Intestinal Diseases;Intestinal Neoplasms;Lynch Syndrome II;Metabolic Diseases;Muir-Torre Syndrome;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Syndromes, HerC=0, T=37 C=0.0, T=1.0 0.00001 583.641 37 C=0/0, T=25/12

chr4:40810747 G/G A G SNV NSUN7 NSUN7:exonic:NM_024677.5 1 100 12 missense NM_024677.5c.1948A>G p.Lys650Glu 2.53 1 56 0 16S rRNA methyltransferase RsmB/Frs2261167 0.1072 YES 1.0 (pos.40810747) NOP2/SUN RNA methyltransferase family, member 7Genital Diseases, Male;Infertility;Infertility, Male;Male Urogenital DiseasesA=0, G=37 A=0.0, G=1.0 0.00001 583.707 37 A=0/0, G=21/16

chr4:40778162 T/G T G SNV NSUN7 NSUN7:exonic:NM_024677.5 1 95.83 7 missense NM_024677.5c.922T>G p.Ser308Ala 5.38 1 99 0 0.05(COSM149667),0.05(COSM4778153)16S rRNA methyltransferase RsmB/Frs2437323 0.197 YES 5.148E-1 (pos.40778162) adenocarcinoma,carcinomaNOP2/SUN RNA methyltransferase family, member 7Genital Diseases, Male;Infertility;Infertility, Male;Male Urogenital DiseasesT=2, G=46 T=0.0417, G=0.9583 0.00001 738.421 48 T=2/0, G=20/26

chr17:39983808 C/C G C SNV NT5C3B NT5C3B:exonic:NM_052935.4 1 100 8 missense NM_052935.4c.638C>G p.Ser213Cys 7.75 0 112 0.991 Pyrimidine 5'-nucleotidase (UMPH-1)rs1046404,rs201647483 0.2398 YES 8.302E-1 (pos.39983808) 5'-nucleotidase activity,cytoplasm,cytosol,dephosphorylation,exonucleolytic nuclear-transcribed mRNA catabolic process involved in deadenylation-dependent decay,magnesium ion binding,nucleotide binding,nucleotide metabolic process,protein bindingG=0, C=35 G=0.0, C=1.0 0.00001 543.888 35 G=0/0, C=16/19

chr17:39983820 A/A G A SNV NT5C3B NT5C3B:exonic:NM_052935.4 1 100 8 missense NM_052935.4c.626C>T p.Ala209Val 2.79 0.68 64 0.001 0.51(COSM4130068)Pyrimidine 5'-nucleotidase (UMPH-1)rs1046403 0.2398 YES 8.298E-1 (pos.39983820) neoplasm 5'-nucleotidase activity,cytoplasm,cytosol,dephosphorylation,exonucleolytic nuclear-transcribed mRNA catabolic process involved in deadenylation-dependent decay,magnesium ion binding,nucleotide binding,nucleotide metabolic process,protein bindingG=0, A=35 G=0.0, A=1.0 0.00001 543.903 35 G=0/0, A=16/19

chr2:48844968 G/G C G SNV

GTF2A1L,ST

ON1-

GTF2A1L GTF2A1L:utr_5:NM_006872.4, STON1-GTF2A1L:intronic:NM_001198594.11

100

intronic NM_001198594.1, NM_006872.4c.2134-3022C>G, c.-46C>Gp.?, p.? -1.02 Adaptor complexes medium subunit family,Transcription factor IIA, alpha/beta subunitrs2293269 0.3173 YES 9.223E-1 (pos.48844968) General transcription factor IIA, 1-likeDNA binding,cognition,cytoplasm,endocytosis,membrane,protein binding,regulation of endocytosis,regulation of transcription, DNA-templated,transcription coactivator activity,transcription factor TFIIA complex,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoterAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeC=0, G=60 C=0.0, G=1.0 0.00001 903.53 60 C=0/0, G=30/30

chr17:39983849 C/C G C SNV NT5C3B NT5C3B:exonic:NM_052935.4 1 100 8 synonymous NM_052935.4c.597C>G p.(=) 1.81 0.88(COSM4130069)Pyrimidine 5'-nucleotidase (UMPH-1)rs1128966 0.2401 YES 8.289E-1 (pos.39983849) neoplasm 5'-nucleotidase activity,cytoplasm,cytosol,dephosphorylation,exonucleolytic nuclear-transcribed mRNA catabolic process involved in deadenylation-dependent decay,magnesium ion binding,nucleotide binding,nucleotide metabolic process,protein bindingG=0, C=36 G=0.0, C=1.0 0.00001 563.739 36 G=0/0, C=16/20

chr2:48925746 T/T C T SNV LHCGR LHCGR:intronic:NM_000233.3 1 100 intronic NM_000233.3c.866+8G>Ap.? 0.17 0.01(COSM4001691)7 transmembrane receptor (rhodopsin family),Leucine rich repeats (6 copies)rs6755901 0.1567 YES 4.77E-1 (pos.48925746) acute_myeloid_leukaemia,carcinomaLuteinizing hormone/choriogonadotropin receptorG-protein coupled peptide receptor activity,G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,activation of adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,cellular response to gonadotropin stimulus,cellular response to luteinizing hormone stimulus,choriogonadotropin hormone binding,choriogonadotropin hormone receptor activity,cognition,endosome,follicle-stimulating hormone receptor activity,follicle-stimulating hormone signaling pathway,hormone-mediated signaling pathway,integral component of membrane,integral component of plasma membrane,luteinizing hormone receptor activity,luteinizing hormone signaling pathway,male genitalia development,male gonad development,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of adenylate cyclase activity,positive regulation of cAMP-mediated signaling,positive regulation of inos46, XY Disorders of Sex Development;Adnexal Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Disorders of Sex Development;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Infertility;Infertility, Male;Leydig Cell Tumor;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Gonadal Tissue;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Puberty, Precocious;Sertoli-Leydig Cell Tumor;Sex Cord-Gonadal Stromal Tumors;Testicular Diseases;Testicular Neoplasms;Urogenital Abnormalities;Urogenital NeoplasmsBuserelin,Cetrorelix,Choriogonadotropin alfa,Chorionic Gonadotropin (Human),Goserelin,Lutropin alfa,MenotropinsBenign C=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=11/15

chr3:52558133 T/C T C SNV

NT5DC2,STA

B1 NT5DC2:downstream:NM_001134231.1, STAB1:exonic:NM_015136.21
95.65

68 synonymous NM_015136.2, NM_001134231.1c.7560T>C, c.*353A>Gp.(=), p.? -4.3 0.03(COSM4002742)EGF domain,Extracellular link domain,Fasciclin domainrs13621,rs780357271 0.4683 YES 4.346E-1;0.0 (pos.52558133)acute_myeloid_leukaemia,neoplasm5'-nucleotidase activity,calcium ion binding,cell adhesion,cell-cell signaling,defense response to bacterium,dephosphorylation,endocytic vesicle membrane,hyaluronic acid binding,inflammatory response,integral component of membrane,integral component of plasma membrane,low-density lipoprotein particle binding,low-density lipoprotein receptor activity,metal ion binding,negative regulation of angiogenesis,oxidation-reduction process,plasma membrane,protein binding,protein disulfide oxidoreductase activity,receptor-mediated endocytosis,scavenger receptor activityArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=1, C=22 T=0.0435, C=0.9565 0.00001 288.971 23 T=1/0, C=12/10

chr6:86199233 G/G A G SNV NT5E NT5E:exonic:NM_002526.3 1 100 6 missense NM_002526.3c.1126A>G p.Thr376Ala -0.07 0.91 58 0 5'-nucleotidase, C-terminal domain,Calcineurin-like phosphoesterasers2229523 0.3076 YES 5.989E-1 (pos.86199233) 5' nucleotidase, ecto (CD73)5'-nucleotidase activity,AMP catabolic process,DNA metabolic process,NAD metabolic process,adenosine biosynthetic process,anchored component of membrane,cell surface,cytosol,dephosphorylation,extracellular exosome,hydrolase activity,hydrolase activity, acting on ester bonds,leukocyte cell-cell adhesion,membrane,metal ion binding,negative regulation of inflammatory response,nucleotide binding,nucleotide catabolic process,plasma membrane,purine nucleotide catabolic process,pyrimidine nucleoside catabolic processCalcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Joint Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Metabolic Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Stomach Diseases;Stomach Neoplasms;Vascular DiseasesCytarabine,PentoxifyllineA=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=21/9

chr2:54135429 G/C G C SNV PSME4 PSME4:intronic:NM_014614.2 1 45.83 intronic NM_014614.2c.2784+28C>Gp.? 0.57 Domain of unknown function (DUF3437),Proteasome-substrate-size regulator, mid regionrs805319 0.309 YES 4.631E-1 (pos.54135429) Proteasome activator subunit 4DNA repair,Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cellular response to DNA damage stimulus,cytosol,lysine-acetylated histone binding,multicellular organism development,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,nuclear speck,nucleoplasm,nucleus,peptidase activator activity,positive regulation of canonical Wnt signaling pathway,positive regulation of peptidase activity,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasomal ubiquitin-independent protein catabolic process,proteasome binding,proHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesG=13, C=11 G=0.5417, C=0.4583 0.00001 93.4391 24 G=1/12, C=8/3

chr2:55091029 T/T C T SNV EML6 EML6:intronic:NM_001039753.2 1 100 intronic NM_001039753.2c.1932+3C>Tp.? -0.01 0.58(COSM4416100)Anaphase-promoting complex subunit 4 WD40 domain,HELP motif,WD domain, G-beta repeatrs2358155 0.2772 YES 1.994E-1 (pos.55091029) acute_myeloid_leukaemia cytoplasm,microtubule,microtubule binding,microtubule cytoskeletonNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionC=0, T=30 C=0.0, T=1.0 0.00001 446.639 30 C=0/0, T=11/19

chr2:55181351 C/C T C SNV EML6 EML6:intronic:NM_001039753.2 1 100 intronic NM_001039753.2c.4486+58T>Cp.? 0.08 Anaphase-promoting complex subunit 4 WD40 domain,HELP motif,WD domain, G-beta repeatrs4671999 YES cytoplasm,microtubule,microtubule binding,microtubule cytoskeletonNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, C=77 T=0.0, C=1.0 0.00001 1229.34 77 T=0/0, C=19/58

chr2:55181382 A/A G A SNV EML6 EML6:intronic:NM_001039753.2 1 100 intronic NM_001039753.2c.4486+89G>Ap.? -1.53 Anaphase-promoting complex subunit 4 WD40 domain,HELP motif,WD domain, G-beta repeatrs4672001 YES cytoplasm,microtubule,microtubule binding,microtubule cytoskeletonNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=0, A=75 G=0.0, A=1.0 0.00001 1189.74 75 G=0/0, A=15/60

chr1:156846233 G/A G A SNV NTRK1 NTRK1:exonic:NM_002529.3 1 57.89 14 synonymous NM_002529.3c.1674G>A p.(=) 0.28 0.84(COSM3750439),0.84(COSM3750440)Leucine rich repeat,Protein kinase domain,Protein tyrosine kinase,Tyrosine-protein kinase receptor C2 Ig-like domainrs6334 0.2194 YES 3.553E-1;0.0 (pos.156846233)adenocarcinoma,haemangioblastomaNeurotrophic tyrosine kinase, receptor, type 1ATP binding,B cell differentiation,GPI-linked ephrin receptor activity,Sertoli cell development,activation of MAPKK activity,aging,axon,axon guidance,axonogenesis involved in innervation,behavioral response to formalin induced pain,cell surface,cellular response to amyloid-beta,cellular response to nerve growth factor stimulus,cellular response to nicotine,circadian rhythm,dendrite,detection of mechanical stimulus involved in sensory perception of pain,detection of temperature stimulus involved in sensory perception of pain,early endosome,early endosome membrane,endosome,ephrin receptor signaling pathway,integral component of plasma membrane,kinase binding,late endosome,late endosome membrane,learning or memory,mechanoreceptor differentiation,microtubule-based movement,negative regulation of apoptotic process,negative regulation of cell proliferation,negative regulation of neuron apoptotic process,nerve growth factor binding,nerve growth factor receptor activity,nerve growth factor signaling pathway,neuronal Adenocarcinoma;Basal Ganglia Diseases;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Carcinoma;Carcinoma, Medullary;Carcinoma, Neuroendocrine;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Diabetes Mellitus;Endocrine Gland Neoplasms;Endocrine System Diseases;Eye Diseases;Genetic Diseases, Inborn;Glioma;Head and Neck Neoplasms;Hereditary Sensory and Autonomic Neuropathies;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Lewy Body Disease;Lung Diseases;Lung Injury;Mental Disorders;Movement Disorders;Multiple Endocrine Neoplasia;Multiple Endocrine Neoplasia Type 2a;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Ductal, Lobular, and Medullary;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Multiple Primary;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Nervous System Malformations;NeuAmitriptyline,Imatinib,RegorafenibBenign G=16, A=22 G=0.4211, A=0.5789 0.00001 246.276 38 G=5/11, A=8/14

chr2:55201038 T/T C T SNV RTN4 RTN4:intronic:NM_020532.4 1 100 intronic NM_020532.4c.3431-35G>Ap.? -0.52 Reticulon rs2255026 0.165 YES 7.637E-1 (pos.55201038) Neurite outgrowth inhibitor (reticulon 4)RNA binding,apoptotic process,axonal fasciculation,cadherin binding,cardiac epithelial to mesenchymal transition,cell projection,cerebral cortex radial glia guided migration,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum tubular network,endoplasmic reticulum tubular network formation,endoplasmic reticulum tubular network membrane,endoplasmic reticulum tubular network membrane organization,endoplasmic reticulum tubular network organization,extracellular exosome,integral component of endoplasmic reticulum membrane,integral component of membrane,intracellular,negative regulation of axon extension,negative regulation of axonogenesis,negative regulation of cell growth,neuronal cell body,nuclear envelope,nuclear pore complex assembly,plasma membrane,positive regulation of ERBB3 signaling pathway,positive regulation of epithelial cell migration,positive regulation of mammary gland epithelial cell proliferation,positive regulation of protein kinase B signaling,positive regulation of proteiMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, T=92 C=0.0, T=1.0 0.00001 1534.54 92 C=0/0, T=45/47

chr2:55214618 C/C A C SNV RTN4 RTN4:intronic:NM_020532.4 1 100 intronic NM_020532.4c.3221+9T>Gp.? 2.35 0.91(COSM4001703),0.91(COSM4001704),0.91(COSM4001705)Reticulon rs2580769 0.2399 YES 7.621E-1 (pos.55214618) acute_myeloid_leukaemiaNeurite outgrowth inhibitor (reticulon 4)RNA binding,apoptotic process,axonal fasciculation,cadherin binding,cardiac epithelial to mesenchymal transition,cell projection,cerebral cortex radial glia guided migration,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum tubular network,endoplasmic reticulum tubular network formation,endoplasmic reticulum tubular network membrane,endoplasmic reticulum tubular network membrane organization,endoplasmic reticulum tubular network organization,extracellular exosome,integral component of endoplasmic reticulum membrane,integral component of membrane,intracellular,negative regulation of axon extension,negative regulation of axonogenesis,negative regulation of cell growth,neuronal cell body,nuclear envelope,nuclear pore complex assembly,plasma membrane,positive regulation of ERBB3 signaling pathway,positive regulation of epithelial cell migration,positive regulation of mammary gland epithelial cell proliferation,positive regulation of protein kinase B signaling,positive regulation of proteiMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=0, C=59 A=0.0, C=1.0 0.00001 885.348 59 A=0/0, C=31/28

chr15:88679785 A/A G A SNV NTRK3 NTRK3:exonic:NM_001012338.2 1 100 8 synonymous NM_001012338.2c.678C>T p.(=) -2.4 0.02(COSM4128521),0.02(COSM4128522),0.02(COSM4128523)Immunoglobulin I-set domain,Immunoglobulin domain,Leucine Rich repeat,Leucine rich repeat,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies),Protein kinase domain,Protein tyrosine kinase,Tyrosine-protein kinase receptor C2 Ig-like domainrs1863480 0.0058 1.0 (pos.88679785) neoplasm Neurotrophic tyrosine kinase, receptor, type 3ATP binding,GPI-linked ephrin receptor activity,activation of GTPase activity,activation of MAPK activity,activation of protein kinase B activity,cellular response to retinoic acid,circadian rhythm,cochlea development,cytoplasm,ephrin receptor signaling pathway,heart development,integral component of membrane,integral component of plasma membrane,lens fiber cell differentiation,mechanoreceptor differentiation,membrane,modulation by virus of host transcription,negative regulation of astrocyte differentiation,negative regulation of cell death,negative regulation of protein phosphorylation,neuron fate specification,neuron migration,neurotrophin binding,neurotrophin receptor activity,neurotrophin signaling pathway,p53 binding,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of actin cytoskeleton reorganization,positive regulation of apoptotic process,positive regulation of axon extension involved in regeneration,positive regulation of cell migration,positive regulation of cell proliferation,pBrain Diseases;Carcinoma;Central Nervous System Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Endometriosis;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Fibrosarcoma;Genital Diseases, Female;Glioma;Head and Neck Neoplasms;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Complex and Mixed;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Fibrous Tissue;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nephroma, Mesoblastic;Nervous System Diseases;Neuroectodermal Tumors;Sarcoma;Status Epilepticus;Thyroid Diseases;Thyroid Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, A=34 G=0.0, A=1.0 0.00001 524.186 34 G=0/0, A=17/17

chr2:55460605 T/T A T SNV

MIR4426,RP

S27A MIR4426:upstream:NR_039624.1, RPS27A:intronic:NM_001135592.21
100

intronic NM_001135592.2, NR_039624.1c.103+52A>Tp.? -3.43 Ribosomal protein S27a,Ubiquitin family,Ubiquitin-2 like Rad60 SUMO-like,Ubiquitin-like domainrs386646301,rs6737227 YES 6.43E-1 (pos.55460605) Ribosomal protein S27aDNA damage response, detection of DNA damage,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,ERBB2 signaling pathway,Fc-epsilon receptor signaling pathway,G2/M transition of mitotic cell cycle,I-kappaB kinase/NF-kappaB signaling,JNK cascade,MAPK cascade,MyD88-dependent toll-like receptor signaling pathway,MyD88-independent toll-like receptor signaling pathway,NIK/NF-kappaB signaling,Notch signaling pathway,RNA binding,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,SRP-dependent cotranslational protein targeting to membrane,T cell receptor signaling pathway,TRIF-dependent toll-like receptor signaling pathway,Wnt signaling pathway,Wnt signaling pathway, planar cell polarity pathway,activation of MAPK activity,anaphase-promoting complex-dependent catabolic process,cellular iron ion homeostasis,cellular protein metabolic process,cytoplasm,cytosol,cytosolic small ribosomal subunit,endocytic vesicle membrane,endoplasmic reticulum mannose trimminA=0, T=44 A=0.0, T=1.0 0.00001 724.667 44 A=0/0, T=19/25

chr2:11810095 A/A G A SNV NTSR2 NTSR2:exonic:NM_012344.3 1 100 1 missense NM_012344.3c.161C>T p.Ala54Val 0.95 1 64 0 0.03(COSM3749589)7 transmembrane receptor (rhodopsin family)rs6432225 5.00E-04 YES 1.0 (pos.11810095) adenocarcinoma,neoplasmNeurotensin receptor 2G-protein coupled neurotensin receptor activity,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of plasma membrane,neuropeptide signaling pathway,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,regulation of membrane potential,sensory perceptionLevocabastine G=0, A=37 G=0.0, A=1.0 0.00001 583.701 37 G=0/0, A=19/18

chr2:55471407 C/C T C SNV MTIF2 MTIF2:intronic:NM_002453.2 1 100 intronic NM_002453.2c.1107-38A>Gp.? 0.57 50S ribosome-binding GTPase,Elongation factor Tu GTP binding domain,Ras family,Signal recognition particle receptor beta subunit,Translation-initiation factor 2rs2589083 0.0372 YES 9.811E-1 (pos.55471407) Mitochondrial translational initiation factor 2GTP binding,GTPase activity,RNA binding,mitochondrial translational initiation,mitochondrion,nucleoplasm,regulation of translational initiation,ribosomal small subunit binding,ribosome disassembly,translation factor activity, RNA binding,translation initiation factor activityT=0, C=291 T=0.0, C=1.0 0.00001 4910.51 291 T=0/0, C=143/148

chr2:55490766 C/A C A SNV MTIF2 MTIF2:intronic:NM_002453.2 1 46.88 intronic NM_002453.2c.219+10G>Tp.? -0.91 50S ribosome-binding GTPase,Elongation factor Tu GTP binding domain,Ras family,Signal recognition particle receptor beta subunit,Translation-initiation factor 2rs769282337 0.0 (pos.55490766) Mitochondrial translational initiation factor 2GTP binding,GTPase activity,RNA binding,mitochondrial translational initiation,mitochondrion,nucleoplasm,regulation of translational initiation,ribosomal small subunit binding,ribosome disassembly,translation factor activity, RNA binding,translation initiation factor activityC=17, A=15 C=0.5313, A=0.4688 0.00001 140.7 32 C=1/16, A=3/12

chr12:106460938 C/C G C SNV NUAK1 NUAK1:exonic:NM_014840.2 1 100 7 missense NM_014840.2c.1628C>G p.Pro543Arg 3.53 0.04 103 0.93 0.94(COSM147600),0.94(COSM147601)Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinase,RIO1 familyrs3741883 0.228 YES 4.208E-1;0.0 (pos.106460938)acute_myeloid_leukaemia,adenocarcinomaNUAK family, SNF1-like kinase, 1ATP binding,cell adhesion,cellular response to DNA damage stimulus,cytoplasm,fibrillar center,intracellular signal transduction,metal ion binding,microtubule cytoskeleton,nucleoplasm,nucleus,p53 binding,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of cell adhesion,regulation of cell proliferation,regulation of cellular senescence,regulation of myosin-light-chain-phosphatase activity,regulation of signal transduction by p53 class mediatorNeoplasm Invasiveness;Neoplasms;Neoplastic ProcessesG=0, C=26 G=0.0, C=1.0 0.00001 371.417 26 G=0/0, C=11/15

chr2:55599655 A/A G A SNV CCDC88A CCDC88A:intronic:NM_001135597.1 1 100 intronic NM_001135597.1c.344-9C>T p.? 3.19 0.08(COSM148864),0.08(COSM6352241)HOOK protein rs3111411 0.3865 YES 1.706E-1 (pos.55599655) adenocarcinoma,carcinomaCoiled-coil domain-containing protein 88ADNA replication,Golgi apparatus,TOR signaling,actin binding,activation of protein kinase B activity,cell migration,centriole,centrosome,ciliary basal body,cytoplasmic microtubule organization,cytoplasmic vesicle,cytoskeleton-dependent intracellular transport,cytosol,dynein light intermediate chain binding,endoplasmic reticulum,lamellipodium,lamellipodium assembly,membrane,membrane organization,microtubule binding,phosphatidylinositol binding,plasma membrane,positive regulation of cilium assembly,positive regulation of protein localization to cilium,protein homodimerization activity,protein kinase B binding,regulation of DNA replication,regulation of actin cytoskeleton organization,regulation of cell proliferation,regulation of neuron projection development,regulation of protein phosphorylationG=0, A=36 G=0.0, A=1.0 0.00001 561.218 36 G=0/0, A=16/20

chr1:205275421 G/G A G SNV NUAK2 NUAK2:exonic:NM_030952.2 1 100 5 synonymous NM_030952.2c.717T>C p.(=) -0.23 Haspin like kinase domain,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinase,RIO1 familyrs4951197 9.00E-04 1.0 (pos.205275421) NUAK family, SNF1-like kinase, 2ATP binding,actin cytoskeleton organization,apoptotic process,cellular response to glucose starvation,cytoplasm,intracellular signal transduction,magnesium ion binding,negative regulation of apoptotic process,nucleus,protein binding,protein phosphorylation,protein serine/threonine kinase activityA=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=16/14

chr11:17333663 A/A G A SNV NUCB2 NUCB2:splicesite_5:NM_005013.3 1 100 10 splicesite NM_005013.3c.907+1G>Ap.? 4.51 EF hand,EF-hand domain pairrs2521998 0 1.0 (pos.17333663) Nucleobindin 2DNA binding,Golgi apparatus,calcium ion binding,cytosol,endoplasmic reticulum,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,nuclear envelope,nuclear outer membrane,plasma membrane,protein bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsCalcium Citrate,Calcium PhosphateG=0, A=65 G=0.0, A=1.0 0.00001 996.354 65 G=0/0, A=24/41

chr2:55899228 T/T A T SNV PNPT1 PNPT1:intronic:NM_033109.4 1 100 intronic NM_033109.4c.867-47T>Ap.? -0.2 3' exoribonuclease family, domain 1,3' exoribonuclease family, domain 2,KH domain,Polyribonucleotide nucleotidyltransferase, RNA binding domain,S1 RNA binding domainrs782631 0.0555 YES 5.138E-1 (pos.55899228) Polyribonucleotide nucleotidyltransferase 13'-5'-exoribonuclease activity,RNA binding,RNA catabolic process,RNA import into mitochondrion,RNA phosphodiester bond hydrolysis, exonucleolytic,RNA polyadenylation,RNA processing,cellular response to interferon-beta,cellular response to oxidative stress,cytoplasm,cytosol,endoplasmic reticulum membrane,liver regeneration,mRNA catabolic process,miRNA binding,mitochondrial RNA 3'-end processing,mitochondrial RNA 5'-end processing,mitochondrial RNA catabolic process,mitochondrial degradosome,mitochondrial intermembrane space,mitochondrial mRNA catabolic process,mitochondrial mRNA polyadenylation,mitochondrion,mitochondrion morphogenesis,mitotic cell cycle arrest,negative regulation of growth,nuclear polyadenylation-dependent mRNA catabolic process,nucleus,poly(G) binding,poly(U) RNA binding,polyribonucleotide nucleotidyltransferase activity,polysomal ribosome,positive regulation of mRNA catabolic process,positive regulation of miRNA catabolic process,positive regulation of mitochondrial RNA catabolic process,prAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialA=0, T=52 A=0.0, T=1.0 0.00001 767.016 52 A=0/0, T=29/23

chr2:56098272 G/A G A SNV EFEMP1 EFEMP1:intronic:NM_001039348.2 1 56 intronic NM_001039348.2c.1001-14C>Tp.? 0.76 Calcium-binding EGF domain,Complement Clr-like EGF-like,Human growth factor-like EGFrs45535043 0.0621 YES 4.635E-4 (pos.56098272) EGF-containing fibulin-like extracellular matrix protein 1 (fibrillin-like)calcium ion binding,camera-type eye development,embryonic eye morphogenesis,epidermal growth factor receptor binding,epidermal growth factor receptor signaling pathway,epidermal growth factor-activated receptor activity,extracellular exosome,extracellular matrix,extracellular region,extracellular space,growth factor activity,negative regulation of chondrocyte differentiation,peptidyl-tyrosine phosphorylation,post-embryonic eye morphogenesis,protein binding,proteinaceous extracellular matrix,regulation of receptor activity,regulation of transcription, DNA-templated,visual perceptionAdenocarcinoma;Breast Diseases;Breast Neoplasms;Carcinoma;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Cranial Nerve Diseases;Digestive System Diseases;Digestive System Neoplasms;Embolism and Thrombosis;Endocrine Gland Neoplasms;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Neoplasms;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Optic Disk Drusen;Optic Nerve Diseases;Pancreatic Diseases;Pancreatic Neoplasms;Rectal Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Thromboembolism;Vascular Diseases;Benign G=11, A=14 G=0.44, A=0.56 0.00001 134.35 25 G=7/4, A=13/1

chr11:17351683 C/G C G SNV NUCB2 NUCB2:exonic:NM_005013.3 1 51.92 12 missense NM_005013.3c.1012C>G p.Gln338Glu 3.99 0.43 29 0 0.95(COSM3931289)EF hand,EF-hand domain pairrs757081 0.3205 YES 4.014E-1 (pos.17351683) adenocarcinoma,carcinoma,rhabdomyosarcoma,squamous_cell_carcinomaNucleobindin 2DNA binding,Golgi apparatus,calcium ion binding,cytosol,endoplasmic reticulum,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,nuclear envelope,nuclear outer membrane,plasma membrane,protein bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsCalcium Citrate,Calcium PhosphateC=25, G=27 C=0.4808, G=0.5192 0.00001 270.394 52 C=17/8, G=14/13

chr5:102891695 G/G A G SNV NUDT12 NUDT12:exonic:NM_031438.3 1 100 4 synonymous NM_031438.3c.901T>C p.(=) 1.82 0.73(COSM4159342)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),NADH pyrophosphatase zinc ribbon domain,NADH pyrophosphatase-like rudimentary NUDIX domain,NUDIX domainrs10045774 0.3054 YES 5.501E-1 (pos.102891695)adenocarcinoma,neoplasm NAD biosynthesis via nicotinamide riboside salvage pathway,NAD catabolic process,NAD+ diphosphatase activity,NADH pyrophosphatase activity,NADP catabolic process,hydrolase activity,metal ion binding,nucleus,peroxisomal matrix,peroxisome,protein bindingA=0, G=100 A=0.0, G=1.0 0.00001 1702.25 100 A=0/0, G=60/40

chr5:102894977 C/C T C SNV NUDT12 NUDT12:exonic:NM_031438.3 1 100 3 synonymous NM_031438.3c.399A>G p.(=) 1.85 0.65(COSM3760855)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),NADH pyrophosphatase zinc ribbon domain,NADH pyrophosphatase-like rudimentary NUDIX domain,NUDIX domainrs7734923 0.1681 YES 7.409E-3 (pos.102894977)adenocarcinoma NAD biosynthesis via nicotinamide riboside salvage pathway,NAD catabolic process,NAD+ diphosphatase activity,NADH pyrophosphatase activity,NADP catabolic process,hydrolase activity,metal ion binding,nucleus,peroxisomal matrix,peroxisome,protein bindingT=0, C=40 T=0.0, C=1.0 0.00001 627.789 40 T=0/0, C=10/30

chr8:21964802 T/T C T SNV NUDT18 NUDT18:utr_3:NM_024815.3 1 100 5 utr_3 NM_024815.3c.981G>A p.? 0.01 NUDIX domainrs1552286 0.1318 YES 9.934E-1 (pos.21964802) Nucleoside diphosphate-linked moiety X motif 188-hydroxy-dADP phosphatase activity,8-oxo-GDP phosphatase activity,8-oxo-dGDP phosphatase activity,GDP catabolic process,cytosol,dADP catabolic process,dGDP catabolic process,hydrolase activity,magnesium ion binding,nucleobase-containing small molecule catabolic process,protein bindingC=0, T=32 C=0.0, T=1.0 0.00001 485.14 32 C=0/0, T=21/11

chr2:61605614 T/A T A SNV USP34 USP34:intronic:NM_014709.3 1 59.09 intronic NM_014709.3c.1015-55A>Tp.? 0.22 Ubiquitin carboxyl-terminal hydrolasers10208769 0.4918 YES Ubiquitin-specific protease 34Wnt signaling pathway,cysteine-type endopeptidase activity,cytosol,positive regulation of canonical Wnt signaling pathway,protein K48-linked deubiquitination,protein binding,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processT=36, A=52 T=0.4091, A=0.5909 0.00001 615.614 88 T=12/24, A=18/34

chr4:123843716 C/C T C SNV

NUDT6,SPAT

A5 SPATA5:upstream:NM_145207.2, NUDT6:exonic:NM_007083.4 1
100

1 synonymous NM_007083.4, NM_145207.2c.12A>G, c.-582T>Cp.(=), p.? -1.32 0(COSM1753522)NUDIX domainrs13134412,rs765181618,rs7690587970.1042 YES 0.0 (pos.123843709),9.574E-1;0.0;0.0;0.0 (pos.123843716)adenocarcinoma,carcinoma,neoplasm,transitional_cell_carcinomaSpermatogenesis-associated protein 5ATP binding,biological_process,brain development,cell differentiation,cellular_component,cytoplasm,growth factor activity,hydrolase activity,mitochondrion,nucleus,regulation of receptor activity,spermatogenesisColonic Diseases;Colonic Diseases, Functional;Digestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Irritable Bowel Syndrome;Mental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersT=0, C=181 T=0.0, C=1.0 0.00001 3004.12 181 T=0/0, C=75/106

chr8:27918057 C/C T C SNV NUGGC NUGGC:exonic:NM_001010906.1 1 100 8 missense NM_001010906.1c.983A>G p.Gln328Arg 0.51 0.97 43 0 50S ribosome-binding GTPase,Dynamin familyrs386723926,rs7817227 0.0013 YES 1.0;0.0 (pos.27918057) adenocarcinoma GTP binding,GTPase activity,cellular response to lipopolysaccharide,negative regulation of apoptotic process,nuclear replisome,nuclear speck,regulation of DNA stabilityT=0, C=46 T=0.0, C=1.0 0.00001 768.313 46 T=0/0, C=18/28

chr2:62099156 T/C T C SNV CCT4 CCT4:intronic:NM_006430.3 1 58.33 intronic NM_006430.3c.1491+61A>Gp.? -0.02 TCP-1/cpn60 chaperonin familyrs3828276 YES Chaperonin containing T-complex polypeptide 1, subunit 4'de novo' protein folding,ATP binding,RNA binding,binding of sperm to zona pellucida,cell body,cell projection,centrosome,chaperone-mediated protein folding,chaperonin-containing T-complex,cytosol,extracellular exosome,melanosome,microtubule,nucleoplasm,positive regulation of establishment of protein localization to telomere,positive regulation of protein localization to Cajal body,positive regulation of telomerase RNA localization to Cajal body,positive regulation of telomerase activity,positive regulation of telomere maintenance via telomerase,protein binding,protein binding involved in protein folding,protein folding,protein stabilization,scaRNA localization to Cajal body,toxin transport,unfolded protein binding,zona pellucida receptor complexT=10, C=14 T=0.4167, C=0.5833 0.00001 135.342 24 T=8/2, C=6/8

chr19:41173880 C/T C T SNV NUMBL NUMBL:exonic:NM_004756.4 1 46.43 10 synonymous NM_004756.4c.1323G>A p.(=) 0.01 0.67(COSM3756801)NUMB domain,Phosphotyrosine interaction domain (PTB/PID),Phosphotyrosine-binding domainrs199622242,rs2604901,rs752962959,rs759348692,rs761524508,rs764999228,rs766297590,rs771518080,rs771720753,rs7815826990.384 YES 0.0 (pos.41173864),0.0 (pos.41173872),0.0;1.214E-3;0.0;2.427E-3;0.0 (pos.41173874),1.391E-2;0.0;0.0;0.0;0.0 (pos.41173865),6.005E-1 (pos.41173880),9.381E-4;0.0;0.0 (pos.41173868)adenocarcinoma,neoplasmNumb, Drosophila, homolog-likeadherens junction organization,axonogenesis,cytokine-mediated signaling pathway,cytoplasm,lateral ventricle development,nervous system development,neuroblast division in subventricular zone,positive regulation of neurogenesis,protein binding,protein metabolic processC=15, T=13 C=0.5357, T=0.4643 0.00001 114.673 28 C=9/6, T=7/6

chr2:64126775 C/A C A SNV VPS54 VPS54:intronic:NM_016516.2 1 50 intronic NM_016516.2c.2626-60G>Tp.? -1.5 Vacuolar-sorting protein 54, of GARP complex,Vps54-like proteinrs78227932 YES Vacuolar protein sorting 54, S. Cerevisiae, homolog ofGARP complex,Golgi apparatus,Golgi to vacuole transport,cytosol,growth,homeostasis of number of cells within a tissue,lysosomal transport,musculoskeletal movement,neurofilament cytoskeleton organization,nucleoplasm,perinuclear region of cytoplasm,protein binding,protein transport,retrograde transport, endosome to Golgi,syntaxin binding,trans-Golgi network,trans-Golgi network membraneCentral Nervous System Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Spinal Cord DiseasesC=17, A=17 C=0.5, A=0.5 0.00001 173.556 34 C=8/9, A=5/12

chr2:64140301 T/T A T SNV VPS54 VPS54:intronic:NM_016516.2 1 100 intronic NM_016516.2c.2422+56T>Ap.? -0.36 Vacuolar-sorting protein 54, of GARP complex,Vps54-like proteinrs10207847 0.2209 YES Vacuolar protein sorting 54, S. Cerevisiae, homolog ofGARP complex,Golgi apparatus,Golgi to vacuole transport,cytosol,growth,homeostasis of number of cells within a tissue,lysosomal transport,musculoskeletal movement,neurofilament cytoskeleton organization,nucleoplasm,perinuclear region of cytoplasm,protein binding,protein transport,retrograde transport, endosome to Golgi,syntaxin binding,trans-Golgi network,trans-Golgi network membraneCentral Nervous System Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Spinal Cord DiseasesA=0, T=23 A=0.0, T=1.0 0.00001 316.673 23 A=0/0, T=18/5

chr2:65481008 C/C A C SNV ACTR2 ACTR2:intronic:NM_001005386.2 1 100 intronic NM_001005386.2c.600+10A>Cp.? 0.81 0.23(COSM5480041),0.23(COSM5480042)Actin rs268871 0.1524 YES 7.886E-1;0.0 (pos.65481008)adenocarcinomaActin-related protein 2ATP binding,Arp2/3 complex-mediated actin nucleation,Arp2/3 protein complex,Fc-gamma receptor signaling pathway involved in phagocytosis,actin cap,actin cytoskeleton,actin filament binding,associative learning,asymmetric cell division,azurophil granule lumen,cellular response to trichostatin A,cilium assembly,cytoplasm,cytosol,cytosolic transport,ephrin receptor signaling pathway,establishment or maintenance of cell polarity,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,focal adhesion,invadopodium,lamellipodium,meiotic chromosome movement towards spindle pole,meiotic cytokinesis,membrane,membrane organization,movement of cell or subcellular component,neutrophil degranulation,podosome core,positive regulation of dendritic spine morphogenesis,postsynaptic density,response to ethanol,response to immobilization stress,spindle localization,structural constituent of cytoskeletonAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic Diseases(2S)-2-(3-bromophenyl)-3-(5-chloro-2-hydroxyphenyl)-1,3-thiazolidin-4-one,N-2-(2-methyl-1H-indol-3-yl)ethylthiophene-2-carboxamideA=0, C=20 A=0.0, C=1.0 0.00001 263.774 20 A=0/0, C=5/15

chr2:65488538 A/A G A SNV ACTR2 ACTR2:intronic:NM_001005386.2 1 100 intronic NM_001005386.2c.896+12G>Ap.? 0.26 Actin rs268862 0.1519 YES 7.887E-1 (pos.65488538) Actin-related protein 2ATP binding,Arp2/3 complex-mediated actin nucleation,Arp2/3 protein complex,Fc-gamma receptor signaling pathway involved in phagocytosis,actin cap,actin cytoskeleton,actin filament binding,associative learning,asymmetric cell division,azurophil granule lumen,cellular response to trichostatin A,cilium assembly,cytoplasm,cytosol,cytosolic transport,ephrin receptor signaling pathway,establishment or maintenance of cell polarity,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,focal adhesion,invadopodium,lamellipodium,meiotic chromosome movement towards spindle pole,meiotic cytokinesis,membrane,membrane organization,movement of cell or subcellular component,neutrophil degranulation,podosome core,positive regulation of dendritic spine morphogenesis,postsynaptic density,response to ethanol,response to immobilization stress,spindle localization,structural constituent of cytoskeletonAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic Diseases(2S)-2-(3-bromophenyl)-3-(5-chloro-2-hydroxyphenyl)-1,3-thiazolidin-4-one,N-2-(2-methyl-1H-indol-3-yl)ethylthiophene-2-carboxamideG=0, A=76 G=0.0, A=1.0 0.00001 1209.61 76 G=0/0, A=47/29

chr2:65495570 CC/CC AT CC MNV ACTR2 ACTR2:intronic:NM_001005386.2 2 100 intronic NM_001005386.2c.1030-128AT>CCp.? -0.25, -2.43 Actin rs386646815,rs55843720,rs60931828YES Actin-related protein 2ATP binding,Arp2/3 complex-mediated actin nucleation,Arp2/3 protein complex,Fc-gamma receptor signaling pathway involved in phagocytosis,actin cap,actin cytoskeleton,actin filament binding,associative learning,asymmetric cell division,azurophil granule lumen,cellular response to trichostatin A,cilium assembly,cytoplasm,cytosol,cytosolic transport,ephrin receptor signaling pathway,establishment or maintenance of cell polarity,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,focal adhesion,invadopodium,lamellipodium,meiotic chromosome movement towards spindle pole,meiotic cytokinesis,membrane,membrane organization,movement of cell or subcellular component,neutrophil degranulation,podosome core,positive regulation of dendritic spine morphogenesis,postsynaptic density,response to ethanol,response to immobilization stress,spindle localization,structural constituent of cytoskeletonAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic Diseases(2S)-2-(3-bromophenyl)-3-(5-chloro-2-hydroxyphenyl)-1,3-thiazolidin-4-one,N-2-(2-methyl-1H-indol-3-yl)ethylthiophene-2-carboxamideAT=0, CC=42AT=0.0, CC=1.0 0.00001 685.22 42 AT=0/0, CC=33/9

chr2:65495573 AC/AC A AC INDEL ACTR2 ACTR2:intronic:NM_001005386.2 1 100 intronic NM_001005386.2c.1030-125A>ACp.? -0.39 Actin rs200763705,rs386646815,rs398104377,rs72536103YES Actin-related protein 2ATP binding,Arp2/3 complex-mediated actin nucleation,Arp2/3 protein complex,Fc-gamma receptor signaling pathway involved in phagocytosis,actin cap,actin cytoskeleton,actin filament binding,associative learning,asymmetric cell division,azurophil granule lumen,cellular response to trichostatin A,cilium assembly,cytoplasm,cytosol,cytosolic transport,ephrin receptor signaling pathway,establishment or maintenance of cell polarity,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,focal adhesion,invadopodium,lamellipodium,meiotic chromosome movement towards spindle pole,meiotic cytokinesis,membrane,membrane organization,movement of cell or subcellular component,neutrophil degranulation,podosome core,positive regulation of dendritic spine morphogenesis,postsynaptic density,response to ethanol,response to immobilization stress,spindle localization,structural constituent of cytoskeletonAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic Diseases(2S)-2-(3-bromophenyl)-3-(5-chloro-2-hydroxyphenyl)-1,3-thiazolidin-4-one,N-2-(2-methyl-1H-indol-3-yl)ethylthiophene-2-carboxamideA=0, AC=42 A=0.0, AC=1.0 0.00001 684.171 42 A=0/0, AC=33/9

chr6:17629616 A/A G A SNV NUP153 NUP153:exonic:NM_005124.3 1 100 18 synonymous NM_005124.3c.2814C>T p.(=) 0.01 Nucleoporin Nup153-like,Retro-transposon transporting motif,Zn-finger in Ran binding protein and othersrs942467 0.0044 YES 7.142E-1 (pos.17629616) Nucleoporin, 153kDDNA binding,cytosol,host cell,identical protein binding,intracellular transport of virus,mRNA export from nucleus,metal ion binding,mitotic nuclear envelope disassembly,negative regulation of RNA export from nucleus,nuclear inclusion body,nuclear localization sequence binding,nuclear membrane,nuclear periphery,nuclear pore,nuclear pore central transport channel,nuclear pore complex assembly,nuclear pore nuclear basket,nucleocytoplasmic transporter activity,nucleolus,nucleoplasm,protein binding,protein import into nucleus,protein membrane anchor,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,structural constituent of nuclear pore,tRNA export from nucleus,viral entry into host cell,viral penetration into host nucleus,viral process,viral transcriptionG=0, A=49 G=0.0, A=1.0 0.00001 831.633 49 G=0/0, A=28/21

chr5:37364443 T/T C T SNV NUP155 NUP155:exonic:NM_153485.2 1 100 2 synonymous NM_153485.2c.201G>A p.(=) -1.72 Non-repetitive/WGA-negative nucleoporin C-terminal,Nup133 N terminal likers217852 1.00E-04 YES 1.0 (pos.37364443) Nucleoporin, 155kDRNA export from nucleus,atrial cardiac muscle cell action potential,host cell,intracellular transport of virus,mRNA export from nucleus,membrane,mitotic nuclear envelope disassembly,nuclear envelope,nuclear envelope organization,nuclear membrane,nuclear pore,nuclear pore inner ring,nucleocytoplasmic transport,protein binding,protein import into nucleus,protein localization to nuclear inner membrane,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,structural constituent of nuclear pore,tRNA export from nucleus,transcription-dependent tethering of RNA polymerase II gene DNA at nuclear periphery,transporter activity,viral process,viral transcriptionC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=8/12

chr11:47834592 A/A G A SNV NUP160 NUP160:exonic:NM_015231.2 1 100 15 synonymous NM_015231.2c.1794C>T p.(=) -0.06 Nucleoporin Nup120/160rs7110289 0 1.0 (pos.47834592) Nucleoporin, 160kDcytosol,host cell,intracellular transport of virus,kinetochore,mRNA export from nucleus,mitotic nuclear envelope disassembly,nuclear envelope,nuclear pore,nuclear pore outer ring,nucleocytoplasmic transporter activity,protein binding,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,sister chromatid cohesion,tRNA export from nucleus,viral process,viral transcriptionG=0, A=72 G=0.0, A=1.0 0.00001 1130.95 72 G=0/0, A=35/37

chr7:135304273 C/C G C SNV NUP205 NUP205:exonic:NM_015135.2 1 100 29 missense NM_015135.2c.4066G>C p.Glu1356Gln 3.81 1 29 0 Nuclear pore complex scaffold, nucleoporins 186/192/205rs7810767 1.00E-04 1.0 (pos.135304273) Nucleoporin, 205kDhost cell,intracellular transport of virus,mRNA export from nucleus,membrane,mitotic nuclear envelope disassembly,nuclear envelope,nuclear membrane,nuclear periphery,nuclear pore,nuclear pore complex assembly,nuclear pore inner ring,nucleocytoplasmic transport,protein binding,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,structural constituent of nuclear pore,tRNA export from nucleus,viral process,viral transcriptionBone Diseases;Musculoskeletal Diseases;Osteitis DeformansG=0, C=41 G=0.0, C=1.0 0.00001 664.7 41 G=0/0, C=23/18

chr2:68511584 G/G A G SNV CNRIP1 1 100 intronic 1.11 0.07(COSM148871) rs735815 0.4299 YES 5.35E-1 (pos.68511584) acute_myeloid_leukaemia,adenocarcinoma A=0, G=28 A=0.0, G=1.0 0.00001 408.718 28 A=0/0, G=7/21

chr2:68546304 T/C T C SNV CNRIP1 CNRIP1:intronic:NM_015463.2 1 50 intronic NM_015463.2c.179+50A>Gp.? -0.96 CB1 cannabinoid receptor-interacting protein 1rs4671897 0.4798 YES 1.796E-1 (pos.68546304) myelin sheath T=14, C=14 T=0.5, C=0.5 0.00001 131.907 28 T=13/1, C=9/5

chr3:13368892 G/A G A SNV NUP210 NUP210:exonic:NM_024923.3 1 53.49 32 synonymous NM_024923.3c.4332C>T p.(=) -0.21 0.2(COSM445628)Bacterial Ig-like domain (group 2)rs2271509 0.4881 YES 3.011E-1 (pos.13368892) adenocarcinoma,osteosarcomaNucleoporin, 210kDendoplasmic reticulum membrane,host cell,integral component of membrane,intracellular transport of virus,mRNA export from nucleus,membrane,mitotic nuclear envelope disassembly,nuclear envelope,nuclear membrane,nuclear pore,protein dimerization activity,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,tRNA export from nucleus,viral process,viral transcriptionG=20, A=23 G=0.4651, A=0.5349 0.00001 260.78 43 G=7/13, A=6/17

chr1:154108387 A/A G A SNV NUP210L NUP210L:exonic:NM_207308.2 1 100 7 synonymous NM_207308.2c.912C>T p.(=) -0.03 Bacterial Ig-like domain (group 2)rs3001361 4.00E-04 1.0;0.0 (pos.154108387) Sertoli cell development,integral component of membrane,spermatid developmentG=0, A=45 G=0.0, A=1.0 0.00001 747.392 45 G=0/0, A=23/22

chr19:50412417 A/A G A SNV NUP62 NUP62:exonic:NM_001193357.1 1 100 2 synonymous NM_001193357.1c.648C>T p.(=) -0.02 0.05(COSM3757052)Nsp1-like C-terminal regionrs999583 0.2421 YES 9.643E-1 (pos.50412417) adenocarcinoma,carcinomaNucleoporin, 62-kDFlemming body,Hsp70 protein binding,Hsp90 protein binding,PTB domain binding,SH2 domain binding,annulate lamellae,cell aging,cell death,cell surface receptor signaling pathway,centriole assembly,centrosome,centrosome cycle,chromatin binding,cytoplasm,hormone-mediated signaling pathway,host cell,intracellular membrane-bounded organelle,intracellular ribonucleoprotein complex,intracellular transport of virus,kinesin binding,mRNA export from nucleus,mitotic centrosome separation,mitotic metaphase plate congression,mitotic nuclear envelope disassembly,mitotic spindle,negative regulation of MAP kinase activity,negative regulation of Ras protein signal transduction,negative regulation of apoptotic process,negative regulation of cell proliferation,negative regulation of epidermal growth factor receptor signaling pathway,negative regulation of programmed cell death,nuclear envelope,nuclear membrane,nuclear pore,nuclear pore central transport channel,nuclear transport,nucleocytoplasmic transporter activity,phospholipiAutonomic Nervous System Diseases;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Multiple System Atrophy;Nervous System Diseases;Neurodegenerative Diseases;Primary Dysautonomias;Striatonigral DegenerationLikely benign G=0, A=80 G=0.0, A=1.0 0.00001 1289.36 80 G=0/0, A=50/30

chr2:69409029 A/A C A SNV ANTXR1 ANTXR1:intronic:NM_032208.2 1 100 intronic NM_032208.2c.1185+16C>Ap.? -0.56 Anthrax receptor C-terminus region,Anthrax receptor extracellular domain,von Willebrand factor type A domainrs6749826 0.4331 YES 7.607E-1 (pos.69409029) Anthrax toxin receptor 1actin cytoskeleton reorganization,actin filament binding,blood vessel development,cell surface,collagen binding,endosome membrane,external side of plasma membrane,extracellular exosome,filopodium membrane,integral component of membrane,lamellipodium membrane,metal ion binding,negative regulation of extracellular matrix assembly,plasma membrane,positive regulation of metallopeptidase activity,protein binding,receptor activity,reproductive process,signal transduction,substrate adhesion-dependent cell spreading,transmembrane signaling receptor activityAlopecia;Anodontia;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hair Diseases;Hemangioma;Hemangioma, Capillary;Heredodegenerative Disorders, Nervous System;Hypotrichosis;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Vascular Tissue;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neurodegenerative Diseases;Optic Atrophies, Hereditary;Optic Atrophy;Optic Nerve Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesBenign C=0, A=36 C=0.0, A=1.0 0.00001 563.744 36 C=0/0, A=20/16

chr17:73230856 T/T C T SNV NUP85 NUP85:exonic:NM_024844.4 1 100 17 synonymous NM_024844.4c.1740C>T p.(=) -0.75 Nup85 Nucleoporin,Tetratricopeptide repeatrs9988 0.1843 YES 9.416E-1 (pos.73230856) Nucleoporin 85kDcondensed chromosome kinetochore,cytosol,host cell,intracellular transport of virus,kinetochore,lamellipodium assembly,mRNA export from nucleus,macrophage chemotaxis,membrane,mitotic nuclear envelope disassembly,nuclear envelope,nuclear membrane,nuclear pore outer ring,nucleus,positive regulation of transcription, DNA-templated,protein binding,protein import into nucleus,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,sister chromatid cohesion,spindle,structural constituent of nuclear pore,tRNA export from nucleus,viral process,viral transcriptionC=0, T=28 C=0.0, T=1.0 0.00001 408.717 28 C=0/0, T=16/12

chr2:7005069 T/T C T SNV CMPK2 CMPK2:intronic:NM_207315.3 1 100 intronic NM_207315.3c.675+84G>Ap.? -0.35 Deoxynucleoside kinase,Thymidylate kinasers2595172 YES Cytidine monophosphate (UMP-CMP) kinase 2, mitochondrialATP binding,UMP kinase activity,cellular response to lipopolysaccharide,cytidylate kinase activity,dTDP biosynthetic process,dTTP biosynthetic process,dUDP biosynthetic process,mitochondrion,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylation,nucleoside triphosphate biosynthetic process,thymidylate kinase activityC=0, T=21 C=0.0, T=1.0 0.00001 280.785 21 C=0/0, T=12/9

chr17:5294976 T/A T A SNV NUP88 NUP88:exonic:NM_002532.5 1 50 10 synonymous NM_002532.5c.1389A>T p.(=) -1.68 0.13(COSM3766139)Nuclear pore componentrs14231 0.3942 YES 8.444E-1 (pos.5294976) carcinoma,hepatocellular_carcinoma,neoplasmNucleoporin, 88-kDcytosol,host cell,intracellular transport of virus,mRNA export from nucleus,mitotic nuclear envelope disassembly,nuclear pore,nucleoplasm,protein import into nucleus,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,ribosomal large subunit export from nucleus,ribosomal small subunit export from nucleus,tRNA export from nucleus,transporter activity,viral process,viral transcriptionHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesT=14, A=14 T=0.5, A=0.5 0.00001 131.941 28 T=2/12, A=10/4

chr15:41634587 GA/GA AC GA MNV NUSAP1 NUSAP1:exonic:NM_016359.4 2 100 2 missense NM_016359.4c.97_98delACinsGAp.Thr33Asp 1.57, 1.04 1 85 0 0.03(COSM1129215)Nucleolar and spindle-associated proteinrs386783399,rs7178634,rs7178777,rs7666411610.0072 YES 2.215E-1 (pos.41634588),2.223E-1;0.0 (pos.41634587)acute_myeloid_leukaemia,adenocarcinomaNucleolar and spindle-associated protein 1DNA binding,RNA binding,chromosome,cytoplasm,establishment of mitotic spindle localization,microtubule,microtubule binding,mitotic chromosome condensation,mitotic cytokinesis,mitotic sister chromatid segregation,nucleolus,positive regulation of mitotic nuclear division,protein binding,spindle,spindle microtubuleAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesAC=0, GA=28AC=0.0, GA=1.0 0.00001 399.403 28 AC=0/0, GA=21/7

chr15:34640378 C/C T C SNV NUTM1 NUTM1:exonic:NM_175741.2 1 100 3 synonymous NM_175741.2c.225T>C p.(=) -0.33 0.05(COSM4148664)NUT protein rs1028971027,rs430083 0.001 YES 9.999E-1 (pos.34640378) neoplasm cytoplasm,nucleus,protein binding T=0, C=182 T=0.0, C=1.0 0.00001 3036.9 182 T=0/0, C=119/63

chr1:224517842 T/T C T SNV NVL NVL:utr_5:NM_002533.3 1 100 1 utr_5 NM_002533.3c.-13G>A p.? -2.95 AAA domain (Cdc48 subfamily),AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA),Holliday junction DNA helicase ruvB N-terminus,Nucleolin binding domainrs2896990 0.0566 YES 8.985E-1 (pos.224517842) Nuclear valosin-containing protein-likeATP binding,RNA binding,membrane,nucleolus,nucleoplasm,nucleus,positive regulation of telomerase activity,preribosome binding,protein binding,ribosome biogenesis,telomerase holoenzyme complexC=0, T=65 C=0.0, T=1.0 0.00001 996.139 65 C=0/0, T=39/26

chr19:16860105 A/A G A SNV NWD1 NWD1:exonic:NM_001007525.4 1 100 6 missense NM_001007525.4c.652G>A p.Ala218Thr 0.69 1 58 0 Anaphase-promoting complex subunit 4 WD40 domain,NACHT domain,WD domain, G-beta repeatrs706764 0 9.219E-1 (pos.16860105) NACHT domain- and WD repeat-containing protein 1ATP binding,RNA binding,RNA splicing,U5 snRNP,catalytic step 2 spliceosome,cytosol,precatalytic spliceosomeG=0, A=38 G=0.0, A=1.0 0.00001 603.784 38 G=0/0, A=16/22

chr19:16899838 T/T A T SNV NWD1 NWD1:exonic:NM_001007525.4 1 100 13 missense NM_001007525.4c.2777A>T p.Asn926Ile 2.85 0.84 149 0 Anaphase-promoting complex subunit 4 WD40 domain,NACHT domain,WD domain, G-beta repeatrs2608737 0 9.954E-1 (pos.16899838) NACHT domain- and WD repeat-containing protein 1ATP binding,RNA binding,RNA splicing,U5 snRNP,catalytic step 2 spliceosome,cytosol,precatalytic spliceosomeA=0, T=72 A=0.0, T=1.0 0.00001 1130.93 72 A=0/0, T=38/34

chr2:71360723 G/G A G SNV

MPHOSPH1

0 MPHOSPH10:intronic:NM_005791.2 1
100

intronic NM_005791.2c.768+17A>Gp.? 0.04 Mpp10 proteinrs1813159 0.1466 YES 9.993E-1 (pos.71360723) Mpp10 complex,RNA binding,RNA processing,RNA splicing,RNA splicing, via transesterification reactions,chromosome,maturation of SSU-rRNA,negative regulation of phosphatase activity,nucleolus,nucleoplasm,protein binding,rRNA processing,small nucleolar ribonucleoprotein complex,small-subunit processomeA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=5/16

chr11:62564009 C/C T C SNV NXF1 NXF1:exonic:NM_006362.4 1 100 14 synonymous NM_006362.4c.1209A>G p.(=) -0.1 0.09(COSM5619173)Nuclear transport factor 2 (NTF2) domain,TAP C-terminal domain,Tap, RNA-bindingrs4693 0.3609 YES 5.342E-1 (pos.62564009) ductal_carcinomaNuclear RNA export factor 1RNA binding,RNA export from nucleus,cytoplasm,cytosol,mRNA binding,mRNA export from nucleus,mRNA transport,nuclear inclusion body,nuclear pore,nuclear speck,nucleocytoplasmic transporter activity,nucleoplasm,nucleus,poly(A)+ mRNA export from nucleus,protein binding,single-stranded RNA binding,transcription export complex,viral processT=0, C=27 T=0.0, C=1.0 0.00001 389.981 27 T=0/0, C=17/10

chr2:71708825 TATCC/TATCC T TATCC INDEL DYSF DYSF:intronic:NM_001130987.1 4 100 intronic NM_001130987.1c.148-184T>TATCCp.? -1.58 C2 domain,FerA (NUC095) domain,FerB (NUC096) domain,FerI (NUC094) domain,Ferlin C-terminusrs71402983,rs75288288 Dysferlin T-tubule,calcium ion binding,calcium-dependent phospholipid binding,cytoplasmic vesicle membrane,early endosome,endocytic vesicle,endosome,extracellular exosome,integral component of membrane,lamellipodium,late endosome,microtubule organizing center,muscle contraction,phospholipid binding,plasma membrane,plasma membrane repair,protein binding,sarcolemma,vesicle fusionArthritis;Arthritis, Juvenile;Autoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Distal Myopathies;Genetic Diseases, Inborn;Immune System Diseases;Joint Diseases;Muscular Atrophy;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, TATCC=55T=0.0, TATCC=1.0 0.00001 809.168 55 T=0/0, TATCC=25/30

chr2:71747432 T/T G T SNV DYSF DYSF:intronic:NM_001130987.1 1 100 intronic NM_001130987.1c.1033+94G>Tp.? 0.41 C2 domain,FerA (NUC095) domain,FerB (NUC096) domain,FerI (NUC094) domain,Ferlin C-terminusrs11687223 YES Dysferlin T-tubule,calcium ion binding,calcium-dependent phospholipid binding,cytoplasmic vesicle membrane,early endosome,endocytic vesicle,endosome,extracellular exosome,integral component of membrane,lamellipodium,late endosome,microtubule organizing center,muscle contraction,phospholipid binding,plasma membrane,plasma membrane repair,protein binding,sarcolemma,vesicle fusionArthritis;Arthritis, Juvenile;Autoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Distal Myopathies;Genetic Diseases, Inborn;Immune System Diseases;Joint Diseases;Muscular Atrophy;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=0, T=21 G=0.0, T=1.0 0.00001 273.949 21 G=0/0, T=11/10

chr2:71747851 C/C T C SNV DYSF DYSF:intronic:NM_001130987.1 1 100 intronic NM_001130987.1c.1034-68T>Cp.? -1.01 C2 domain,FerA (NUC095) domain,FerB (NUC096) domain,FerI (NUC094) domain,Ferlin C-terminusrs12713755 YES Dysferlin T-tubule,calcium ion binding,calcium-dependent phospholipid binding,cytoplasmic vesicle membrane,early endosome,endocytic vesicle,endosome,extracellular exosome,integral component of membrane,lamellipodium,late endosome,microtubule organizing center,muscle contraction,phospholipid binding,plasma membrane,plasma membrane repair,protein binding,sarcolemma,vesicle fusionArthritis;Arthritis, Juvenile;Autoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Distal Myopathies;Genetic Diseases, Inborn;Immune System Diseases;Joint Diseases;Muscular Atrophy;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=10/16

chr2:71871236 G/G A G SNV DYSF DYSF:intronic:NM_001130987.1 1 100 intronic NM_001130987.1c.4626+43A>Gp.? -1.63 C2 domain,FerA (NUC095) domain,FerB (NUC096) domain,FerI (NUC094) domain,Ferlin C-terminusrs84182 0.1179 YES 8.222E-1 (pos.71871236) Dysferlin T-tubule,calcium ion binding,calcium-dependent phospholipid binding,cytoplasmic vesicle membrane,early endosome,endocytic vesicle,endosome,extracellular exosome,integral component of membrane,lamellipodium,late endosome,microtubule organizing center,muscle contraction,phospholipid binding,plasma membrane,plasma membrane repair,protein binding,sarcolemma,vesicle fusionArthritis;Arthritis, Juvenile;Autoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Distal Myopathies;Genetic Diseases, Inborn;Immune System Diseases;Joint Diseases;Muscular Atrophy;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Rheumatic Diseases;Skin and Connective Tissue DiseasesBenign A=0, G=34 A=0.0, G=1.0 0.00001 523.199 34 A=0/0, G=19/15

chr11:114393652 T/T C T SNV NXPE1 NXPE1:exonic:NM_152315.4 1 100 5 missense NM_152315.4c.631G>A p.Gly211Arg 5.59 0 125 1 0.96(COSM1179754),0.96(COSM5002013)Neurexophilinrs10891692 0.3449 YES 6.728E-1 (pos.114393652)acute_myeloid_leukaemia,adenoma,ductal_carcinomaextracellular region,integral component of membraneColitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesC=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=13/14

chr2:226273689 C/C T C SNV NYAP2 NYAP2:exonic:NM_020864.1 1 100 2 synonymous NM_020864.1c.93T>C p.(=) -1.7 0.06(COSM3933550)Neuronal tyrosine-phosphorylated phosphoinositide-3-kinase adapterrs2048936 0.1761 YES 6.188E-1 (pos.226273689)acute_myeloid_leukaemia,carcinomaintracellular,neuron projection morphogenesis,phosphatidylinositol 3-kinase signaling,protein bindingT=0, C=162 T=0.0, C=1.0 0.00001 2613.14 162 T=0/0, C=42/120

chr11:120099679 A/A G A SNV OAF OAF:exonic:NM_178507.3 1 100 4 missense NM_178507.3c.650G>A p.Arg217His 0.78 0.25 29 0.006 0.6(COSM4145403)Transcriptional regulator, Out at firstrs2508490 0.2071 YES 1.339E-1 (pos.120099679)carcinoma,neoplasm extracellular exosome G=0, A=28 G=0.0, A=1.0 0.00001 398.871 28 G=0/0, A=6/22

chr2:74129664 G/G A G SNV ACTG2 ACTG2:intronic:NM_001615.3 1 100 intronic NM_001615.3c.255+49A>Gp.? -2.58 Actin rs1653256 0.4203 YES 4.871E-1 (pos.74129664) Actin, gamma-2, smooth muscle, entericATP binding,blood microparticle,cell body,cell periphery,cytoplasm,cytosol,extracellular exosome,extracellular space,filopodium,lamellipodium,mesenchyme migration,muscle contraction,myosin filament,positive regulation of gene expressionAbnormalities, Multiple;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Ileus;Intestinal Diseases;Intestinal Neoplasms;Intestinal Obstruction;Intestinal Pseudo-Obstruction;Neoplasms;Neoplasms by SiteA=0, G=64 A=0.0, G=1.0 0.00001 977.635 64 A=0/0, G=4/60

chr12:113357193 G/A G A SNV OAS1 OAS1:splicesite_3:NM_016816.3 1 50 6 splicesite NM_016816.3c.1039-1G>Ap.? 0.5 2'-5'-oligoadenylate synthetase 1, domain 2, C-terminus,Nucleotidyltransferase domainrs10774671 0.3616 YES 7.837E-1 (pos.113357193) 2',5'-oligoadenylate synthetase-12'-5'-oligoadenylate synthetase activity,ATP binding,cellular response to interferon-alpha,cytoplasm,cytosol,defense response to virus,double-stranded RNA binding,endoplasmic reticulum,extracellular region,glucose homeostasis,glucose metabolic process,immune response,interferon-gamma-mediated signaling pathway,metal ion binding,mitochondrion,negative regulation of viral genome replication,nucleotidyltransferase activity,nucleus,protein binding,protein oligomerization,purine nucleotide biosynthetic process,regulation of ribonuclease activity,response to virus,transferase activity,type I interferon signaling pathway,zinc ion bindingAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Influenza, Human;Metabolic Diseases;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract InfectionsCysteine-S-Acetamide G=14, A=14 G=0.5, A=0.5 0.00001 131.941 28 G=8/6, A=11/3

chr1:228402508 T/T C T SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 5 synonymous NM_001271223.2c.1537C>T p.(=) 0.34 0.13(COSM4769674),0.13(COSM4769675),0.13(COSM4769676)Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs2776853 0.39 YES 1.936E-1 (pos.228402508)adenocarcinoma C=0, T=34 C=0.0, T=1.0 0.00001 523.746 34 C=0/0, T=22/12

chr2:75116627 T/T C T SNV HK2 HK2:intronic:NM_000189.4 1 100 intronic NM_000189.4c.2609+22C>Tp.? -0.48 Hexokinase rs4853069 0.4413 YES 6.452E-1 (pos.75116627) Hexokinase-2, muscle,Hook, Drosophila, homolog of, 2ATP binding,apoptotic mitochondrial changes,canonical glycolysis,carbohydrate phosphorylation,cell,cellular glucose homeostasis,cellular response to leukemia inhibitory factor,cytosol,establishment of protein localization to mitochondrion,fructokinase activity,glucokinase activity,glucose 6-phosphate metabolic process,glucose binding,glycolytic process,hexokinase activity,lactation,maintenance of protein location in mitochondrion,mannokinase activity,membrane,mitochondrial outer membrane,negative regulation of mitochondrial membrane permeability,negative regulation of reactive oxygen species metabolic process,positive regulation of autophagy of mitochondrion in response to mitochondrial depolarization,protein binding,regulation of glucose import,response to ischemiaCardiovascular Diseases;Heart Diseases;Myocardial Ischemia;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Vascular DiseasesC=0, T=52 C=0.0, T=1.0 0.00001 744.737 52 C=0/0, T=19/33

chr1:228412308 A/A G A SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 10 synonymous NM_001271223.2c.3078G>A p.(=) -1.13 0.06(COSM4416477),0.06(COSM4416478),0.06(COSM4416479),0.06(COSM4416480)Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs1757152 0.3925 YES 4.144E-1 (pos.228412308)acute_myeloid_leukaemia,neoplasm G=0, A=52 G=0.0, A=1.0 0.00001 762.227 52 G=0/0, A=30/22

chr1:228431095 G/G A G SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 11 synonymous NM_001271223.2c.3417A>G p.(=) -3.38 Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs1771455 0.3172 YES 5.783E-1 (pos.228431095) A=0, G=79 A=0.0, G=1.0 0.00001 1269.33 79 A=0/0, G=50/29

chr1:228444565 A/A T A SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 16 missense NM_001271223.2c.4799T>A p.Val1600Asp 6.58 1 152 0.03(COSM4591835),0.03(COSM4591836),0.03(COSM4591837)Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs7532342 YES 1.0 (pos.228444565) squamous_cell_carcinoma T=0, A=110 T=0.0, A=1.0 0.00001 1737.83 110 T=0/0, A=58/52

chr1:228464248 G/G T G SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 26 missense NM_001271223.2c.7443T>G p.Asp2481Glu -0.29 1 45 0.07(COSM1339606),0.07(COSM1339607),0.07(COSM1339608)Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs1188721 0.3035 YES 7.28E-1 (pos.228464248) adenocarcinoma,carcinoma T=0, G=54 T=0.0, G=1.0 0.00001 798.147 54 T=0/0, G=23/31

chr2:84774893 G/A G A SNV DNAH6 DNAH6:intronic:NM_001370.1 1 53.33 intronic NM_001370.1c.1186+157G>Ap.? 0.31 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs12474026 YES Dynein, axonemal, heavy chain 6ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,cilium,cilium assembly,cilium or flagellum-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule-based movementCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Hypospadias;Male Urogenital Diseases;Penile Diseases;Urogenital AbnormalitiesG=14, A=16 G=0.4667, A=0.5333 0.00001 153.177 30 G=5/9, A=8/8

chr1:228471379 C/C G C SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 38 synonymous NM_001271223.2c.10200G>Cp.(=) 0.21 0.13(COSM3997314),0.13(COSM3997315),0.13(COSM3997316),0.13(COSM3997317)Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs56168609 0.3681 YES 1.522E-1 (pos.228471379)acute_myeloid_leukaemia G=0, C=70 G=0.0, C=1.0 0.00001 1091.82 70 G=0/0, C=37/33

chr2:84806553 A/A G A SNV DNAH6 DNAH6:intronic:NM_001370.1 1 100 intronic NM_001370.1c.2077-98G>Ap.? -0.19 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs6547569 YES Dynein, axonemal, heavy chain 6ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,cilium,cilium assembly,cilium or flagellum-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule-based movementCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Hypospadias;Male Urogenital Diseases;Penile Diseases;Urogenital AbnormalitiesG=0, A=106 G=0.0, A=1.0 0.00001 1662.79 106 G=0/0, A=37/69

chr2:84852011 C/T C T SNV DNAH6 DNAH6:intronic:NM_001370.1 1 50 intronic NM_001370.1c.4354-15C>Tp.? 0.28 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs11676670 0.0801 YES 1.485E-2 (pos.84852011) Dynein, axonemal, heavy chain 6ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,cilium,cilium assembly,cilium or flagellum-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule-based movementCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Hypospadias;Male Urogenital Diseases;Penile Diseases;Urogenital AbnormalitiesBenign C=12, T=12 C=0.5, T=0.5 0.00001 106.708 24 C=4/8, T=4/8

chr1:228482028 C/C G C SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 47 synonymous NM_001271223.2c.12594G>Cp.(=) 1.39 0.88(COSM4416917),0.88(COSM4416918),0.88(COSM4416919),0.88(COSM4416920)Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs4653547 0.1766 YES 1.818E-1 (pos.228482028)acute_myeloid_leukaemia G=0, C=42 G=0.0, C=1.0 0.00001 685.22 42 G=0/0, C=11/31

chr2:84899360 G/A G A SNV DNAH6 DNAH6:intronic:NM_001370.1 1 57.89 intronic NM_001370.1c.6455-91G>Ap.? -0.34 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs4832106 YES Dynein, axonemal, heavy chain 6ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axonemal dynein complex,cilium,cilium assembly,cilium or flagellum-dependent cell motility,cytoplasm,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,microtubule,microtubule-based movementCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Hypospadias;Male Urogenital Diseases;Penile Diseases;Urogenital AbnormalitiesG=16, A=22 G=0.4211, A=0.5789 0.00001 249.038 38 G=8/8, A=15/7

chr1:228503677 G/G A G SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 61 missense NM_001271223.2c.16013A>Gp.His5338Arg -0.14 0.52 29 Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs1150912 0.2944 YES 7.335E-1 (pos.228503677) A=0, G=48 A=0.0, G=1.0 0.00001 810.265 48 A=0/0, G=30/18

chr1:228504472 C/C T C SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 62 missense NM_001271223.2c.16219T>Cp.Cys5407Arg 0.55 0.55 180 0.02(COSM3750950),0.02(COSM3750951)Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs1188732 0.2992 YES 7.283E-1 (pos.228504472)adenocarcinoma,neoplasm T=0, C=159 T=0.0, C=1.0 0.00001 2560.66 159 T=0/0, C=86/73

chr1:228504669 A/A G A SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 62 synonymous NM_001271223.2c.16416G>Ap.(=) 0.01 0.31(COSM3746838),0.31(COSM3746839),0.31(COSM3746840)Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs61825302 0.1453 YES 1.271E-1 (pos.228504669)adenocarcinoma,hepatocellular_carcinoma G=0, A=76 G=0.0, A=1.0 0.00001 1209.41 76 G=0/0, A=48/28

chr2:85573033 A/A G A SNV RETSAT RETSAT:intronic:NM_017750.3 1 100 intronic NM_017750.3c.1117+65C>Tp.? -0.96 FAD binding domain,FAD dependent oxidoreductase,Flavin containing amine oxidoreductase,NAD(P)-binding Rossmann-like domainrs908302 YES 9.645E-1 (pos.85573033) Retinol saturaseall-trans-retinol 13,14-reductase activity,endoplasmic reticulum membrane,membrane,nuclear membrane,nuclear outer membrane,oxidation-reduction process,oxidoreductase activity,retinol metabolic processArrhythmias, Cardiac;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Endocrine System Diseases;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Gigantism;Heart Defects, Congenital;Heart Diseases;Hyperpituitarism;Intellectual Disability;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Pituitary DiseasesVitamin A G=0, A=86 G=0.0, A=1.0 0.00001 1410.93 86 G=0/0, A=56/30

chr2:85573049 A/A G A SNV RETSAT RETSAT:intronic:NM_017750.3 1 100 intronic NM_017750.3c.1117+49C>Tp.? -0.05 FAD binding domain,FAD dependent oxidoreductase,Flavin containing amine oxidoreductase,NAD(P)-binding Rossmann-like domainrs908304 0.3867 YES 5.22E-1 (pos.85573049) Retinol saturaseall-trans-retinol 13,14-reductase activity,endoplasmic reticulum membrane,membrane,nuclear membrane,nuclear outer membrane,oxidation-reduction process,oxidoreductase activity,retinol metabolic processArrhythmias, Cardiac;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Endocrine System Diseases;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Gigantism;Heart Defects, Congenital;Heart Diseases;Hyperpituitarism;Intellectual Disability;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Pituitary DiseasesVitamin A G=0, A=86 G=0.0, A=1.0 0.00001 1410.93 86 G=0/0, A=56/30

chr1:228505204 A/A G A SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 63 missense NM_001271223.2c.16472G>Ap.Arg5491His 1.33 0.08 29 0.03(COSM4997919),0.03(COSM4997920),0.03(COSM4997921)Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs4653942 0.1944 YES 5.245E-1 (pos.228505204)ductal_carcinoma,osteosarcoma G=0, A=76 G=0.0, A=1.0 0.00001 1209.59 76 G=0/0, A=38/38

chr2:85890758 T/C T C SNV SFTPB SFTPB:intronic:NM_198843.2 1 53.33 intronic NM_198843.2c.892+29A>Gp.? -0.47 Saposin A-type domain,Saposin-like type B, region 1,Saposin-like type B, region 2rs2304566 0.2571 YES 9.039E-2 (pos.85890758) Pulmonary surfactant-associated protein B, 18kDG-protein coupled receptor binding,alveolar lamellar body,animal organ morphogenesis,cellular protein metabolic process,clathrin-coated endocytic vesicle,endoplasmic reticulum membrane,enzyme activator activity,extracellular region,extracellular space,lamellar body,lysosome,multivesicular body,multivesicular body lumen,nucleoplasm,positive regulation of catalytic activity,respiratory gaseous exchange,sphingolipid metabolic processCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Infant, Newborn, Diseases;Infant, Premature, Diseases;Lung Diseases;Lung Diseases, Interstitial;Lung Neoplasms;Neoplasms;Neoplasms by Site;Pulmonary Alveolar Proteinosis;Respiration Disorders;Respiratory Distress Syndrome, Newborn;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsT=14, C=16 T=0.4667, C=0.5333 0.00001 152.554 30 T=7/7, C=7/9

chr2:85925667 G/A G A SNV GNLY GNLY:intronic:NM_006433.4 1 55.77 intronic NM_006433.4c.428-20G>Ap.? 0.9 rs4240201 0.3816 YES 5.819E-1 (pos.85925667) Granulysin (T-lymphocyte activation gene 519)antimicrobial humoral immune response mediated by antimicrobial peptide,antimicrobial humoral response,cytolytic granule,defense response to bacterium,defense response to fungus,extracellular region,extracellular space,intracellular defense response,killing of cells of other organism,phagocytic vesicle lumen3N-MorpholinoPropane Sulfonic AcidG=23, A=29 G=0.4423, A=0.5577 0.00001 299.667 52 G=21/2, A=28/1

chr2:86305123 C/C T C SNV POLR1A POLR1A:intronic:NM_015425.5 1 100 intronic NM_015425.5c.1258-19A>Gp.? 0.54 RNA polymerase Rpb1, domain 1,RNA polymerase Rpb1, domain 2,RNA polymerase Rpb1, domain 3,RNA polymerase Rpb1, domain 4,RNA polymerase Rpb1, domain 5rs2288117 0.0623 YES 9.816E-1 (pos.86305123) Polymerase I, RNA, subunit ADNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase I complex,RNA polymerase I activity,chromatin binding,negative regulation of protein localization to nucleolus,nucleoplasm,nucleus,positive regulation of gene expression, epigenetic,protein binding,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription initiation from RNA polymerase I promoter,transcription, DNA-templated,zinc ion bindingT=0, C=23 T=0.0, C=1.0 0.00001 316.739 23 T=0/0, C=20/3

chr2:86359405 T/T G T SNV PTCD3 PTCD3:intronic:NM_017952.5 1 100 intronic NM_017952.5c.1267-36G>Tp.? -0.06 PPR repeat,PPR repeat family,Pentacotripeptide-repeat region of PRORP,Pentatricopeptide repeat domainrs1559515 0.1542 YES 6.574E-1 (pos.86359405) Pentatricopeptide repeat domain-containing protein 3RNA binding,cytosol,mitochondrial inner membrane,mitochondrial translation,mitochondrial translational elongation,mitochondrial translational termination,mitochondrion,nucleoplasm,plasma membrane,protein binding,rRNA binding,regulation of translation,ribosomal small subunit binding,ribosomeG=0, T=20 G=0.0, T=1.0 0.00001 242.557 20 G=0/0, T=13/7

chr2:86437551 G/G T G SNV MRPL35 MRPL35:intronic:NM_016622.3 1 100 intronic NM_016622.3c.379-52T>Gp.? 1.39 Ribosomal protein L35rs7565645 0.0744 YES Mitochondrial ribosomal protein L35mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial ribosome,mitochondrial translational elongation,mitochondrial translational termination,ribosome,structural constituent of ribosome,translationT=0, G=25 T=0.0, G=1.0 0.00001 353.004 25 T=0/0, G=9/16

chr1:228505668 G/G C G SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 64 missense NM_001271223.2c.16796C>Gp.Ser5599Cys 2.59 0.11 112 Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs1188729 0.2984 YES 7.293E-1 (pos.228505668) C=0, G=81 C=0.0, G=1.0 0.00001 1309.42 81 C=0/0, G=55/26

chr2:86850022 C/C T C SNV

RNF103,RNF

103-CHMP3 RNF103:intronic:NM_001198951.1, RNF103-CHMP3:intronic:NM_001198954.11

100

intronic NM_001198954.1, NM_001198951.1c.-7-2430A>G, c.48-72A>Gp.?, p.? -0.04 RING-like zinc finger,RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger)rs396354,rs970009651 0.2743 YES 9.384E-1 (pos.86850022) ESCRT III complex,apoptotic process,autophagosome maturation,cell separation after cytokinesis,central nervous system development,cytoplasmic vesicle,cytosol,endoplasmic reticulum,endoplasmic reticulum mannose trimming,endoplasmic reticulum membrane,endoplasmic reticulum quality control compartment,endosomal transport,extracellular exosome,identical protein binding,integral component of membrane,intracellular,late endosome,late endosome membrane,macroautophagy,metal ion binding,mitotic metaphase plate congression,multivesicular body assembly,multivesicular body sorting pathway,multivesicular body-lysosome fusion,negative regulation of viral release from host cell,nucleus organization,phosphatidylcholine binding,plasma membrane,positive regulation of viral release from host cell,protein binding,protein heterooligomerization,protein homodimerization activity,protein polymerization,protein transport,protein ubiquitination,regulation of centrosome duplication,regulation of early endosome to late endosome transporArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=3/31

chr1:228525008 A/A G A SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 77 missense NM_001271223.2c.19595G>Ap.Arg6532His 6.88 0.66 29 0.95(COSM1339807),0.95(COSM1339808),0.95(COSM1339809)Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs3795809 0.1356 YES 7.357E-2 (pos.228525008)adenocarcinoma G=0, A=20 G=0.0, A=1.0 0.00001 263.784 20 G=0/0, A=12/8

chr1:228560139 G/G A G SNV OBSCN OBSCN:exonic:NM_001271223.2 1 100 105 synonymous NM_001271223.2c.24531A>Gp.(=) -3.08 0.02(COSM4143480)Fibronectin type III domain,IQ calmodulin-binding motif,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domainrs498382,rs769023602,rs780397029,rs7817442630.0741 YES 0.0 (pos.228560129),0.0;0.0;0.0 (pos.228560138),1.0 (pos.228560139)neoplasm A=0, G=41 A=0.0, G=1.0 0.00001 664.699 41 A=0/0, G=32/9

chr2:220430203 T/T C T SNV OBSL1 OBSL1:exonic:NM_015311.2 1 100 6 missense NM_015311.2c.2168G>A p.Arg723Lys -0.12 1 26 0 0.03(COSM4133495),0.03(COSM4133496),0.03(COSM4909337),0.42(COSM3743608),0.42(COSM3743609)Immunoglobulin I-set domain,Immunoglobulin domainrs1039898 0.0957 YES 9.11E-1 (pos.220430203) carcinoma,neoplasmObscurin-like 13M complex,Golgi apparatus,Golgi organization,M band,Z disc,actin filament binding,actin filament organization,cardiac myofibril assembly,centrosome,cytoplasm,cytoskeletal adaptor activity,cytoskeleton organization,cytosol,intercalated disc,microtubule cytoskeleton organization,muscle alpha-actinin binding,muscle myosin complex,perinuclear region of cytoplasm,positive regulation of dendrite morphogenesis,post-translational protein modification,protein binding,protein localization to Golgi apparatus,regulation of mitotic nuclear division,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dwarfism;Endocrine System Diseases;Genetic Diseases, Inborn;Hip Dislocation, Congenital;Muscle Hypotonia;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular ManifestationsBenign C=0, T=58 C=0.0, T=1.0 0.00001 867.257 58 C=0/0, T=44/14

chr8:133067315 A/A G A SNV OC90 OC90:utr_5:NM_001080399.2 1 100 2 utr_5 NM_001080399.2c.-42C>T p.? -1.48 0(COSM3982401)Phospholipase A2rs4736538 0.3639 YES 3.825E-1 (pos.133067315)acute_myeloid_leukaemia,adenocarcinomaOtoconin 90 (phospholipase A2-like)arachidonic acid secretion,biological_process,calcium ion binding,cellular_component,extracellular region,lipid catabolic process,molecular_function,phospholipase A2 activity,phospholipid metabolic processEar Diseases;Labyrinth Diseases;Otorhinolaryngologic Diseases;Vestibular DiseasesG=0, A=53 G=0.0, A=1.0 0.00001 782.03 53 G=0/0, A=17/36

chr2:9419411 A/A G A SNV ASAP2 ASAP2:intronic:NM_003887.2 1 100 intronic NM_003887.2c.127-35G>Ap.? 0.08 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),BAR domain,BAR domain of APPL family,PH domain,Putative GTPase activating protein for Arf,SH3 domain,Variant SH3 domainrs10193043 0.0986 YES 7.304E-1;0.0 (pos.9419411) GTPase activator activity,Golgi cisterna membrane,metal ion binding,plasma membrane,positive regulation of GTPase activity,protein bindingG=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=8/14

chr15:28096538 G/G A G SNV OCA2 OCA2:exonic:NM_000275.2 1 100 22 synonymous NM_000275.2c.2328T>C p.(=) 1.72 0.05(COSM1749086)Citrate transporter,Sodium:sulfate symporter transmembrane regionrs1800419 0.4298 YES 4.416E-1 (pos.28096538) adenocarcinoma,carcinoma,neoplasm,transitional_cell_carcinomaPink-eye dilution, murine, homolog of (oculocutaneous albinism II)L-tyrosine transmembrane transporter activity,cell proliferation,cytoplasm,endoplasmic reticulum membrane,endosome membrane,eye pigment biosynthetic process,integral component of membrane,lysosomal membrane,melanin biosynthetic process,melanocyte differentiation,melanosome membrane,protein binding,spermatid development,transmembrane transport,transporter activity,tyrosine transportAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign A=0, G=29 A=0.0, G=1.0 0.00001 427.094 29 A=0/0, G=10/19

chr15:28211921 A/A G A SNV OCA2 OCA2:exonic:NM_000275.2 1 100 15 synonymous NM_000275.2c.1551C>T p.(=) 1.92 0.88(COSM4417338),0.88(COSM4417339)Citrate transporter,Sodium:sulfate symporter transmembrane regionrs1800411 0.2938 YES 1.422E-1 (pos.28211921) acute_myeloid_leukaemiaPink-eye dilution, murine, homolog of (oculocutaneous albinism II)L-tyrosine transmembrane transporter activity,cell proliferation,cytoplasm,endoplasmic reticulum membrane,endosome membrane,eye pigment biosynthetic process,integral component of membrane,lysosomal membrane,melanin biosynthetic process,melanocyte differentiation,melanosome membrane,protein binding,spermatid development,transmembrane transport,transporter activity,tyrosine transportAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign G=0, A=65 G=0.0, A=1.0 0.00001 996.427 65 G=0/0, A=37/28

chr15:28235773 T/T C T SNV OCA2 OCA2:exonic:NM_000275.2 1 100 10 synonymous NM_000275.2c.1065G>A p.(=) -1.27 Citrate transporter,Sodium:sulfate symporter transmembrane regionrs1800404 0.2102 YES 3.865E-1 (pos.28235773) Pink-eye dilution, murine, homolog of (oculocutaneous albinism II)L-tyrosine transmembrane transporter activity,cell proliferation,cytoplasm,endoplasmic reticulum membrane,endosome membrane,eye pigment biosynthetic process,integral component of membrane,lysosomal membrane,melanin biosynthetic process,melanocyte differentiation,melanosome membrane,protein binding,spermatid development,transmembrane transport,transporter activity,tyrosine transportAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign C=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=18/9

chr8:103572992 G/G C G SNV ODF1 ODF1:exonic:NM_024410.3 1 100 2 synonymous NM_024410.3c.633C>G p.(=) -1.96 Hsp20/alpha crystallin familyrs3018444,rs386728346,rs753862003,rs759689755,rs766424766,rs7742658930.1067 YES 0.0 (pos.103572988),0.0;0.0;0.0 (pos.103572983),1.589E-4 (pos.103572987),1.593E-4 (pos.103572991),6.528E-1;0.0 (pos.103572992)Outer dense fiber of sperm tails 1cell differentiation,multicellular organism development,nucleus,outer dense fiber,protein binding,protein domain specific binding,spermatogenesisC=0, G=20 C=0.0, G=1.0 0.00001 263.786 20 C=0/0, G=9/11

chr2:96781986 C/C G C SNV ADRA2B ADRA2B:upstream:NM_000682.6 1 100 intronic NM_000682.6c.-98C>G p.? -1.78 rs3111873 YES Adrenergic, alpha-2B-, receptorG-protein coupled receptor signaling pathway,activation of MAPK activity,activation of protein kinase B activity,adenylate cyclase-activating adrenergic receptor signaling pathway,adrenergic receptor signaling pathway,alpha2-adrenergic receptor activity,cell-cell signaling,epidermal growth factor-activated receptor transactivation by G-protein coupled receptor signaling pathway,epinephrine binding,female pregnancy,integral component of plasma membrane,intracellular,negative regulation of epinephrine secretion,negative regulation of norepinephrine secretion,plasma membrane,platelet activation,positive regulation of MAPK cascade,positive regulation of blood pressure,positive regulation of neuron differentiation,positive regulation of uterine smooth muscle contraction,protein binding,regulation of vascular smooth muscle contractionBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Epilepsies, Myoclonic;Epilepsy;Hypertension;Intellectual Disability;Lung Diseases;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Respiratory Tract Diseases;Vascular DiseasesAmoxapine,Amphetamine,Apomorphine,Apraclonidine,Aripiprazole,Asenapine,Bethanidine,Brimonidine,Bromocriptine,Cabergoline,Carvedilol,Chlorpromazine,Cirazoline,Clonidine,Clozapine,Desipramine,Dosulepin,Doxepin,Dronedarone,Droxidopa,Ephedra,Epicept NP-1,Epinephrine,Ergoloid mesylate,Ergotamine,Esmirtazapine,Etomidate,Fenoldopam,Guanabenz,Guanfacine,Levonordefrin,Lisuride,Loxapine,Maprotiline,Mephentermine,Methamphetamine,Methotrimeprazine,Mianserin,Norepinephrine,Nortriptyline,OPC-28326,Olanzapine,Oxymetazoline,Paliperidone,Pergolide,Phenoxybenzamine,Pramipexole,Prazosin,Quetiapine,Risperidone,Ropinirole,Rotigotine,Setiptiline,Tiapride,Tizanidine,Tolazoline,Trimipramine,Xylometazoline,Yohimbine,ZiprasidoneG=0, C=22 G=0.0, C=1.0 0.00001 298.792 22 G=0/0, C=3/19

chr1:86818572 C/C T C SNV ODF2L ODF2L:exonic:NM_001007022.2 1 100 17 synonymous NM_001007022.2c.1863A>G p.(=) 0.45 rs272496 0.3502 YES 8.324E-1 (pos.86818572) centrosome T=0, C=27 T=0.0, C=1.0 0.00001 389.967 27 T=0/0, C=24/3

chr1:86820267 T/T C T SNV ODF2L ODF2L:exonic:NM_001007022.2 1 100 16 synonymous NM_001007022.2c.1713G>A p.(=) -0.01 0.08(COSM3747087),0.08(COSM3747088),0.08(COSM3747089)rs1182098 0.3416 YES 8.313E-1 (pos.86820267) hepatocellular_carcinoma centrosome C=0, T=111 C=0.0, T=1.0 0.00001 1757.15 111 C=0/0, T=61/50

chr1:86838158 T/T C T SNV ODF2L ODF2L:exonic:NM_001007022.2 1 100 9 synonymous NM_001007022.2c.876G>A p.(=) 0.31 0.02(COSM3747090),0.02(COSM3747091),0.02(COSM3747092)rs421105 0.342 YES 8.35E-1 (pos.86838158) carcinoma,hepatocellular_carcinomacentrosome C=0, T=62 C=0.0, T=1.0 0.00001 939.035 62 C=0/0, T=23/39

chr2:97867870 C/C G C SNV ANKRD36 ANKRD36:intronic:NM_001164315.1 1 100 intronic NM_001164315.1c.2858-69G>Cp.? -0.48 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil regionrs9324211 YES G=0, C=67 G=0.0, C=1.0 0.00001 1034.43 67 G=0/0, C=31/36

chr2:97873630 T/T A T SNV ANKRD36 ANKRD36:intronic:NM_001164315.1 1 100 intronic NM_001164315.1c.3193-41A>Tp.? -0.28 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil regionrs12052928 YES 2.483E-1 (pos.97873630) A=0, T=46 A=0.0, T=1.0 0.00001 772.685 46 A=0/0, T=24/22

chr19:9964823 G/G A G SNV OLFM2 OLFM2:utr_3:NM_058164.3 1 100 6 utr_3 NM_058164.3c.1404T>C p.? -2.57 Neurogenesis glycoprotein,Olfactomedin-like domainrs8111802 0.0102 YES 6.78E-1 (pos.9964823) Olfactomedin 2AMPA glutamate receptor complex,cell junction,cytoplasm,extracellular region,locomotory behavior,nucleoplasm,nucleus,positive regulation of smooth muscle cell differentiation,protein binding,protein secretion,regulation of vascular smooth muscle cell dedifferentiation,synaptic membrane,visual perceptionA=0, G=24 A=0.0, G=1.0 0.00001 328.776 24 A=0/0, G=3/21

chr2:97877399 C/C T C SNV ANKRD36 ANKRD36:intronic:NM_001164315.1 1 100 intronic NM_001164315.1c.3397-7T>Cp.? 0.14 0(COSM4001802),0(COSM4001803)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil regionrs10186233 0.123 YES 6.506E-1 (pos.97877399) acute_myeloid_leukaemia,carcinoma T=0, C=470 T=0.0, C=1.0 0.00001 7875.06 470 T=0/0, C=213/257

chr2:98169583 G/T G T SNV ANKRD36B ANKRD36B:intronic:NM_025190.3 1 50 intronic NM_025190.3c.1273+48C>Ap.? -1.88 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil regionrs9679293 0.3488 YES 3.281E-1;1.45E-4 (pos.98169583) protein binding G=14, T=14 G=0.5, T=0.5 0.00001 131.936 28 G=5/9, T=9/5

chr2:98376989 T/T TA T INDEL TMEM131 TMEM131:intronic:NM_015348.1 1 100 intronic NM_015348.1c.5108+67TA>Ap.? -2.84, -0.25 Transmembrane protein 131-likers3214760,rs397819712 YES Transmembrane protein 131biological_process,cellular_component,integral component of membrane,membrane,molecular_functionTA=0, T=31 TA=0.0, T=1.0 0.00001 401.112 31 TA=0/0, T=14/17

chr2:98418812 C/C CA C INDEL TMEM131 TMEM131:intronic:NM_015348.1 1 100 intronic NM_015348.1c.2651+79TG>Gp.? 0.56, -0.62 Transmembrane protein 131-likers11340992,rs397872143 YES Transmembrane protein 131biological_process,cellular_component,integral component of membrane,membrane,molecular_functionCA=0, C=23 CA=0.0, C=1.0 0.00001 307.533 23 CA=0/0, C=8/15

chr2:98449796 T/T C T SNV TMEM131 TMEM131:intronic:NM_015348.1 1 100 intronic NM_015348.1c.1074+32G>Ap.? -1.53 Transmembrane protein 131-likers6721250 1.0 (pos.98449796) Transmembrane protein 131biological_process,cellular_component,integral component of membrane,membrane,molecular_functionC=0, T=54 C=0.0, T=1.0 0.00001 798.138 54 C=0/0, T=25/29

chr1:59004979 T/T C T SNV OMA1 OMA1:utr_5:NM_145243.4 1 100 2 utr_5 NM_145243.4c.-13G>A p.? 0.95 Peptidase family M48rs902925 6.00E-04 1.0 (pos.59004979) OMA1 zinc metallopeptidasecristae formation,diet induced thermogenesis,energy homeostasis,glucose metabolic process,integral component of membrane,lipid metabolic process,metal ion binding,metalloendopeptidase activity,mitochondrial inner membrane,mitochondrial membrane,mitochondrial protein processing,negative regulation of mitochondrial fusion,protein quality control for misfolded or incompletely synthesized proteins,proteolysis,regulation of apoptotic process,response to stressC=0, T=30 C=0.0, T=1.0 0.00001 446.635 30 C=0/0, T=17/13

chr2:98906955 T/C T C SNV VWA3B VWA3B:intronic:NM_144992.4 1 58.33 intronic NM_144992.4c.3046-19T>Cp.? 0.11 Domain of unknown function (DUF4537),von Willebrand factor type A domainrs62155282 0.0592 YES 2.583E-4 (pos.98906955) von Willebrand factor A domain-containing protein 3Bcytoplasm T=10, C=14 T=0.4167, C=0.5833 0.00001 135.31 24 T=9/1, C=11/3

chr6:74079041 C/C A C SNV OOEP OOEP:exonic:NM_001080507.2 1 100 2 synonymous NM_001080507.2c.258T>G p.(=) -1.26 KH-like RNA-binding domainrs497243 4.00E-04 1.0 (pos.74079041) Oocyte-expressed protein, Dog, homolog ofRNA binding,apical part of cell,biological_process,cell cortex,cellular protein complex assembly,embryo implantation,embryonic pattern specification,establishment or maintenance of apical/basal cell polarity,fertilization,in utero embryonic development,protein binding,protein complex,protein phosphorylationA=0, C=79 A=0.0, C=1.0 0.00001 1268.61 79 A=0/0, C=49/30

chr7:128415195 T/G T G SNV OPN1SW OPN1SW:exonic:NM_001708.2 1 56 2 synonymous NM_001708.2c.366A>C p.(=) -0.74 0.08(COSM150388)7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srvrs1799922 0.4036 YES 5.61E-2 (pos.128415195) adenocarcinomaBlue cone pigment (opsin 1, short-wave-sensitive)G-protein coupled photoreceptor activity,G-protein coupled receptor signaling pathway,detection of visible light,integral component of plasma membrane,photoreceptor disc membrane,photoreceptor outer segment,phototransduction,protein-chromophore linkage,receptor activity,retinoid metabolic process,signal transduction,visual perceptionColor Vision Defects;Eye Diseases;Nervous System Diseases;Neurologic Manifestations;Sensation Disorders;Vision DisordersT=11, G=14 T=0.44, G=0.56 0.00001 134.35 25 T=7/4, G=7/7

chr1:29138975 T/T G T SNV OPRD1 OPRD1:exonic:NM_000911.3 1 100 1 missense NM_000911.3c.80G>T p.Cys27Phe 0.52 0.76 205 0 0.02(COSM3749049)7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srv,Serpentine type 7TM GPCR chemoreceptor Srxrs1042114,rs770681847 0.1112 YES 1.0;0.0 (pos.29138975) adenocarcinoma,neoplasmOpioid receptor, delta-1G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,adult locomotory behavior,axon terminus,cellular response to growth factor stimulus,cellular response to hypoxia,cellular response to toxic substance,chemical synaptic transmission,cytoplasm,dendrite membrane,eating behavior,enkephalin receptor activity,immune response,integral component of membrane,integral component of plasma membrane,intrinsic component of plasma membrane,membrane raft,negative regulation of gene expression,negative regulation of protein oligomerization,neuron projection,neuropeptide binding,neuropeptide signaling pathway,opioid receptor activity,opioid receptor signaling pathway,phospholipase C-activating G-protein coupled receptor signaling pathway,plasma membrane,positive regulation of CREB transcription factor activity,positive regulation of peptidyl-serine phosphorylation,postsAutonomic Nervous System Diseases;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Epilepsy;Heart Diseases;Hypotension;Hypotension, Orthostatic;Mental Disorders;Myocardial Ischemia;Nervous System Diseases;Orthostatic Intolerance;Primary Dysautonomias;Substance Withdrawal Syndrome;Substance-Related Disorders;Vascular Diseases3-Methylfentanyl,3-Methylthiofentanyl,ADL5859,Alvimopan,Amitriptyline,Buprenorphine,Butorphanol,Carfentanil,Codeine,Dextromethorphan,Dextropropoxyphene,Dihydromorphine,Dimethylthiambutene,Diphenoxylate,Diprenorphine,Eluxadoline,Etorphine,Fentanyl,Heroin,Hydrocodone,Hydromorphone,Ketamine,Ketobemidone,Levorphanol,Loperamide,Methadone,Morphine,Nalbuphine,Naloxone,Naltrexone,Oxycodone,Oxymorphone,Propoxyphene napsylate,Remifentanil,Sufentanil,Tapentadol,TramadolG=0, T=63 G=0.0, T=1.0 0.00001 947.487 63 G=0/0, T=35/28

chr6:154414446 T/T A T SNV OPRM1 OPRM1:exonic:NM_001008505.2 1 100 4 missense NM_001008505.2c.1206A>T p.Gln402His -0.68 1 24 0 0(COSM3761607)7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srxrs540825 0.2377 YES 9.373E-1;0.0 (pos.154414446)adenocarcinoma,neoplasmOpioid receptor, mu-1G-protein alpha-subunit binding,G-protein beta-subunit binding,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,Golgi apparatus,acute inflammatory response to antigenic stimulus,adenylate cyclase-activating dopamine receptor signaling pathway,adenylate cyclase-inhibiting opioid receptor signaling pathway,axon,behavioral response to ethanol,beta-endorphin receptor activity,calcium ion transmembrane transport,cell,cellular response to morphine,cellular response to stress,chemical synaptic transmission,dendrite,dendrite cytoplasm,dendrite membrane,eating behavior,endoplasmic reticulum,endosome,estrous cycle,excitatory postsynaptic potential,filamin binding,focal adhesion,integral component of membrane,integral component of plasma membrane,locomotory behavior,membrane raft,morphine receptor activity,negative regulation of Wnt protein secretion,negative regulation of adenylate cyclase activitAlcohol-Related Disorders;Alcoholism;Amphetamine-Related Disorders;Autonomic Nervous System Diseases;Brain Diseases;Brain Diseases, Metabolic;Cardiovascular Diseases;Central Nervous System Diseases;Cocaine-Related Disorders;Digestive System Diseases;Dyskinesias;Epilepsy;Epilepsy, Generalized;Hemic and Lymphatic Diseases;Hepatic Encephalopathy;Hepatic Insufficiency;Hepatitis;Hepatitis C;Hepatitis, Viral, Human;Heroin Dependence;Hyperalgesia;Hypotension;Hypotension, Orthostatic;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Liver Diseases;Liver Failure;Lymphatic Diseases;Lymphoproliferative Disorders;Mental Disorders;Metabolic Diseases;Morphine Dependence;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neuralgia;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Opioid-Related Disorders;Orthostatic Intolerance;Pain;Peripheral Nervous System Diseases;Primary3-Methylfentanyl,3-Methylthiofentanyl,Alfentanil,Alvimopan,Amitriptyline,Anileridine,Buprenorphine,Butorphanol,Carfentanil,Codeine,Dextromethorphan,Dextropropoxyphene,Dezocine,Dihydromorphine,Dimethylthiambutene,Diphenoxylate,Diprenorphine,Eluxadoline,Epicept NP-1,Ethylmorphine,Etorphine,Fentanyl,Heroin,Hydrocodone,Hydromorphone,Ketamine,Ketobemidone,LI-301,Levallorphan,Levomethadyl Acetate,Levorphanol,Loperamide,Methadone,Methadyl Acetate,Methylnaltrexone,Morphine,Nalbuphine,Naloxegol,Naloxone,Naltrexone,Ondansetron,Oxycodone,Oxymorphone,Pentazocine,Pethidine,Propoxyphene napsylate,Remifentanil,Sufentanil,Tapentadol,Tramadol,Trimebutine,V1003A=0, T=52 A=0.0, T=1.0 0.00001 767.009 52 A=0/0, T=22/30

chr2:9983716 C/C A C SNV TAF1B TAF1B:intronic:NM_005680.2 1 100 intronic NM_005680.2c.18+28A>Cp.? -0.12 Zinc-finger of RNA-polymerase I-specific TFIIB, Rrn7rs385513 0.0054 YES 1.0;0.0 (pos.9983716) DNA binding transcription factor activity,RNA polymerase I CORE element sequence-specific DNA binding,RNA polymerase I core factor complex,RNA polymerase I transcriptional preinitiation complex assembly at the promoter for the nuclear large rRNA transcript,RNA polymerase transcription factor SL1 complex,TBP-class protein binding,extracellular exosome,metal ion binding,nucleoplasm,nucleus,positive regulation of gene expression, epigenetic,protein binding,regulation of transcription, DNA-templated,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription factor activity, RNA polymerase I CORE element binding transcription factor recruiting,transcription initiation from RNA polymerase I promoter,transcription, DNA-templatedA=0, C=55 A=0.0, C=1.0 0.00001 814.907 55 A=0/0, C=4/51

chr2:9991556 A/A G A SNV TAF1B TAF1B:intronic:NM_005680.2 1 100 intronic NM_005680.2c.206-114G>Ap.? -1.71 Zinc-finger of RNA-polymerase I-specific TFIIB, Rrn7rs111708404,rs287991,rs869072018 DNA binding transcription factor activity,RNA polymerase I CORE element sequence-specific DNA binding,RNA polymerase I core factor complex,RNA polymerase I transcriptional preinitiation complex assembly at the promoter for the nuclear large rRNA transcript,RNA polymerase transcription factor SL1 complex,TBP-class protein binding,extracellular exosome,metal ion binding,nucleoplasm,nucleus,positive regulation of gene expression, epigenetic,protein binding,regulation of transcription, DNA-templated,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription factor activity, RNA polymerase I CORE element binding transcription factor recruiting,transcription initiation from RNA polymerase I promoter,transcription, DNA-templatedG=0, A=23 G=0.0, A=1.0 0.00001 315.32 23 G=0/0, A=7/16

chr2:99998561 T/T C T SNV EIF5B EIF5B:intronic:NM_015904.3 1 100 intronic NM_015904.3c.2062-61C>Tp.? 0.47 50S ribosome-binding GTPase,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2,Translation-initiation factor 2rs2290256 0.4547 YES GTP binding,GTPase activity,RNA binding,cytoplasm,cytosol,metal ion binding,nucleus,protein binding,regulation of translational initiation,translation initiation factor activity,translational initiationC=0, T=35 C=0.0, T=1.0 0.00001 543.901 35 C=0/0, T=15/20



chr20:10280083 G/A G A SNV SNAP25 SNAP25:intronic:NM_003081.4 1 52.38 intronic NM_003081.4c.552+23G>Ap.? 1.28 SNAP-25 familyrs363006 0.172 YES 1.127E-1 (pos.10280083) Synaptosomal-associated protein, 25kDBLOC-1 complex,SNAP receptor activity,SNARE complex,associative learning,axon,calcium-dependent protein binding,cell junction,chemical synaptic transmission,cytoplasm,cytosol,exocytic insertion of neurotransmitter receptor to postsynaptic membrane,extrinsic component of cytoplasmic side of plasma membrane,glutamate secretion,growth cone,locomotory behavior,long-term synaptic potentiation,membrane,myelin sheath,neuron projection,neurotransmitter receptor internalization,neurotransmitter secretion,neurotransmitter uptake,neutrophil degranulation,perinuclear region of cytoplasm,plasma membrane,positive regulation of synaptic plasticity,postsynapse,presynaptic membrane,protein binding,regulation of insulin secretion,regulation of neuron projection development,short-term synaptic potentiation,somatodendritic compartment,specific granule membrane,synaptic vesicle,synaptic vesicle docking,synaptic vesicle exocytosis,synaptic vesicle fusion to presynaptic active zone membrane,synaptic vesicle priming,synaptobrevin 2-Bipolar Disorder;Bipolar and Related Disorders;Depressive Disorder;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Dyskinesias;Endocrine System Diseases;Glucose Metabolism Disorders;Mental Disorders;Metabolic Diseases;Mood Disorders;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Psychotic Disorders;Schizophrenia Spectrum and Other Psychotic Disorders;TicsBotulinum Toxin Type A G=10, A=11 G=0.4762, A=0.5238 0.00001 95.3001 21 G=1/9, A=4/7

chr6:154414563 G/G A G SNV OPRM1 OPRM1:exonic:NM_001008505.2 1 100 4 synonymous NM_001008505.2c.1323A>G p.(=) -0.32 0.06(COSM1441734)7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srxrs675026,rs746389905 0.3319 YES 0.0 (pos.154414558),8.896E-1 (pos.154414563)adenocarcinomaOpioid receptor, mu-1G-protein alpha-subunit binding,G-protein beta-subunit binding,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,Golgi apparatus,acute inflammatory response to antigenic stimulus,adenylate cyclase-activating dopamine receptor signaling pathway,adenylate cyclase-inhibiting opioid receptor signaling pathway,axon,behavioral response to ethanol,beta-endorphin receptor activity,calcium ion transmembrane transport,cell,cellular response to morphine,cellular response to stress,chemical synaptic transmission,dendrite,dendrite cytoplasm,dendrite membrane,eating behavior,endoplasmic reticulum,endosome,estrous cycle,excitatory postsynaptic potential,filamin binding,focal adhesion,integral component of membrane,integral component of plasma membrane,locomotory behavior,membrane raft,morphine receptor activity,negative regulation of Wnt protein secretion,negative regulation of adenylate cyclase activitAlcohol-Related Disorders;Alcoholism;Amphetamine-Related Disorders;Autonomic Nervous System Diseases;Brain Diseases;Brain Diseases, Metabolic;Cardiovascular Diseases;Central Nervous System Diseases;Cocaine-Related Disorders;Digestive System Diseases;Dyskinesias;Epilepsy;Epilepsy, Generalized;Hemic and Lymphatic Diseases;Hepatic Encephalopathy;Hepatic Insufficiency;Hepatitis;Hepatitis C;Hepatitis, Viral, Human;Heroin Dependence;Hyperalgesia;Hypotension;Hypotension, Orthostatic;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Liver Diseases;Liver Failure;Lymphatic Diseases;Lymphoproliferative Disorders;Mental Disorders;Metabolic Diseases;Morphine Dependence;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neuralgia;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Opioid-Related Disorders;Orthostatic Intolerance;Pain;Peripheral Nervous System Diseases;Primary3-Methylfentanyl,3-Methylthiofentanyl,Alfentanil,Alvimopan,Amitriptyline,Anileridine,Buprenorphine,Butorphanol,Carfentanil,Codeine,Dextromethorphan,Dextropropoxyphene,Dezocine,Dihydromorphine,Dimethylthiambutene,Diphenoxylate,Diprenorphine,Eluxadoline,Epicept NP-1,Ethylmorphine,Etorphine,Fentanyl,Heroin,Hydrocodone,Hydromorphone,Ketamine,Ketobemidone,LI-301,Levallorphan,Levomethadyl Acetate,Levorphanol,Loperamide,Methadone,Methadyl Acetate,Methylnaltrexone,Morphine,Nalbuphine,Naloxegol,Naloxone,Naltrexone,Ondansetron,Oxycodone,Oxymorphone,Pentazocine,Pethidine,Propoxyphene napsylate,Remifentanil,Sufentanil,Tapentadol,Tramadol,Trimebutine,V1003A=0, G=33 A=0.0, G=1.0 0.00001 504.598 33 A=0/0, G=17/16

chr20:10633313 C/C T C SNV JAG1 JAG1:intronic:NM_000214.2 1 100 intronic NM_000214.2c.756-67A>Gp.? -3.61 Calcium-binding EGF domain,Delta serrate ligand,EGF-like domain,Human growth factor-like EGF,N terminus of Notch ligandrs6040055 YES Jagged 1 Notch binding,Notch receptor processing,Notch signaling involved in heart development,Notch signaling pathway,T cell mediated immunity,adherens junction,angiogenesis,aorta morphogenesis,apical plasma membrane,auditory receptor cell differentiation,blood vessel remodeling,calcium ion binding,cardiac neural crest cell development involved in outflow tract morphogenesis,cardiac right ventricle morphogenesis,cardiac septum morphogenesis,cell fate determination,ciliary body morphogenesis,distal tubule development,endocardial cushion cell development,endothelial cell differentiation,extracellular region,glomerular visceral epithelial cell development,growth factor activity,hemopoiesis,integral component of plasma membrane,keratinocyte differentiation,loop of Henle development,membrane,morphogenesis of an epithelial sheet,myoblast differentiation,negative regulation of endothelial cell differentiation,negative regulation of fat cell differentiation,negative regulation of neuron differentiation,negative regulation ofAbnormalities, Multiple;Adenocarcinoma;Alagille Syndrome;Astrocytoma;Bile Duct Diseases;Biliary Tract Diseases;Bone Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Ductal;Carcinoma, Pancreatic Ductal;Cardiovascular Abnormalities;Cardiovascular Diseases;Cholestasis;Cholestasis, Intrahepatic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Opacity;Deafness;Digestive System Diseases;Digestive System Neoplasms;Ear Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Glioblastoma;Glioma;Head and Neck Neoplasms;Hearing Disorders;Hearing Loss;Heart Defects, Congenital;Heart Diseases;Liver Diseases;Lung Diseases;Lung Neoplasms;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Ductal, Lobular, and Medullary;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;NT=0, C=175 T=0.0, C=1.0 0.00001 2885.04 175 T=0/0, C=77/98

chr6:154414573 T/T C T SNV OPRM1 OPRM1:exonic:NM_001008505.2 1 100 4 synonymous NM_001008505.2c.1333C>T p.(=) 0.36 0.12(COSM3761608)7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srxrs562859,rs746389905 0.3343 YES 0.0 (pos.154414558),8.894E-1 (pos.154414573)adenocarcinomaOpioid receptor, mu-1G-protein alpha-subunit binding,G-protein beta-subunit binding,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,Golgi apparatus,acute inflammatory response to antigenic stimulus,adenylate cyclase-activating dopamine receptor signaling pathway,adenylate cyclase-inhibiting opioid receptor signaling pathway,axon,behavioral response to ethanol,beta-endorphin receptor activity,calcium ion transmembrane transport,cell,cellular response to morphine,cellular response to stress,chemical synaptic transmission,dendrite,dendrite cytoplasm,dendrite membrane,eating behavior,endoplasmic reticulum,endosome,estrous cycle,excitatory postsynaptic potential,filamin binding,focal adhesion,integral component of membrane,integral component of plasma membrane,locomotory behavior,membrane raft,morphine receptor activity,negative regulation of Wnt protein secretion,negative regulation of adenylate cyclase activitAlcohol-Related Disorders;Alcoholism;Amphetamine-Related Disorders;Autonomic Nervous System Diseases;Brain Diseases;Brain Diseases, Metabolic;Cardiovascular Diseases;Central Nervous System Diseases;Cocaine-Related Disorders;Digestive System Diseases;Dyskinesias;Epilepsy;Epilepsy, Generalized;Hemic and Lymphatic Diseases;Hepatic Encephalopathy;Hepatic Insufficiency;Hepatitis;Hepatitis C;Hepatitis, Viral, Human;Heroin Dependence;Hyperalgesia;Hypotension;Hypotension, Orthostatic;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Liver Diseases;Liver Failure;Lymphatic Diseases;Lymphoproliferative Disorders;Mental Disorders;Metabolic Diseases;Morphine Dependence;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neuralgia;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Opioid-Related Disorders;Orthostatic Intolerance;Pain;Peripheral Nervous System Diseases;Primary3-Methylfentanyl,3-Methylthiofentanyl,Alfentanil,Alvimopan,Amitriptyline,Anileridine,Buprenorphine,Butorphanol,Carfentanil,Codeine,Dextromethorphan,Dextropropoxyphene,Dezocine,Dihydromorphine,Dimethylthiambutene,Diphenoxylate,Diprenorphine,Eluxadoline,Epicept NP-1,Ethylmorphine,Etorphine,Fentanyl,Heroin,Hydrocodone,Hydromorphone,Ketamine,Ketobemidone,LI-301,Levallorphan,Levomethadyl Acetate,Levorphanol,Loperamide,Methadone,Methadyl Acetate,Methylnaltrexone,Morphine,Nalbuphine,Naloxegol,Naloxone,Naltrexone,Ondansetron,Oxycodone,Oxymorphone,Pentazocine,Pethidine,Propoxyphene napsylate,Remifentanil,Sufentanil,Tapentadol,Tramadol,Trimebutine,V1003C=0, T=33 C=0.0, T=1.0 0.00001 504.593 33 C=0/0, T=17/16

chr20:1277099 G/A G A SNV SNPH SNPH:intronic:NM_014723.3 1 57.14 intronic NM_014723.3c.50+34G>Ap.? -4.18 Golgi-localised syntaxin-1-binding clamprs6078493 0.1157 YES 6.709E-2 (pos.1277099) Syntaphilin brain development,cell junction,cytoplasm,cytoplasmic microtubule,integral component of membrane,mitochondrial membrane,neuron differentiation,neuron projection,neuronal cell body,neurotransmitter secretion,presynaptic membrane,synaptic vesicle docking,syntaxin-1 bindingG=36, A=48 G=0.4286, A=0.5714 0.00001 550.577 84 G=17/19, A=31/17

chr10:13166076 G/G A G SNV OPTN OPTN:exonic:NM_021980.4 1 100 8 missense NM_021980.4c.964A>G p.Lys322Glu 6.05 1 56 0 Leucine zipper of domain CC2 of NEMO, NF-kappa-B essential modulator,NF-kappa-B essential modulator NEMOrs386741044,rs523747 0.0012 1.0 (pos.13166076) Optineurin G2/M transition of mitotic cell cycle,Golgi apparatus,Golgi membrane,Golgi organization,Golgi ribbon formation,Golgi to plasma membrane protein transport,K63-linked polyubiquitin modification-dependent protein binding,Rab GTPase binding,autophagosome,autophagy,cell death,cellular response to unfolded protein,cytoplasm,cytoplasmic vesicle,cytosol,defense response to Gram-negative bacterium,identical protein binding,innate immune response,metal ion binding,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of receptor recycling,nucleoplasm,nucleus,parkin-mediated stimulation of mitophagy in response to mitochondrial depolarization,perinuclear region of cytoplasm,polyubiquitin modification-dependent protein binding,positive regulation of autophagy,positive regulation of xenophagy,protein C-terminus binding,protein binding,protein binding, bridging,protein targeting to Golgi,recycling endosome membrane,regulation of I-kappaB kinase/NF-kappaB signaling,signal transduction,trans-Golgi neAmyotrophic Lateral Sclerosis;Bone Diseases;Central Nervous System Diseases;Eye Diseases;Glaucoma;Glaucoma, Open-Angle;Metabolic Diseases;Motor Neuron Disease;Musculoskeletal Diseases;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Ocular Hypertension;Osteitis Deformans;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesA=0, G=55 A=0.0, G=1.0 0.00001 814.876 55 A=0/0, G=29/26

chr20:12990044 C/C T C SNV SPTLC3 SPTLC3:intronic:NM_018327.3 1 100 intronic NM_018327.3c.117+12T>Cp.? -0.15 Aminotransferase class I and II,Aminotransferase class-Vrs3761895 0.2497 YES 5.382E-1 (pos.12990044) Serine palmitoyltransferase, long-chain base subunit 3biosynthetic process,catalytic activity,endoplasmic reticulum membrane,integral component of membrane,protein binding,pyridoxal phosphate binding,serine C-palmitoyltransferase activity,serine C-palmitoyltransferase complex,sphingoid biosynthetic process,sphingolipid biosynthetic process,transaminase activityBipolar Disorder;Bipolar and Related Disorders;Mental DisordersPyridoxal Phosphate T=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=7/19

chr11:7949350 G/G A G SNV OR10A6 OR10A6:exonic:NM_001004461.1 1 100 1 missense NM_001004461.1c.860T>C p.Leu287Pro 7.05 1 98 0 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs4758258 0.2201 YES 7.989E-1 (pos.7949350) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, G=73 A=0.0, G=1.0 0.00001 1150.51 73 A=0/0, G=35/38

chr11:7949791 C/C A C SNV OR10A6 OR10A6:exonic:NM_001004461.1 1 100 1 missense NM_001004461.1c.419T>G p.Val140Gly 1.16 0.02 109 0.979 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs7933807 0.4006 YES 5.186E-1 (pos.7949791) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, C=50 A=0.0, C=1.0 0.00001 733.515 50 A=0/0, C=20/30

chr20:13074235 A/A G A SNV SPTLC3 SPTLC3:intronic:NM_018327.3 1 100 intronic NM_018327.3c.826+11G>Ap.? -0.9 Aminotransferase class I and II,Aminotransferase class-Vrs708937 0.0637 YES 1.0 (pos.13074235) Serine palmitoyltransferase, long-chain base subunit 3biosynthetic process,catalytic activity,endoplasmic reticulum membrane,integral component of membrane,protein binding,pyridoxal phosphate binding,serine C-palmitoyltransferase activity,serine C-palmitoyltransferase complex,sphingoid biosynthetic process,sphingolipid biosynthetic process,transaminase activityBipolar Disorder;Bipolar and Related Disorders;Mental DisordersPyridoxal Phosphate G=0, A=54 G=0.0, A=1.0 0.00001 798.142 54 G=0/0, A=32/22

chr20:13074243 A/A T A SNV SPTLC3 SPTLC3:intronic:NM_018327.3 1 100 intronic NM_018327.3c.826+19T>Ap.? -0.13 Aminotransferase class I and II,Aminotransferase class-Vrs1011290 0.4015 YES 3.118E-1 (pos.13074243) Serine palmitoyltransferase, long-chain base subunit 3biosynthetic process,catalytic activity,endoplasmic reticulum membrane,integral component of membrane,protein binding,pyridoxal phosphate binding,serine C-palmitoyltransferase activity,serine C-palmitoyltransferase complex,sphingoid biosynthetic process,sphingolipid biosynthetic process,transaminase activityBipolar Disorder;Bipolar and Related Disorders;Mental DisordersPyridoxal Phosphate T=0, A=54 T=0.0, A=1.0 0.00001 798.06 54 T=0/0, A=32/22

chr11:7949860 A/A G A SNV OR10A6 OR10A6:exonic:NM_001004461.1 1 100 1 missense NM_001004461.1c.350C>T p.Ala117Val 0.55 0.61 64 0.006 0.16(COSM4146361)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs7928451 0.403 YES 5.177E-1 (pos.7949860) neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellG=0, A=61 G=0.0, A=1.0 0.00001 921.484 61 G=0/0, A=22/39

chr12:48596641 A/G A G SNV OR10AD1 OR10AD1:exonic:NM_001004134.1 1 57.63 1 synonymous NM_001004134.1c.435T>C p.(=) -2.28 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs75539159 0.0829 YES 1.16E-4 (pos.48596641) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=25, G=34 A=0.4237, G=0.5763 0.00001 356.5 59 A=11/14, G=11/23

chr12:48596579 C/T C T SNV OR10AD1 OR10AD1:exonic:NM_001004134.1 1 50 1 missense NM_001004134.1c.497G>A p.Arg166Gln -2.92 0.16 43 0.068 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs17224674 0.0829 YES 3.529E-4;0.0 (pos.48596579) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellC=58, T=58 C=0.5, T=0.5 0.00001 602.299 116 C=25/33, T=22/36

chr20:13698006 C/C T C SNV ESF1 ESF1:intronic:NM_001276380.1 1 100 intronic NM_001276380.1c.2262+9A>Gp.? -1.18 NUC153 domainrs4239710 9.00E-04 1.0 (pos.13698006) RNA binding,extracellular space,nucleolus,nucleoplasm,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=28 T=0.0, C=1.0 0.00001 408.705 28 T=0/0, C=24/4

chr6:29407970 T/C T C SNV OR10C1 OR10C1:exonic:NM_013941.3 1 52.38 1 missense NM_013941.3c.178T>C p.Phe60Leu 0.46 22 0.47(COSM3761764)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs2074469 0.1878 YES 2.225E-1 (pos.29407970) acute_myeloid_leukaemia,adenocarcinoma,neoplasmG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellT=30, C=33 T=0.4762, C=0.5238 0.00001 333.903 63 T=19/11, C=19/14

chr20:13763897 ATTAA/ATTAA A ATTAA INDEL ESF1 ESF1:intronic:NM_001276380.1 4 100 intronic NM_001276380.1c.-42-68T>TTAATp.? 0.99 NUC153 domain RNA binding,extracellular space,nucleolus,nucleoplasm,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, ATTAA=21A=0.0, ATTAA=1.0 0.00001 281.235 21 A=0/0, ATTAA=13/8

chr20:13782409 G/G A G SNV NDUFAF5 NDUFAF5:intronic:NM_024120.4 1 100 intronic NM_024120.4c.717+80A>Gp.? 0.37 Methyltransferase domain,Putative S-adenosyl-L-methionine-dependent methyltransferase,ubiE/COQ5 methyltransferase familyrs1015517 YES NADH dehydrogenase (ubiquinone) complex I, assembly factor Textrinsic component of mitochondrial inner membrane,methylation,methyltransferase activity,mitochondrial inner membrane,mitochondrial respiratory chain complex I assembly,mitochondrion,molecular_function,oxidation-reduction process,oxidoreductase activity,peptidyl-arginine hydroxylation,protein bindingBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Leigh Disease;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Nervous System Diseases;Nutritional and Metabolic Diseases;Pyruvate Metabolism, Inborn ErrorsA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=6/15

chr14:22038659 C/C T C SNV OR10G3 OR10G3:exonic:NM_001005465.1 1 100 1 missense NM_001005465.1c.217A>G p.Ser73Gly -0.08 0.48 56 0 0.04(COSM1369062)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs17792778 0.3317 YES 7.159E-1 (pos.22038659) acute_myeloid_leukaemia G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellT=0, C=87 T=0.0, C=1.0 0.00001 1433.71 87 T=0/0, C=59/28

chr20:1457045 T/G T G SNV SIRPB2 SIRPB2:intronic:NM_001122962.1 1 50 intronic NM_001122962.1c.860-64A>Cp.? 0.02 Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs6042499 YES Signal regulatory protein, gammaintegral component of membrane T=11, G=11 T=0.5, G=0.5 0.00001 94.6065 22 T=6/5, G=5/6

chr14:22038210 G/T G T SNV OR10G3 OR10G3:exonic:NM_001005465.1 1 50 1 synonymous NM_001005465.1c.666C>A p.(=) -0.03 0.18(COSM4147996)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs17792766 0.1509 YES 3.814E-3 (pos.22038210) neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellG=12, T=12 G=0.5, T=0.5 0.00001 106.706 24 G=9/3, T=8/4

chr11:123886865 A/A T A SNV OR10G4 OR10G4:exonic:NM_001004462.1 1 100 1 missense NM_001004462.1c.584T>A p.Val195Glu 0.61 1 121 0 0(COSM4145435)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs386758379,rs4084209 0.2368 YES 7.304E-1 (pos.123886865)neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellT=0, A=20 T=0.0, A=1.0 0.00001 263.786 20 T=0/0, A=13/7

chr11:123887184 G/G T G SNV OR10G4 OR10G4:exonic:NM_001004462.1 1 100 1 synonymous NM_001004462.1c.903T>G p.(=) -7.41 0(COSM147353)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4936882 0.237 YES 7.229E-1 (pos.123887184)adenocarcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellT=0, G=31 T=0.0, G=1.0 0.00001 465.791 31 T=0/0, G=14/17

chr11:123909695 C/C G C SNV OR10G7 OR10G7:exonic:NM_001004463.1 1 100 1 missense NM_001004463.1c.14C>G p.Thr5Ser -0.2 0.8 58 0 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs3894197 0.2428 YES 7.386E-1 (pos.123909695) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellG=0, C=63 G=0.0, C=1.0 0.00001 958.865 63 G=0/0, C=39/24

chr11:123894136 G/G A G SNV OR10G9 OR10G9:exonic:NM_001001953.1 1 100 1 synonymous NM_001001953.1c.417A>G p.(=) -3.34 0(COSM4594591)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs28499345 YES 8.011E-1 (pos.123894136)squamous_cell_carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, G=119 A=0.0, G=1.0 0.00001 1913.82 119 A=0/0, G=48/71

chr20:16729262 T/T C T SNV OTOR OTOR:intronic:NM_020157.3 1 100 intronic NM_020157.3c.115+101C>Tp.? -0.47 Variant SH3 domainrs6080387 YES Otoraplin cartilage condensation,extracellular region,sensory perception of soundC=0, T=112 C=0.0, T=1.0 0.00001 1776.36 112 C=0/0, T=59/53

chr20:17389830 C/C T C SNV PCSK2 PCSK2:intronic:NM_002594.4 1 100 intronic NM_002594.4c.544-78T>Cp.? -0.32 Peptidase S8 pro-domain,Proprotein convertase P-domain,Subtilase familyrs2217182 YES Proprotein convertase subtilisin/kexin type 2dendrite,enkephalin processing,extracellular space,insulin processing,intracellular membrane-bounded organelle,islet amyloid polypeptide processing,membrane,nervous system development,nucleus,peptide hormone processing,perikaryon,protein autoprocessing,protein binding,protein complex binding,proteolysis,secretory granule lumen,serine-type endopeptidase activity,transport vesicleDiabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Metabolic Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionInsulin Human,Insulin PorkT=0, C=45 T=0.0, C=1.0 0.00001 747.143 45 T=0/0, C=39/6

chr19:15918455 G/A G A SNV OR10H1 OR10H1:exonic:NM_013940.2 1 52.38 1 synonymous NM_013940.2c.393C>T p.(=) 0.18 0.22(COSM4131339)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs61739573 0.2897 YES 1.943E-1 (pos.15918455) neoplasm G-protein coupled receptor signaling pathway,G-protein coupled serotonin receptor activity,G-protein coupled serotonin receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,neurotransmitter receptor activity,olfactory receptor activity,plasma membraneG=50, A=55 G=0.4762, A=0.5238 0.00001 571.444 105 G=18/32, A=25/30

chr19:15838972 T/A T A SNV OR10H2 OR10H2:exonic:NM_013939.2 1 56 1 missense NM_013939.2c.119T>A p.Leu40Gln 0.64 113 0.42(COSM3756404)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs4569397,rs776540627 0.2875 YES 2.117E-2;0.0 (pos.15838972)adenocarcinoma,ductal_carcinomaG-protein coupled receptor signaling pathway,G-protein coupled serotonin receptor activity,G-protein coupled serotonin receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,neurotransmitter receptor activity,olfactory receptor activity,plasma membraneT=11, A=14 T=0.44, A=0.56 0.00001 134.35 25 T=11/0, A=6/8

chr19:15852223 C/C A C SNV OR10H3 OR10H3:exonic:NM_013938.1 1 100 1 missense NM_013938.1c.21A>C p.Arg7Ser -0.23 0.61 110 0 0(COSM1179781)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs1966357 0.265 YES 3.516E-1;1.159E-4 (pos.15852223)acute_myeloid_leukaemia,adenocarcinoma,adenomaG-protein coupled receptor signaling pathway,G-protein coupled serotonin receptor activity,G-protein coupled serotonin receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,neurotransmitter receptor activity,olfactory receptor activity,plasma membraneA=0, C=115 A=0.0, C=1.0 0.00001 1834.87 115 A=0/0, C=82/33

chr19:15852872 G/A G A SNV OR10H3 OR10H3:exonic:NM_013938.1 1 52.38 1 missense NM_013938.1c.670G>A p.Val224Met -1.72 0.03 21 0.581 0.03(COSM148527)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs2240228 0.2591 YES 1.953E-1 (pos.15852872) adenocarcinoma G-protein coupled receptor signaling pathway,G-protein coupled serotonin receptor activity,G-protein coupled serotonin receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,neurotransmitter receptor activity,olfactory receptor activity,plasma membraneG=30, A=33 G=0.4762, A=0.5238 0.00001 333.933 63 G=16/14, A=22/11

chr19:16060658 A/G A G SNV OR10H4 OR10H4:exonic:NM_001004465.1 1 59.18 1 missense NM_001004465.1c.841A>G p.Thr281Ala 0.8 0.01 58 0.051 0.04(COSM4000539)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs11880184 0.2381 YES 9.35E-2 (pos.16060658) acute_myeloid_leukaemia G-protein coupled receptor signaling pathway,G-protein coupled serotonin receptor activity,G-protein coupled serotonin receptor signaling pathway,biological_process,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,molecular_function,neurotransmitter receptor activity,olfactory receptor activity,plasma membraneA=20, G=29 A=0.4082, G=0.5918 0.00001 360.526 49 A=9/11, G=13/16

chr1:159409857 G/G A G SNV OR10J1 OR10J1:exonic:NM_012351.2 1 100 1 missense NM_012351.2c.309A>G p.Ile103Met -1.59 10 0.08(COSM146659),0.08(COSM146660)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs12048482 0.3635 YES 2.353E-1 (pos.159409857)adenocarcinoma,neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of plasma membrane,olfactory receptor activity,plasma membrane,sensory perception of chemical stimulus,single fertilization,transmembrane signaling receptor activityA=0, G=60 A=0.0, G=1.0 0.00001 903.531 60 A=0/0, G=15/45

chr20:18393499 T/T C T SNV DZANK1 DZANK1:intronic:NM_001099407.1 1 100 intronic NM_001099407.1c.1243-20G>Ap.? 1.98 0.01(COSM6351519)Chitobiase/beta-hexosaminidase C-terminal domain,Double zinc ribbon,Fn3 associatedrs6075338 0.2137 YES 2.905E-1 (pos.18393499) carcinoma metal ion binding C=0, T=90 C=0.0, T=1.0 0.00001 1493.12 90 C=0/0, T=60/30

chr1:159505297 T/T C T SNV OR10J5 OR10J5:exonic:NM_001004469.1 1 100 1 synonymous NM_001004469.1c.501G>A p.(=) -2.66 0.04(COSM146661)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4656837 0.2873 YES 4.722E-1 (pos.159505297)adenocarcinoma,carcinomaG-protein coupled receptor signaling pathway,G-protein coupled serotonin receptor activity,G-protein coupled serotonin receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,neurotransmitter receptor activity,olfactory receptor activity,plasma membraneC=0, T=38 C=0.0, T=1.0 0.00001 603.786 38 C=0/0, T=18/20

chr20:18464110 C/C T C SNV POLR3F POLR3F:intronic:NM_006466.3 1 100 intronic NM_006466.3c.874-15T>Cp.? 0.53 RNA polymerase Rpc34 subunitrs3827965,rs765100334 0.131 YES 8.128E-1;0.0;0.0 (pos.18464110) Polymerase III, RNA, subunit FDNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase III complex,RNA polymerase III activity,cytosol,defense response to virus,double-stranded DNA binding,innate immune response,nucleoplasm,positive regulation of innate immune response,positive regulation of interferon-beta production,positive regulation of type I interferon production,protein binding,regulation of transcription from RNA polymerase III promoter,transcription from RNA polymerase III promoterT=0, C=118 T=0.0, C=1.0 0.00001 1797.77 118 T=0/0, C=70/48

chr20:18470664 G/G A G SNV RBBP9 RBBP9:intronic:NM_006606.2 1 100 intronic NM_006606.2c.335-30T>Cp.? -0.48 Serine hydrolasers3748450 0.1287 YES 8.218E-1 (pos.18470664) Retinoma-binding protein 9cytoplasm,extracellular exosome,hydrolase activity,nucleoplasm,protein binding,regulation of cell proliferationA=0, G=60 A=0.0, G=1.0 0.00001 903.531 60 A=0/0, G=29/31

chr1:158450382 C/T C T SNV OR10R2 OR10R2:exonic:NM_001004472.1 1 55.77 1 missense NM_001004472.1c.715C>T p.Leu239Phe -6.67 0.03 22 0.336 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs1418843 0.4331 YES 5.529E-1 (pos.158450382) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityC=23, T=29 C=0.4423, T=0.5577 0.00001 299.667 52 C=14/9, T=24/5

chr11:59480951 C/C T C SNV OR10V1 OR10V1:exonic:NM_001005324.1 1 100 1 missense NM_001005324.1c.368A>G p.Gln123Arg 3.05 1 43 0 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs386754016,rs499033,rs8791140960.0873 YES 1.0;0.0 (pos.59480951) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneT=0, C=51 T=0.0, C=1.0 0.00001 754.581 51 T=0/0, C=20/31

chr14:20665790 A/A T A SNV OR11G2 OR11G2:exonic:NM_001005503.1 1 100 1 missense NM_001005503.1c.296T>A p.Ile99Asn 4.84 0 149 0.913 0.95(COSM3999203),0.96(COSM5536022)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4981822 0.4817 YES 4.924E-1;3.472E-4;0.0 (pos.20665790)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinoma,malignant_melanomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneT=0, A=66 T=0.0, A=1.0 0.00001 1015.4 66 T=0/0, A=28/38

chr14:20665840 A/A G A SNV OR11G2 OR11G2:exonic:NM_001005503.1 1 100 1 missense NM_001005503.1c.346G>A p.Val116Ile 0.27 0.07 29 0.185 0.26(COSM3999204)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4981088 0.482 YES 5.214E-1 (pos.20665840) acute_myeloid_leukaemia,carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneG=0, A=68 G=0.0, A=1.0 0.00001 1051.15 68 G=0/0, A=28/40

chr14:20665887 C/C G C SNV OR11G2 OR11G2:exonic:NM_001005503.1 1 100 1 synonymous NM_001005503.1c.393G>C p.(=) -2.65 0.07(COSM3999205),0.14(COSM3814407)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4981823 0.0184 YES 7.033E-1 (pos.20665887) acute_myeloid_leukaemia,carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneG=0, C=70 G=0.0, C=1.0 0.00001 1091.99 70 G=0/0, C=29/41

chr14:20692453 G/T G T SNV OR11H6 OR11H6:exonic:NM_001004480.1 1 53.13 1 missense NM_001004480.1c.585G>T p.Leu195Phe -2.55 1 22 0 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs17211285 0.4831 YES 2.254E-1 (pos.20692453) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneG=15, T=17 G=0.4688, T=0.5313 0.00001 173.557 32 G=3/12, T=6/11

chr20:20140196 C/C T C SNV CFAP61 CFAP61:intronic:NM_015585.3 1 100 intronic NM_015585.3c.1026+108T>Cp.? 0.22 Domain of unknown function (DUF4821)rs2179823 YES axoneme,cilium movement,cilium organization,cytoplasm,motile cilium,radial spoke stalkT=0, C=54 T=0.0, C=1.0 0.00001 798.146 54 T=0/0, C=33/21

chr20:20168497 G/G A G SNV CFAP61 CFAP61:intronic:NM_015585.3 1 100 intronic NM_015585.3c.1386-77A>Gp.? -1.71 Domain of unknown function (DUF4821)rs2179825 YES axoneme,cilium movement,cilium organization,cytoplasm,motile cilium,radial spoke stalkA=0, G=56 A=0.0, G=1.0 0.00001 832.1 56 A=0/0, G=28/28

chr1:248004614 A/A G A SNV OR11L1 OR11L1:exonic:NM_001001959.1 1 100 1 synonymous NM_001001959.1c.585C>T p.(=) -3.37 0.01(COSM4143635)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs6667389 0.118 YES 9.975E-1 (pos.248004614)neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,biological_process,detection of chemical stimulus involved in sensory perception of smell,extracellular exosome,integral component of membrane,molecular_function,odorant binding,olfactory receptor activity,plasma membraneG=0, A=167 G=0.0, A=1.0 0.00001 2723.02 167 G=0/0, A=49/118

chr20:21321294 T/T C T SNV XRN2 XRN2:intronic:NM_012255.4 1 100 intronic NM_012255.4c.1279-65C>Tp.? -0.03 XRN 5'-3' exonuclease N-terminusrs202845 YES Exoribonuclease 23'-5'-exoribonuclease activity,5'-3' exonuclease activity,5'-3' exoribonuclease activity,DNA catabolic process, exonucleolytic,DNA-templated transcription, termination,RNA binding,RNA catabolic process,RNA metabolic process,RNA phosphodiester bond hydrolysis, exonucleolytic,RNA processing,aggresome,hippocampus development,mRNA processing,membrane,metal ion binding,neuron differentiation,nuclease activity,nucleolus,nucleoplasm,nucleus,protein binding,rRNA processing,regulation of transcription, DNA-templated,retina development in camera-type eye,spermatogenesis,transcription termination site sequence-specific DNA bindingC=0, T=38 C=0.0, T=1.0 0.00001 599.729 38 C=0/0, T=24/14

chr1:248004687 G/G C G SNV OR11L1 OR11L1:exonic:NM_001001959.1 1 100 1 missense NM_001001959.1c.512G>C p.Arg171Pro 0.88 1 103 0 0(COSM4143636)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs10888255 0.1178 YES 9.975E-1 (pos.248004687)neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,biological_process,detection of chemical stimulus involved in sensory perception of smell,extracellular exosome,integral component of membrane,molecular_function,odorant binding,olfactory receptor activity,plasma membraneC=0, G=29 C=0.0, G=1.0 0.00001 427.603 29 C=0/0, G=18/11

chr1:248004848 C/C G C SNV OR11L1 OR11L1:exonic:NM_001001959.1 1 100 1 missense NM_001001959.1c.351C>G p.Phe117Leu -1.81 0.04 22 0 0.01(COSM4143637)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4607924 0.1177 YES 9.973E-1 (pos.248004848)neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,biological_process,detection of chemical stimulus involved in sensory perception of smell,extracellular exosome,integral component of membrane,molecular_function,odorant binding,olfactory receptor activity,plasma membraneG=0, C=28 G=0.0, C=1.0 0.00001 408.716 28 G=0/0, C=11/17

chr20:23064810 T/T C T SNV CD93 CD93:intronic:NM_012072.3 1 100 intronic NM_012072.3c.1934+86G>Ap.? 0.25 Calcium-binding EGF domain,Complement Clr-like EGF-like,EGF-like domain,Human growth factor-like EGF,Lectin C-type domainrs11087413 YES Complement component 1, q subcomponent, receptor 1calcium ion binding,carbohydrate binding,cell surface,cell-cell adhesion,complement component C1q binding,extracellular matrix,ficolin-1-rich granule membrane,integral component of membrane,macrophage activation,neutrophil degranulation,phagocytosis,plasma membrane,protein binding,receptor activity,secretory granule membrane,specific granule membrane,tertiary granule membrane,viral processC=0, T=33 C=0.0, T=1.0 0.00001 504.595 33 C=0/0, T=22/11

chr1:248004877 T/T C T SNV OR11L1 OR11L1:exonic:NM_001001959.1 1 100 1 missense NM_001001959.1c.322G>A p.Gly108Ser 0.21 0.02 56 0.998 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs10888257 0.1179 YES 9.974E-1 (pos.248004877) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,biological_process,detection of chemical stimulus involved in sensory perception of smell,extracellular exosome,integral component of membrane,molecular_function,odorant binding,olfactory receptor activity,plasma membraneC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=11/18

chr1:248004884 C/C T C SNV OR11L1 OR11L1:exonic:NM_001001959.1 1 100 1 synonymous NM_001001959.1c.315A>G p.(=) -2.77 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs1339845,rs796179471 0.0357 YES 1.0 (pos.248004884) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,biological_process,detection of chemical stimulus involved in sensory perception of smell,extracellular exosome,integral component of membrane,molecular_function,odorant binding,olfactory receptor activity,plasma membraneT=0, C=28 T=0.0, C=1.0 0.00001 413.1 28 T=0/0, C=11/17

chr6:29364787 T/T C T SNV OR12D2 OR12D2:exonic:NM_013936.3 1 100 1 missense NM_013936.3c.311C>T p.Ser104Phe -0.17 155 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs3128853 0.0395 YES 9.998E-1 (pos.29364787) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityC=0, T=171 C=0.0, T=1.0 0.00001 2751.91 171 C=0/0, T=119/52

chr20:2361684 T/T C T SNV TGM6 TGM6:intronic:NM_198994.2 1 100 intronic NM_198994.2c.7+63C>T p.? -1.7 Transglutaminase family,Transglutaminase family, C-terminal ig like domain,Transglutaminase-like superfamilyrs2422753 0.2498 YES Transglutaminase 6cytoplasm,metal ion binding,peptide cross-linking,protein-glutamine gamma-glutamyltransferase activityAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesL-Glutamine C=0, T=26 C=0.0, T=1.0 0.00001 371.419 26 C=0/0, T=6/20

chr6:29364815 G/G C G SNV OR12D2 OR12D2:exonic:NM_013936.3 1 100 1 missense NM_013936.3c.339C>G p.Phe113Leu -0.35 22 0(COSM4418982)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs2073154 0.4448 YES 3.204E-1;0.0 (pos.29364815)acute_myeloid_leukaemia,osteosarcomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityC=0, G=159 C=0.0, G=1.0 0.00001 2561.13 159 C=0/0, G=112/47

chr20:2376963 A/A T A SNV TGM6 TGM6:intronic:NM_198994.2 1 100 intronic NM_198994.2c.425-189T>Ap.? 0.02 Transglutaminase family,Transglutaminase family, C-terminal ig like domain,Transglutaminase-like superfamilyrs6048642 YES Transglutaminase 6cytoplasm,metal ion binding,peptide cross-linking,protein-glutamine gamma-glutamyltransferase activityAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesL-Glutamine T=0, A=43 T=0.0, A=1.0 0.00001 705.57 43 T=0/0, A=23/20

chr20:2380396 A/A G A SNV TGM6 TGM6:intronic:NM_198994.2 1 100 intronic NM_198994.2c.850+12G>Ap.? 0 Transglutaminase family,Transglutaminase family, C-terminal ig like domain,Transglutaminase-like superfamilyrs2076404 0.2911 YES 6.665E-1 (pos.2380396) Transglutaminase 6cytoplasm,metal ion binding,peptide cross-linking,protein-glutamine gamma-glutamyltransferase activityAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesL-GlutamineBenign G=0, A=34 G=0.0, A=1.0 0.00001 523.618 34 G=0/0, A=25/9

chr20:23805832 A/A G A SNV CST2 CST2:intronic:NM_001322.2 1 100 intronic NM_001322.2c.342+15C>Tp.? -1.52 Cystatin domainrs6036548 YES 9.263E-1;0.0 (pos.23805832) Cystatin SA cysteine-type endopeptidase inhibitor activity,detection of chemical stimulus involved in sensory perception of bitter taste,extracellular space,negative regulation of cysteine-type endopeptidase activity,protease binding,protein bindingG=0, A=43 G=0.0, A=1.0 0.00001 705.823 43 G=0/0, A=15/28

chr20:23807028 C/C A C SNV CST2 CST2:intronic:NM_001322.2 1 100 intronic NM_001322.2c.228+42T>Gp.? -0.3 Cystatin domainrs4407312 0.251 YES 9.265E-1;0.0 (pos.23807028) Cystatin SA cysteine-type endopeptidase inhibitor activity,detection of chemical stimulus involved in sensory perception of bitter taste,extracellular space,negative regulation of cysteine-type endopeptidase activity,protease binding,protein bindingA=0, C=37 A=0.0, C=1.0 0.00001 583.483 37 A=0/0, C=15/22

chr6:29364835 G/G T G SNV OR12D2 OR12D2:exonic:NM_013936.3 1 100 1 missense NM_013936.3c.359T>G p.Leu120Arg 4.86 102 0.02(COSM5617800),0.8(COSM4419983)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs2073153 0.4446 YES 3.192E-1;0.0 (pos.29364835)acute_myeloid_leukaemia,ductal_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityT=0, G=161 T=0.0, G=1.0 0.00001 2599.29 161 T=0/0, G=112/49

chr20:238507 C/C A C SNV DEFB132 DEFB132:intronic:NM_207469.2 1 100 intronic NM_207469.2c.58+30A>Cp.? 0.17 Beta defensin rs373225 0.4156 YES 6.787E-1 (pos.238507) cell surface,defense response to Gram-negative bacterium,defense response to bacterium,extracellular space,innate immune response,killing of cells of other organism,sperm headA=0, C=32 A=0.0, C=1.0 0.00001 484.407 32 A=0/0, C=9/23

chr20:238530 G/G T G SNV DEFB132 DEFB132:intronic:NM_207469.2 1 100 intronic NM_207469.2c.58+53T>Gp.? -0.06 Beta defensin rs412143 0.4029 YES cell surface,defense response to Gram-negative bacterium,defense response to bacterium,extracellular space,innate immune response,killing of cells of other organism,sperm headT=0, G=30 T=0.0, G=1.0 0.00001 446.637 30 T=0/0, G=7/23

chr20:238540 T/T C T SNV DEFB132 DEFB132:intronic:NM_207469.2 1 100 intronic NM_207469.2c.58+63C>Tp.? 0.68 Beta defensin rs416360 0.4035 YES cell surface,defense response to Gram-negative bacterium,defense response to bacterium,extracellular space,innate immune response,killing of cells of other organism,sperm headC=0, T=30 C=0.0, T=1.0 0.00001 446.639 30 C=0/0, T=7/23

chr20:239664 C/C T C SNV DEFB132 DEFB132:intronic:NM_207469.2 1 100 intronic NM_207469.2c.59-54T>C p.? -0.61 Beta defensin rs420525 YES cell surface,defense response to Gram-negative bacterium,defense response to bacterium,extracellular space,innate immune response,killing of cells of other organism,sperm headT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=9/11

chr20:239688 A/A G A SNV DEFB132 DEFB132:intronic:NM_207469.2 1 100 intronic NM_207469.2c.59-30G>Ap.? 0.36 Beta defensin rs399083 0.3847 YES 6.791E-1 (pos.239688) cell surface,defense response to Gram-negative bacterium,defense response to bacterium,extracellular space,innate immune response,killing of cells of other organism,sperm headG=0, A=20 G=0.0, A=1.0 0.00001 263.785 20 G=0/0, A=9/11

chr20:239697 C/C G C SNV DEFB132 DEFB132:intronic:NM_207469.2 1 100 intronic NM_207469.2c.59-21G>Cp.? 0.5 Beta defensin rs399094,rs778268561 0.3843 YES 0.0 (pos.239695),6.795E-1 (pos.239697) cell surface,defense response to Gram-negative bacterium,defense response to bacterium,extracellular space,innate immune response,killing of cells of other organism,sperm headG=0, C=20 G=0.0, C=1.0 0.00001 263.785 20 G=0/0, C=9/11

chr20:24524218 G/G C G SNV SYNDIG1 SYNDIG1:intronic:NM_024893.2 1 100 intronic NM_024893.2c.480+5C>Gp.? 3.38 Interferon-induced transmembrane proteinrs4815274 YES 1.0 (pos.24524218) Synapse differentiation-induced gene 1cell body,cell junction,dendritic shaft,dendritic spine,early endosome membrane,excitatory synapse,glutamate receptor binding,integral component of plasma membrane,intracellular membrane-bounded organelle,intracellular protein transport,positive regulation of synapse assembly,postsynaptic density,postsynaptic membrane,presynapse,protein binding,protein homodimerization activity,response to biotic stimulus,synaptic vesicle clusteringC=0, G=50 C=0.0, G=1.0 0.00001 852.73 50 C=0/0, G=26/24

chr20:24952037 C/T C T SNV APMAP APMAP:intronic:NM_020531.2 1 50 intronic NM_020531.2c.538+59G>Ap.? -1.53 SMP-30/Gluconolaconase/LRE-like region,Strictosidine synthasers6050225 YES Adipocyte plasma membrane-associated proteinarylesterase activity,biological_process,biosynthetic process,cell surface,endoplasmic reticulum,extracellular exosome,integral component of membrane,membrane,strictosidine synthase activityC=46, T=46 C=0.5, T=0.5 0.00001 507.591 92 C=20/26, T=31/15

chr6:29364951 A/A G A SNV OR12D2 OR12D2:exonic:NM_013936.3 1 100 1 missense NM_013936.3c.475G>A p.Val159Ile -3.5 29 0.01(COSM3761761)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs2073151 0.4452 YES 3.218E-1 (pos.29364951) acute_myeloid_leukaemia,adenocarcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityG=0, A=112 G=0.0, A=1.0 0.00001 1776.02 112 G=0/0, A=58/54

chr6:29365241 C/C T C SNV OR12D2 OR12D2:exonic:NM_013936.3 1 100 1 synonymous NM_013936.3c.765T>C p.(=) -2.42 0(COSM3761762)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs2073150 0.4466 YES 3.216E-1 (pos.29365241) acute_myeloid_leukaemia,adenocarcinoma,osteosarcomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityT=0, C=54 T=0.0, C=1.0 0.00001 798.148 54 T=0/0, C=27/27

chr20:24993414 C/C T C SNV ACSS1 ACSS1:intronic:NM_032501.3 1 100 intronic NM_032501.3c.1707+34A>Gp.? -0.8 AMP-binding enzyme,AMP-binding enzyme C-terminal domain,Acetyl-coenzyme A synthetase N-terminusrs6132785 0.2837 YES 7.642E-2 (pos.24993414) Acyl-CoA synthetase short-chain family, member 1AMP binding,ATP binding,acetate biosynthetic process,acetate-CoA ligase activity,acetyl-CoA biosynthetic process,acetyl-CoA biosynthetic process from acetate,ethanol oxidation,mitochondrial matrix,propionate biosynthetic process,protein bindingATP,Adenosine monophosphateT=0, C=23 T=0.0, C=1.0 0.00001 321.542 23 T=0/0, C=14/9

chr9:107361439 G/C G C SNV OR13C5 OR13C5:exonic:NM_001004482.1 1 45.83 1 missense NM_001004482.1c.256C>G p.Leu86Val -1.38 0.03 32 0.948 0.05(COSM4163181)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4629933 YES 8.616E-1;0.0;0.0 (pos.107361439)neoplasm,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellG=13, C=11 G=0.5417, C=0.4583 0.00001 93.4398 24 G=10/3, C=7/4

chr9:107267304 C/T C T SNV OR13F1 OR13F1:exonic:NM_001004485.1 1 47.62 1 missense NM_001004485.1c.761C>T p.Thr254Met 1.93 0.01 81 0.999 0.37(COSM4416157)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs7030820 0.3951 YES 4.457E-1 (pos.107267304)acute_myeloid_leukaemia,carcinomaG-protein coupled receptor signaling pathway,adenylate cyclase-activating adrenergic receptor signaling pathway,adenylate cyclase-inhibiting dopamine receptor signaling pathway,adrenergic receptor activity,behavioral response to cocaine,behavioral response to ethanol,detection of chemical stimulus involved in sensory perception of smell,dopamine binding,dopamine neurotransmitter receptor activity, coupled via Gi/Go,integral component of plasma membrane,negative regulation of adenylate cyclase activity,negative regulation of cytosolic calcium ion concentration,negative regulation of synaptic transmission, glutamatergic,negative regulation of voltage-gated calcium channel activity,olfactory receptor activity,phospholipase C-activating dopamine receptor signaling pathway,plasma membrane,regulation of dopamine secretion,regulation of potassium ion transport,response to drug,response to toxic substance,synaptic transmission, dopaminergic,synaptic vesicle membraneC=22, T=20 C=0.5238, T=0.4762 0.00001 212.952 42 C=14/8, T=7/13

chr20:25004071 T/T G T SNV ACSS1 ACSS1:intronic:NM_032501.3 1 100 intronic NM_032501.3c.807+31C>Ap.? -0.76 AMP-binding enzyme,AMP-binding enzyme C-terminal domain,Acetyl-coenzyme A synthetase N-terminusrs4813543 0.0426 YES 1.0 (pos.25004071) Acyl-CoA synthetase short-chain family, member 1AMP binding,ATP binding,acetate biosynthetic process,acetate-CoA ligase activity,acetyl-CoA biosynthetic process,acetyl-CoA biosynthetic process from acetate,ethanol oxidation,mitochondrial matrix,propionate biosynthetic process,protein bindingATP,Adenosine monophosphateG=0, T=90 G=0.0, T=1.0 0.00001 1492.98 90 G=0/0, T=53/37

chr1:247978319 G/G A G SNV OR14A16 OR14A16:exonic:NM_001001966.1 1 100 1 missense NM_001001966.1c.713T>C p.Ile238Thr 2.64 1 89 0.004 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs6695283 1.00E-04 1.0 (pos.247978319) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=9/11

chr20:25288505 T/T C T SNV ABHD12 ABHD12:intronic:NM_015600.4 1 100 intronic NM_015600.4c.867+97G>Ap.? -1.57 Alpha/beta hydrolase family,Serine aminopeptidase, S33,alpha/beta hydrolase foldrs1026382946,rs884613 YES Abhydrolase domain-containing protein 12AMPA glutamate receptor complex,acylglycerol catabolic process,acylglycerol lipase activity,adult walking behavior,dendrite cytoplasm,glycerophospholipid catabolic process,integral component of membrane,lysophospholipase activity,monoacylglycerol catabolic process,palmitoyl-(protein) hydrolase activity,phosphatidylserine catabolic process,plasma membrane,protein depalmitoylation,response to auditory stimulusAtaxia;Cataract;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lens Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaC=0, T=21 C=0.0, T=1.0 0.00001 281.162 21 C=0/0, T=12/9

chr1:247978996 G/G A G SNV OR14A16 OR14A16:exonic:NM_001001966.1 1 100 1 synonymous NM_001001966.1c.36T>C p.(=) -3.61 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs10888249 0.0709 YES 9.995E-1 (pos.247978996) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneA=0, G=89 A=0.0, G=1.0 0.00001 1471.51 89 A=0/0, G=45/44

chr20:2597978 A/A G A SNV TMC2 TMC2:intronic:NM_080751.2 1 100 intronic NM_080751.2c.2180+21G>Ap.? -0.56 TMC domain rs4815428 0.3335 YES 5.348E-1 (pos.2597978) Transmembrane channel-like protein 2calcium ion transmembrane transport,cellular_component,detection of mechanical stimulus involved in sensory perception of sound,integral component of membrane,mechanically-gated ion channel activity,molecular_function,plasma membrane,regulation of calcium ion transmembrane transport,stereocilium tip,vestibular reflex,voltage-gated calcium channel activityG=0, A=20 G=0.0, A=1.0 0.00001 263.778 20 G=0/0, A=6/14

chr20:2616556 C/C T C SNV TMC2 TMC2:intronic:NM_080751.2 1 100 intronic NM_080751.2c.2307-16T>Cp.? -0.77 TMC domain rs910271 0.2486 YES 8.621E-1 (pos.2616556) Transmembrane channel-like protein 2calcium ion transmembrane transport,cellular_component,detection of mechanical stimulus involved in sensory perception of sound,integral component of membrane,mechanically-gated ion channel activity,molecular_function,plasma membrane,regulation of calcium ion transmembrane transport,stereocilium tip,vestibular reflex,voltage-gated calcium channel activityT=0, C=83 T=0.0, C=1.0 0.00001 1349.73 83 T=0/0, C=43/40

chr20:2616679 G/G C G SNV TMC2 TMC2:intronic:NM_080751.2 1 100 intronic NM_080751.2c.2385+29C>Gp.? -0.56 TMC domain rs2422808 0.249 YES 8.624E-1;0.0 (pos.2616679) Transmembrane channel-like protein 2calcium ion transmembrane transport,cellular_component,detection of mechanical stimulus involved in sensory perception of sound,integral component of membrane,mechanically-gated ion channel activity,molecular_function,plasma membrane,regulation of calcium ion transmembrane transport,stereocilium tip,vestibular reflex,voltage-gated calcium channel activityC=0, G=86 C=0.0, G=1.0 0.00001 1397.44 86 C=0/0, G=43/43

chr1:248512094 T/T C T SNV OR14C36 OR14C36:exonic:NM_001001918.1 1 100 1 synonymous NM_001001918.1c.18C>T p.(=) -1.21 0(COSM3751103)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs28728105 0.4305 YES 4.223E-1 (pos.248512094)acute_myeloid_leukaemia,adenocarcinoma,carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=8/13

chr1:248512637 T/T C T SNV OR14C36 OR14C36:exonic:NM_001001918.1 1 100 1 synonymous NM_001001918.1c.561C>T p.(=) -0.71 0.01(COSM3751104)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs2039824 0.4309 YES 4.21E-1 (pos.248512637) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneC=0, T=37 C=0.0, T=1.0 0.00001 583.697 37 C=0/0, T=12/25

chr20:2640102 G/A G A SNV IDH3B IDH3B:intronic:NM_006899.4 1 52.38 intronic NM_006899.4c.1071+69C>Tp.? -0.75 Isocitrate/isopropylmalate dehydrogenasers2235955 0.275 YES Isocitrate dehydrogenase 3, beta subunit2-oxoglutarate metabolic process,NAD binding,NADH metabolic process,electron transfer activity,electron transport chain,isocitrate dehydrogenase (NAD+) activity,isocitrate metabolic process,magnesium ion binding,mitochondrial matrix,mitochondrion,nucleus,oxidation-reduction process,oxidoreductase activity, acting on the CH-OH group of donors, NAD or NADP as acceptor,tricarboxylic acid cycleCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Eye Diseases;Eye Diseases, Hereditary;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Neoplasms;Neoplasms by Site;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Stomach Diseases;Stomach NeoplasmsNADH G=10, A=11 G=0.4762, A=0.5238 0.00001 95.299 21 G=4/6, A=7/4

chr20:2644407 G/G C G SNV IDH3B IDH3B:intronic:NM_006899.4 1 100 intronic NM_006899.4c.118-3G>Cp.? -0.74 Isocitrate/isopropylmalate dehydrogenasers2073193 0.2749 YES 6.049E-1 (pos.2644407) Isocitrate dehydrogenase 3, beta subunit2-oxoglutarate metabolic process,NAD binding,NADH metabolic process,electron transfer activity,electron transport chain,isocitrate dehydrogenase (NAD+) activity,isocitrate metabolic process,magnesium ion binding,mitochondrial matrix,mitochondrion,nucleus,oxidation-reduction process,oxidoreductase activity, acting on the CH-OH group of donors, NAD or NADP as acceptor,tricarboxylic acid cycleCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Eye Diseases;Eye Diseases, Hereditary;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Neoplasms;Neoplasms by Site;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Stomach Diseases;Stomach NeoplasmsNADH Benign C=0, G=41 C=0.0, G=1.0 0.00001 664.587 41 C=0/0, G=33/8

chr20:2845130 G/A G A SNV VPS16 VPS16:intronic:NM_022575.3 1 45.45 intronic NM_022575.3c.1818+22G>Ap.? 0.02 Vps16, C-terminal region,Vps16, N-terminal regionrs730819 0.3909 YES 6.623E-1 (pos.2845130) Vacuolar protein sorting 18, yeast, homolog ofHOPS complex,actin binding,actin filament binding,autophagosome,autophagosome maturation,axon,clathrin-coated vesicle,cytoplasm,early endosome,endosome to lysosome transport,intracellular protein transport,late endosome,late endosome membrane,lysosomal membrane,lysosome,neuronal cell body,protein binding,recycling endosome,regulation of SNARE complex assembly,regulation of vacuole fusion, non-autophagic,vacuole organizationG=24, A=20 G=0.5455, A=0.4545 0.00001 211.733 44 G=13/11, A=15/5

chr20:30037783 C/T C T SNV DEFB123 DEFB123:intronic:NM_153324.3 1 47.62 intronic NM_153324.3c.59-49C>T p.? 0.02 Beta defensin rs2273468 0.472 YES 7.215E-1 (pos.30037783) Defensin, beta, 123cell surface,defense response to bacterium,extracellular region,innate immune responseC=11, T=10 C=0.5238, T=0.4762 0.00001 82.2896 21 C=5/6, T=1/9

chr1:248845411 A/A G A SNV OR14I1 OR14I1:exonic:NM_001004734.1 1 100 1 synonymous NM_001004734.1c.195C>T p.(=) -3.14 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs11485825,rs7561202810.1195 YES 0.0 (pos.248845410),8.307E-1 (pos.248845411) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=12/13

chr1:248845458 T/T C T SNV OR14I1 OR14I1:exonic:NM_001004734.1 1 100 1 missense NM_001004734.1c.148G>A p.Asp50Asn -1.44 0.04 23 0.975 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4509608 0.1164 YES 8.304E-1 (pos.248845458) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneC=0, T=26 C=0.0, T=1.0 0.00001 371.411 26 C=0/0, T=12/14

chr20:31315862 G/A G A SNV COMMD7 COMMD7:intronic:NM_053041.2 1 57.14 intronic NM_053041.2c.138+34C>Tp.? -0.28 COMM domainrs2064936 0.1537 YES 4.158E-1 (pos.31315862) COMM domain-containing protein 7NF-kappaB binding,cytoplasmic vesicle,extracellular exosome,integral component of membrane,intracellular membrane-bounded organelle,negative regulation of NF-kappaB transcription factor activity,negative regulation of transcription, DNA-templated,protein binding,transcription, DNA-templated,tumor necrosis factor-mediated signaling pathwayG=12, A=16 G=0.4286, A=0.5714 0.00001 161.77 28 G=9/3, A=12/4

chr20:31387954 G/G C G SNV DNMT3B DNMT3B:intronic:NM_006892.3 1 100 intronic NM_006892.3c.1760-5C>Gp.? -3.08 C-5 cytosine-specific DNA methylase,PWWP domainrs1997797 0.4484 YES 9.973E-1;0.0 (pos.31387954) DNA methyltransferase 3BC-5 methylation of cytosine,DNA (cytosine-5-)-methyltransferase activity,DNA binding,DNA methylation,DNA-methyltransferase activity,cellular response to dexamethasone stimulus,cellular response to hyperoxia,chromatin binding,cytoplasm,histone deacetylase binding,intracellular membrane-bounded organelle,metal ion binding,negative regulation of gene expression, epigenetic,negative regulation of histone H3-K9 methylation,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of gene expression,positive regulation of histone H3-K4 methylation,positive regulation of neuron differentiation,protein binding,response to activity,response to caffeine,response to cocaine,response to drug,response to estradiol,response to hypoxia,response to ionizing radiation,response to toxic substance,response to vitamin A,transcription corepressor activityBreast Diseases;Breast Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Immune System Diseases;Immunologic Deficiency Syndromes;Inflammatory Bowel Diseases;Intestinal Diseases;Male Urogenital Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Urogenital NeoplasmsBenign C=0, G=28 C=0.0, G=1.0 0.00001 408.714 28 C=0/0, G=20/8

chr20:31388636 C/C T C SNV DNMT3B DNMT3B:intronic:NM_006892.3 1 100 intronic NM_006892.3c.1906-5T>Cp.? -0.06 C-5 cytosine-specific DNA methylase,PWWP domainrs2424928,rs371416202,rs7504359920.449 YES 9.973E-1;0.0 (pos.31388636) DNA methyltransferase 3BC-5 methylation of cytosine,DNA (cytosine-5-)-methyltransferase activity,DNA binding,DNA methylation,DNA-methyltransferase activity,cellular response to dexamethasone stimulus,cellular response to hyperoxia,chromatin binding,cytoplasm,histone deacetylase binding,intracellular membrane-bounded organelle,metal ion binding,negative regulation of gene expression, epigenetic,negative regulation of histone H3-K9 methylation,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of gene expression,positive regulation of histone H3-K4 methylation,positive regulation of neuron differentiation,protein binding,response to activity,response to caffeine,response to cocaine,response to drug,response to estradiol,response to hypoxia,response to ionizing radiation,response to toxic substance,response to vitamin A,transcription corepressor activityBreast Diseases;Breast Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Immune System Diseases;Immunologic Deficiency Syndromes;Inflammatory Bowel Diseases;Intestinal Diseases;Male Urogenital Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Urogenital NeoplasmsBenign T=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=6/16

chr1:248845471 C/C T C SNV OR14I1 OR14I1:exonic:NM_001004734.1 1 100 1 synonymous NM_001004734.1c.135A>G p.(=) -6.82 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4575113 0.0057 YES 1.0 (pos.248845471) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneT=0, C=25 T=0.0, C=1.0 0.00001 357.386 25 T=0/0, C=12/13

chr1:248845499 G/G A G SNV OR14I1 OR14I1:exonic:NM_001004734.1 1 100 1 missense NM_001004734.1c.107T>C p.Val36Ala 0.88 1 64 0 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4462184 0.0042 YES 9.999E-1 (pos.248845499) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneA=0, G=26 A=0.0, G=1.0 0.00001 371.419 26 A=0/0, G=12/14

chr17:3101076 C/C G C SNV OR1A2 OR1A2:exonic:NM_012352.2 1 100 1 synonymous NM_012352.2c.264G>C p.(=) -4.63 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srxrs2241092 0.0591 YES 7.995E-1;0.0 (pos.3101076) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,positive regulation of cytokinesisG=0, C=27 G=0.0, C=1.0 0.00001 380.258 27 G=0/0, C=18/9

chr20:31622768 C/A C A SNV BPIFB6 BPIFB6:intronic:NM_174897.2 1 45.45 intronic NM_174897.2c.452+50C>Ap.? -0.39 LBP / BPI / CETP family, C-terminal domain,LBP / BPI / CETP family, N-terminal domainrs6059032 0.3747 YES 7.667E-1 (pos.31622768) BPI fold-containing protein, family B, member 6extracellular region,lipid binding C=11, A=10 C=0.5238, A=0.4762 0.00001 85.7001 22 C=7/4, A=9/1

chr20:31622839 T/C T C SNV BPIFB6 BPIFB6:intronic:NM_174897.2 1 45.45 intronic NM_174897.2c.453-48T>Cp.? 1.15 LBP / BPI / CETP family, C-terminal domain,LBP / BPI / CETP family, N-terminal domainrs6059033,rs758479005 0.3764 YES 0.0 (pos.31622838),7.751E-1 (pos.31622839)BPI fold-containing protein, family B, member 6extracellular region,lipid binding T=12, C=10 T=0.5455, C=0.4545 0.00001 81.7626 22 T=8/4, C=9/1

chr20:3175742 A/G A G SNV DDRGK1 DDRGK1:intronic:NM_023935.2 1 52.38 intronic NM_023935.2c.633+135T>Cp.? -0.04 DDRGK domainrs2295551 YES DDRGK domain-containing protein 1RNA polymerase II repressing transcription factor binding,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,negative regulation of apoptotic process,negative regulation of gene expression,nucleolus,positive regulation of I-kappaB phosphorylation,positive regulation of NF-kappaB transcription factor activity,positive regulation of RNA polymerase II regulatory region sequence-specific DNA binding,positive regulation of cell cycle G1/S phase transition,positive regulation of cell migration,positive regulation of cell proliferation,positive regulation of gene expression,positive regulation of metallopeptidase activity,positive regulation of proteasomal protein catabolic process,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,positive regulation of protein localization to endoplasmic reticulum,positive regulation of transcription from RNA polymerase II promoter,protein K69-linked ufmylation,protein binding,regulation of intracellular estrogen receptor signaling pathwayA=10, G=11 A=0.4762, G=0.5238 0.00001 95.2894 21 A=5/5, G=9/2

chr20:31814348 A/A G A SNV BPIFA3 BPIFA3:intronic:NM_178466.4 1 100 intronic NM_178466.4c.621+52G>Ap.? -0.01 LBP / BPI / CETP family, N-terminal domainrs1570033,rs778217401 YES 0.0 (pos.31814347),4.325E-1 (pos.31814348) extracellular region,lipid binding G=0, A=34 G=0.0, A=1.0 0.00001 524.122 34 G=0/0, A=11/23

chr9:125390874 C/C A C SNV OR1B1 OR1B1:exonic:NM_001004450.1 1 100 1 missense NM_001004450.1c.941T>G p.Val314Gly -2.04 0.41 109 0 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs1556189 0.1935 YES 9.531E-1 (pos.125390874) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityA=0, C=31 A=0.0, C=1.0 0.00001 465.819 31 A=0/0, C=12/19

chr20:32000351 G/G A G SNV SNTA1 SNTA1:intronic:NM_003098.2 1 100 intronic NM_003098.2c.909+30T>Cp.? 0.07 PDZ domain (Also known as DHR or GLGF),PH domainrs291694 0.3107 YES 6.286E-1 (pos.32000351) Syntrophin, alpha-1ATPase binding,PDZ domain binding,actin binding,calmodulin binding,cell junction,cytoplasm,cytoskeleton,intracellular,ion channel binding,lateral plasma membrane,muscle contraction,negative regulation of peptidyl-cysteine S-nitrosylation,neuromuscular junction,nitric-oxide synthase binding,protein binding,protein complex,regulation of heart rate,regulation of molecular function,regulation of sodium ion transmembrane transport,regulation of ventricular cardiac muscle cell membrane repolarization,sarcolemma,sodium channel regulator activity,structural molecule activity,syntrophin complex,ventricular cardiac muscle cell action potentialArrhythmias, Cardiac;Brain Diseases;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epilepsy;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Nervous System Diseases;Romano-Ward Syndrome;Status EpilepticusA=0, G=41 A=0.0, G=1.0 0.00001 664.552 41 A=0/0, G=20/21

chr9:125391127 T/T C T SNV OR1B1 OR1B1:exonic:NM_001004450.1 1 100 1 missense NM_001004450.1c.688G>A p.Ala230Thr -1.67 0.65 58 0.031 0.01(COSM3763603)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs1476859 0.2988 YES 8.126E-1;0.0 (pos.125391127)adenocarcinoma,angioimmunoblastic_T_cell_lymphomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityC=0, T=52 C=0.0, T=1.0 0.00001 766.511 52 C=0/0, T=32/20

chr20:3236015 G/G A G SNV C20orf194 C20orf194:intronic:NM_001009984.2 1 100 intronic NM_001009984.2c.3262-85T>Cp.? -0.11 rs1569942 YES Chromosome 20 open reading frame 194biological_process,cellular_component,protein binding A=0, G=61 A=0.0, G=1.0 0.00001 921.838 61 A=0/0, G=26/35

chr9:125391241 A/A G A SNV OR1B1 OR1B1:exonic:NM_001004450.1 1 100 1 nonsense NM_001004450.1c.574C>T p.Arg192Ter -1.27 0.04(COSM3763604)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs1476860 0.297 YES 6.15E-1 (pos.125391241) acute_myeloid_leukaemia,adenocarcinoma,rhabdomyosarcomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityG=0, A=43 G=0.0, A=1.0 0.00001 705.844 43 G=0/0, A=26/17

chr1:247921100 G/G T G SNV OR1C1 OR1C1:exonic:NM_012353.2 1 100 1 synonymous NM_012353.2c.609A>C p.(=) -0.81 0(COSM5626557)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs1552812 0.1088 YES 7.571E-1;0.0 (pos.247921100)squamous_cell_carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellT=0, G=77 T=0.0, G=1.0 0.00001 1229.44 77 T=0/0, G=26/51

chr20:33334540 C/C T C SNV NCOA6 NCOA6:intronic:NM_014071.4 1 100 intronic NM_014071.4c.2914+71A>Gp.? -0.41 Putative nucleic acid-binding regionrs910872 YES Nuclear receptor coactivator 6DNA recombination,DNA repair,DNA replication,DNA-templated transcription, initiation,brain development,cellular response to DNA damage stimulus,chromatin binding,cytosol,enzyme binding,estrogen receptor binding,glucocorticoid receptor signaling pathway,heart development,histone methyltransferase complex,intracellular estrogen receptor signaling pathway,intracellular membrane-bounded organelle,ligand-dependent nuclear receptor transcription coactivator activity,myeloid cell differentiation,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of lipid metabolic process,regulation of nucleic acid-templated transcription,response to hormone,retinoid X receptor binding,thyroid hormone receptor binding,transcription coactivator activity,transcription factor complex,transcription initiation from RNA polymerase II promoterEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleT=0, C=34 T=0.0, C=1.0 0.00001 524.185 34 T=0/0, C=20/14

chr19:15198263 G/G A G SNV OR1I1 OR1I1:exonic:NM_001004713.1 1 100 1 synonymous NM_001004713.1c.387A>G p.(=) -2.97 0(COSM4131298)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs8105277 7.00E-04 9.987E-1;0.0 (pos.15198263)neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityA=0, G=139 A=0.0, G=1.0 0.00001 2321.04 139 A=0/0, G=75/64

chr20:33342439 C/C T C SNV NCOA6 NCOA6:intronic:NM_014071.4 1 100 intronic NM_014071.4c.1675+86A>Gp.? -0.64 Putative nucleic acid-binding regionrs1884432 YES Nuclear receptor coactivator 6DNA recombination,DNA repair,DNA replication,DNA-templated transcription, initiation,brain development,cellular response to DNA damage stimulus,chromatin binding,cytosol,enzyme binding,estrogen receptor binding,glucocorticoid receptor signaling pathway,heart development,histone methyltransferase complex,intracellular estrogen receptor signaling pathway,intracellular membrane-bounded organelle,ligand-dependent nuclear receptor transcription coactivator activity,myeloid cell differentiation,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of lipid metabolic process,regulation of nucleic acid-templated transcription,response to hormone,retinoid X receptor binding,thyroid hormone receptor binding,transcription coactivator activity,transcription factor complex,transcription initiation from RNA polymerase II promoterEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleT=0, C=53 T=0.0, C=1.0 0.00001 782.019 53 T=0/0, C=18/35

chr20:33575347 CAT/CAT C CAT INDEL MYH7B MYH7B:intronic:NM_020884.4 2 100 intronic NM_020884.4c.1274-13C>CATp.? -0.9 Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs3053708,rs762855466,rs9345211390.2748 YES 0.0 (pos.33575344),7.614E-1 (pos.33575347)Myosin, heavy chain 7B, cardiac muscle, betaATP binding,actin filament binding,cardiac myofibril,membrane,motor activity,myosin complex,myosin filament,protein bindingC=0, CAT=20C=0.0, CAT=1.0 0.00001 267.455 20 C=0/0, CAT=9/11

chr19:15198631 C/C A C SNV OR1I1 OR1I1:exonic:NM_001004713.1 1 100 1 missense NM_001004713.1c.755A>C p.Tyr252Ser 1.27 0.02 144 0.999 0.74(COSM5481482),0.81(COSM4000534)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs8105737 0.3257 YES 3.826E-1 (pos.15198631) acute_myeloid_leukaemia,adenocarcinoma,neoplasmG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityA=0, C=49 A=0.0, C=1.0 0.00001 831.343 49 A=0/0, C=26/23

chr19:15198764 C/C T C SNV OR1I1 OR1I1:exonic:NM_001004713.1 1 100 1 synonymous NM_001004713.1c.888T>C p.(=) -0.3 0.04(COSM5618786)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs12975625 0.0919 YES 7.992E-1 (pos.15198764) ductal_carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityT=0, C=29 T=0.0, C=1.0 0.00001 427.587 29 T=0/0, C=10/19

chr20:33762489 T/T C T SNV PROCR PROCR:intronic:NM_006404.4 1 100 intronic NM_006404.4c.71-16C>T p.? 0.4 Class I Histocompatibility antigen, domains alpha 1 and 2,MHC-I family domainrs2069948 0.4358 YES 3.645E-1 (pos.33762489) Protein C receptorblood coagulation,cell surface,centrosome,extracellular exosome,extracellular region,focal adhesion,integral component of plasma membrane,leukocyte migration,negative regulation of coagulation,plasma membrane,protein binding,receptor activityCardiovascular Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Embolism and Thrombosis;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Thromboembolism;Vascular Diseases;Venous ThromboembolismDrotrecogin alfa,PhosphatidylethanolamineC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=13/10

chr9:125486968 A/A G A SNV OR1L4 OR1L4:exonic:NM_001005235.1 1 100 1 missense NM_001005235.1c.700G>A p.Gly234Arg 0.95 0.01 125 0.344 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs2215530 0.0357 YES 9.191E-1;0.0 (pos.125486968) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneG=0, A=206 G=0.0, A=1.0 0.00001 3347.53 206 G=0/0, A=115/91

chr20:33857711 A/C A C SNV MMP24 MMP24:intronic:NM_006690.3 1 50 intronic NM_006690.3c.1333+10A>Cp.? 0.01 Domain of unknown function (DUF3377),Hemopexin,Matrixin,Putative peptidoglycan binding domainrs2254207 0.2185 YES 2.767E-1 (pos.33857711) cadherin binding,cell-cell adhesion mediated by cadherin,cell-cell adhesion via plasma-membrane adhesion molecules,detection of temperature stimulus involved in sensory perception of pain,enzyme activator activity,extracellular exosome,glial cell differentiation,integral component of plasma membrane,metalloendopeptidase activity,neuronal stem cell population maintenance,positive regulation of catalytic activity,proteinaceous extracellular matrix,proteolysis,trans-Golgi network membrane,zinc ion bindingMarimastat A=29, C=29 A=0.5, C=0.5 0.00001 282.584 58 A=7/22, C=17/12

chr19:9204307 G/G A G SNV OR1M1 OR1M1:exonic:NM_001004456.1 1 100 1 synonymous NM_001004456.1c.387A>G p.(=) -11.59 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs4804097 0.3495 YES 8.943E-1 (pos.9204307) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneA=0, G=40 A=0.0, G=1.0 0.00001 644.285 40 A=0/0, G=20/20

chr20:3553750 A/A T A SNV ATRN ATRN:intronic:NM_139321.2 1 100 intronic NM_139321.2c.2092+152T>Ap.? -0.07 CUB domain,Kelch motif,Laminin EGF domain,Lectin C-type domain,Plexin repeatrs464831 YES Attractin (mahogany, mouse, homolog of)carbohydrate binding,cerebellum development,cytoplasm,extracellular exosome,extracellular space,inflammatory response,integral component of plasma membrane,myelination,pigmentation,plasma membrane,receptor activity,regulation of multicellular organism growth,response to oxidative stressT=0, A=21 T=0.0, A=1.0 0.00001 281.234 21 T=0/0, A=13/8

chr11:57983194 A/G A G SNV OR1S1 OR1S1:exonic:NM_001004458.1 1 50 1 stoploss NM_001004458.1c.978A>G p.Ter326Trp 0.03 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs7103033 0.3267 YES 7.563E-1;0.0 (pos.57983194) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityA=24, G=24 A=0.5, G=0.5 0.00001 276.204 48 A=18/6, G=12/12

chr20:3565546 G/G C G SNV ATRN ATRN:intronic:NM_139321.2 1 100 intronic NM_139321.2c.3184+19C>Gp.? 0.13 CUB domain,Kelch motif,Laminin EGF domain,Lectin C-type domain,Plexin repeatrs235538 0.2615 YES 9.988E-1 (pos.3565546) Attractin (mahogany, mouse, homolog of)carbohydrate binding,cerebellum development,cytoplasm,extracellular exosome,extracellular space,inflammatory response,integral component of plasma membrane,myelination,pigmentation,plasma membrane,receptor activity,regulation of multicellular organism growth,response to oxidative stressC=0, G=29 C=0.0, G=1.0 0.00001 427.603 29 C=0/0, G=11/18

chr7:143747870 A/G A G SNV OR2A5 OR2A5:exonic:NM_012365.1 1 46.43 1 missense NM_012365.1c.376A>G p.Ile126Val 5.95 0.01 29 0.965 0.99(COSM4161916)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs2961144 0.3164 YES 6.49E-3 (pos.143747870) neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=15, G=13 A=0.5357, G=0.4643 0.00001 117.925 28 A=7/8, G=9/4

chr20:3575248 C/C G C SNV ATRN ATRN:intronic:NM_139321.2 1 100 intronic NM_139321.2c.3416+29G>Cp.? 0.29 CUB domain,Kelch motif,Laminin EGF domain,Lectin C-type domain,Plexin repeatrs235532 0.2627 YES 9.987E-1;1.167E-4 (pos.3575248) Attractin (mahogany, mouse, homolog of)carbohydrate binding,cerebellum development,cytoplasm,extracellular exosome,extracellular space,inflammatory response,integral component of plasma membrane,myelination,pigmentation,plasma membrane,receptor activity,regulation of multicellular organism growth,response to oxidative stressG=0, C=24 G=0.0, C=1.0 0.00001 334.792 24 G=0/0, C=17/7

chr11:6806496 C/C T C SNV OR2AG1 OR2AG1:exonic:NM_001004489.2 1 100 1 synonymous NM_001004489.2c.228T>C p.(=) -0.65 0.02(COSM3752688)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs11041022 0.3359 YES 1.983E-1 (pos.6806496) acute_myeloid_leukaemia,adenocarcinoma,neoplasmG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,protein binding,sensory perception of smellT=0, C=78 T=0.0, C=1.0 0.00001 1228.05 78 T=0/0, C=37/41

chr11:6806827 T/T G T SNV OR2AG1 OR2AG1:exonic:NM_001004489.2 1 100 1 missense NM_001004489.2c.559G>T p.Val187Leu -0.26 32 0.01(COSM3752689)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs2659880 0.3359 YES 1.982E-1 (pos.6806827) adenocarcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,protein binding,sensory perception of smellG=0, T=72 G=0.0, T=1.0 0.00001 1126.12 72 G=0/0, T=40/32

chr20:35835657 T/T C T SNV RPN2 RPN2:intronic:NM_002951.4 1 100 intronic NM_002951.4c.691-19C>Tp.? 0.03 Oligosaccharyltransferase subunit Ribophorin IIrs11698281 0.2164 YES 4.695E-1 (pos.35835657) Ribophorin IIaging,autophagosome membrane,cellular protein modification process,dolichyl-diphosphooligosaccharide-protein glycotransferase activity,endoplasmic reticulum membrane,integral component of membrane,membrane,oligosaccharyltransferase complex,protein N-linked glycosylation,protein N-linked glycosylation via asparagine,protein binding,response to drug,ribosome binding,rough endoplasmic reticulumGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=10/21

chr20:35835889 G/G A G SNV RPN2 RPN2:intronic:NM_002951.4 1 100 intronic NM_002951.4c.867+37A>Gp.? 0.05 Oligosaccharyltransferase subunit Ribophorin IIrs1079657 0.1847 YES 4.713E-1;0.0 (pos.35835889) Ribophorin IIaging,autophagosome membrane,cellular protein modification process,dolichyl-diphosphooligosaccharide-protein glycotransferase activity,endoplasmic reticulum membrane,integral component of membrane,membrane,oligosaccharyltransferase complex,protein N-linked glycosylation,protein N-linked glycosylation via asparagine,protein binding,response to drug,ribosome binding,rough endoplasmic reticulumGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=5/19

chr20:35838591 C/C T C SNV RPN2 RPN2:intronic:NM_002951.4 1 100 intronic NM_002951.4c.986+23T>Cp.? -1.15 Oligosaccharyltransferase subunit Ribophorin IIrs2050091 0.0443 YES 1.0 (pos.35838591) Ribophorin IIaging,autophagosome membrane,cellular protein modification process,dolichyl-diphosphooligosaccharide-protein glycotransferase activity,endoplasmic reticulum membrane,integral component of membrane,membrane,oligosaccharyltransferase complex,protein N-linked glycosylation,protein N-linked glycosylation via asparagine,protein binding,response to drug,ribosome binding,rough endoplasmic reticulumGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=0, C=27 T=0.0, C=1.0 0.00001 398.909 27 T=0/0, C=12/15

chr20:35852395 C/C A C SNV RPN2 RPN2:intronic:NM_002951.4 1 100 intronic NM_002951.4c.1184+23A>Cp.? -2.92 Oligosaccharyltransferase subunit Ribophorin IIrs2076397 0.1823 YES 5.02E-1 (pos.35852395) Ribophorin IIaging,autophagosome membrane,cellular protein modification process,dolichyl-diphosphooligosaccharide-protein glycotransferase activity,endoplasmic reticulum membrane,integral component of membrane,membrane,oligosaccharyltransferase complex,protein N-linked glycosylation,protein N-linked glycosylation via asparagine,protein binding,response to drug,ribosome binding,rough endoplasmic reticulumGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, C=36 A=0.0, C=1.0 0.00001 563.659 36 A=0/0, C=21/15

chr11:6789929 A/A C A SNV OR2AG2 OR2AG2:exonic:NM_001004490.1 1 100 1 missense NM_001004490.1c.260G>T p.Arg87Leu -1.75 1 102 0 0.02(COSM147130)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs11828782 0.3513 YES 1.716E-1;2.314E-4 (pos.6789929)acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellC=0, A=35 C=0.0, A=1.0 0.00001 543.798 35 C=0/0, A=14/21

chr20:36031097 G/G A G SNV SRC SRC:intronic:NM_198291.2 1 100 intronic NM_198291.2c.1271-55A>Gp.? -0.17 Protein kinase domain,Protein tyrosine kinase,SH2 domain,SH3 domain,Variant SH3 domainrs2145792 YES Protooncogene SRC, Rous sarcomaATP binding,ERBB2 signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,SH2 domain binding,SH3/SH2 adaptor activity,T cell costimulation,actin filament,activation of protein kinase B activity,adherens junction organization,angiotensin-activated signaling pathway involved in heart process,axon guidance,bone resorption,branching involved in mammary gland duct morphogenesis,cadherin binding,caveola,cell cycle,cell proliferation,cell-cell adhesion,cellular response to fatty acid,cellular response to fluid shear stress,cellular response to hypoxia,cellular response to insulin stimulus,cellular response to lipopolysaccharide,cellular response to peptide hormone stimulus,cellular response to platelet-derived growth factor stimulus,cellular response to progesterone stimulus,cellular response to reactive oxygen species,central nervous system development,connexin binding,cytoplasm,cytosol,entry of bacterium into host cell,enzyme binding,ephrin receptor binding,ephrin receptor signaling pathway,Brain Diseases;Breast Diseases;Breast Neoplasms;Cardiomegaly;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Colitis;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Site;Neoplastic Processes;Nervous System Diseases;Polycystic Kidney Diseases;Polycystic Kidney, Autosomal Recessive;Skin Diseases;Skin and Connective Tissue Diseases;Status Epilepticus;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Vascular Diseases(2E)-N-{4-(3-bromophenyl)aminoquinazolin-6-yl}-4-(dimethylamino)but-2-enamide,1-(1-methylethyl)-3-quinolin-6-yl-1H-pyrazolo3,4-dpyrimidin-4-amine,1-1-(3-aminophenyl)-3-tert-butyl-1H-pyrazol-5-yl-3-naphthalen-1-ylurea,1-1-(3-aminophenyl)-3-tert-butyl-1H-pyrazol-5-yl-3-phenylurea,1-Tert-Butyl-3-(4-Chloro-Phenyl)-1h-Pyrazolo3,4-DPyrimidin-4-Ylamine,1-cyclobutyl-3-(3,4-dimethoxyphenyl)-1H-pyrazolo3,4-dpyrimidin-4-amine,1-cyclopentyl-3-(1H-pyrrolo2,3-bpyridin-5-yl)-1H-pyrazolo3,4-dpyrimidin-4-amine,2-(4-CARCOXY-5-ISOPROPYLTHIAZOLYL)BENZOPIPERIDINE,3-4-AMINO-1-(1-METHYLETHYL)-1H-PYRAZOLO3,4-DPYRIMIDIN-3-YLPHENOL,4-(4-METHYL-1-PIPERAZINYL)METHYL-N-3-4-(3-PYRIDINYL)-2-PYRIMIDINYLAMINOPHENYL-BENZAMIDE,4-({4-(5-cyclopropyl-1H-pyrazol-3-yl)aminoquinazolin-2-yl}amino)phenylacetonitrile,Bosutinib,Citric Acid,DPI59,Dasatinib,ISO24,Malonic acid,N-(4-PHENYLAMINO-QUINAZOLIN-6-YL)-ACRYLAMIDE,N-4-(3-BROMO-PHENYLAMINO)-QUINAZOLIN-6-YL-ACRYLAMIDE,N6-Benzyl Adenosine-5'-Diphosphate,Nintedanib,Oxalic Acid,PAS219,PASBN,PhenylphosphaA=0, G=43 A=0.0, G=1.0 0.00001 705.842 43 A=0/0, G=21/22

chr1:247614693 T/T C T SNV OR2B11 OR2B11:exonic:NM_001004492.1 1 100 1 missense NM_001004492.1c.592G>A p.Val198Met -3.17 0.15 21 0.007 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srvrs6695302 0.0026 YES 1.0 (pos.247614693) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellC=0, T=79 C=0.0, T=1.0 0.00001 1269.21 79 C=0/0, T=36/43

chr1:247695612 G/A G A SNV OR2C3 OR2C3:exonic:NM_198074.4 1 95.45 2 missense NM_198074.4c.202C>T p.Pro68Ser 1.4 74 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srvrs6657127 1.00E-04 1.0;0.0 (pos.247695612) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cytosol,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,nucleus,olfactory receptor activity,plasma membrane,sensory perception of smellG=1, A=21 G=0.0455, A=0.9545 0.00001 272.182 22 G=0/1, A=12/9

chr11:6913127 G/G A G SNV OR2D2 OR2D2:exonic:NM_003700.1 1 100 1 missense NM_003700.1c.605T>C p.Met202Thr 0.68 0.06 81 0.002 0.19(COSM4997950)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs2741804 0.441 YES 4.32E-1 (pos.6913127) ductal_carcinomaOlfactory receptor, family 2, subfamily D, member 2G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, G=29 A=0.0, G=1.0 0.00001 427.239 29 A=0/0, G=24/5

chr20:36959566 G/G A G SNV BPI BPI:intronic:NM_001725.2 1 100 intronic NM_001725.2c.1284+74A>Gp.? -2.27 LBP / BPI / CETP family, C-terminal domain,LBP / BPI / CETP family, N-terminal domainrs2425357 0.0399 YES Bactericidal/permeability-increasing proteinantimicrobial humoral response,azurophil granule lumen,defense response to Gram-negative bacterium,extracellular exosome,extracellular region,immune response,integral component of membrane,integral component of plasma membrane,lipopolysaccharide binding,negative regulation of interleukin-6 production,negative regulation of interleukin-8 production,negative regulation of macrophage activation,negative regulation of tumor necrosis factor production,neutrophil degranulation,specific granule lumenDi-Stearoyl-3-Sn-PhosphatidylcholineA=0, G=85 A=0.0, G=1.0 0.00001 1389.7 85 A=0/0, G=40/45

chr20:37274861 G/G A G SNV ARHGAP40 ARHGAP40:intronic:NM_001164431.1 1 100 intronic NM_001164431.1c.1707+31A>Gp.? 0.57 RhoGAP domainrs117796 YES 5.45E-1 (pos.37274861) A=0, G=34 A=0.0, G=1.0 0.00001 521.872 34 A=0/0, G=26/8

chr6:29141743 G/G A G SNV OR2J2 OR2J2:exonic:NM_030905.2 1 100 1 missense NM_030905.2c.331A>G p.Thr111Ala -0.82 0.18 58 0.01 0.01(COSM4160486)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs3129157 0.033 YES 9.896E-1 (pos.29141743) neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, G=66 A=0.0, G=1.0 0.00001 1015.39 66 A=0/0, G=28/38

chr6:29141772 G/G A G SNV OR2J2 OR2J2:exonic:NM_030905.2 1 100 1 synonymous NM_030905.2c.360A>G p.(=) -2.52 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs3129158 0.1483 YES 5.549E-1 (pos.29141772) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, G=68 A=0.0, G=1.0 0.00001 1053.56 68 A=0/0, G=29/39

chr6:29141849 C/C T C SNV OR2J2 OR2J2:exonic:NM_030905.2 1 100 1 missense NM_030905.2c.437T>C p.Val146Ala -0.16 1 64 0 0(COSM5021506),0.04(COSM3684184)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs3116856 0.4591 YES 3.467E-1 (pos.29141849) acute_myeloid_leukaemia,osteosarcomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellT=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=21/10



chr6:29080349 G/G A G SNV OR2J3 OR2J3:exonic:NM_001005216.3 1 100 1 missense NM_001005216.3c.682A>G p.Ile228Val -1.13 29 0.01(COSM4003849)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs3130764 0.1479 YES 5.649E-1 (pos.29080349) acute_myeloid_leukaemiaOlfactory receptor, family 2, subfamily J, member 3G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, G=66 A=0.0, G=1.0 0.00001 1015.36 66 A=0/0, G=33/33

chr20:37635027 C/C T C SNV DHX35 DHX35:intronic:NM_021931.3 1 100 intronic NM_021931.3c.1222+28T>Cp.? 0.08 Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs3752298 0.3156 YES 4.511E-1 (pos.37635027) ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,catalytic step 2 spliceosome,cytoplasm,helicase activity,mRNA splicing, via spliceosomeT=0, C=63 T=0.0, C=1.0 0.00001 958.679 63 T=0/0, C=31/32

chr20:37643659 C/C T C SNV DHX35 DHX35:intronic:NM_021931.3 1 100 intronic NM_021931.3c.1402+82T>Cp.? -0.57 Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs3764703 YES ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,catalytic step 2 spliceosome,cytoplasm,helicase activity,mRNA splicing, via spliceosomeT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=21/7

chr20:3783649 C/C G C SNV CDC25B CDC25B:intronic:NM_021873.3 1 100 intronic NM_021873.3c.1257+30G>Cp.? 0.13 M-phase inducer phosphatase,Rhodanese-like domainrs592687 0.0048 9.999E-1;1.156E-4 (pos.3783649) Cell division cycle 25BG2/M transition of mitotic cell cycle,cell division,centrosome,cytosol,female meiosis I,intracellular,mitotic cell cycle,nucleoplasm,oocyte maturation,peptidyl-tyrosine dephosphorylation,phosphoprotein phosphatase activity,positive regulation of cell cycle G2/M phase transition,positive regulation of cell proliferation,positive regulation of cytokinesis,positive regulation of mitotic cell cycle,positive regulation of protein kinase activity,protein binding,protein kinase binding,protein phosphorylation,protein tyrosine phosphatase activity,spindle poleBipolar Disorder;Bipolar and Related Disorders;Mental DisordersCysteinesulfonic Acid G=0, C=22 G=0.0, C=1.0 0.00001 298.888 22 G=0/0, C=17/5

chr20:39788855 A/G A G SNV PLCG1 PLCG1:intronic:NM_002660.2 1 45.45 intronic NM_002660.2c.512+62A>Gp.? -1.64 C2 domain,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,SH2 domain,SH3 domain,Variant SH3 domainrs2076148 0.4626 YES Phospholipase C, gamma 1 (formerly subtype 148)COP9 signalosome,Fc-epsilon receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,T cell receptor signaling pathway,activation of MAPKK activity,axon guidance,calcium ion binding,calcium-mediated signaling,cell migration,cell projection,cell-cell junction,cellular response to epidermal growth factor stimulus,cytoplasm,cytosol,epidermal growth factor receptor signaling pathway,glutamate receptor binding,in utero embryonic development,inositol phosphate metabolic process,intracellular,intracellular signal transduction,lamellipodium,leukocyte migration,lipid catabolic process,neurotrophin TRKA receptor binding,phosphatidylinositol phospholipase C activity,phospholipase C activity,phospholipid catabolic process,plasma membrane,positive regulation of angiogenesis,positive regulation of blood vessel endothelial cell migration,positive regulation of epithelial cell migration,positive regulation of release of sequestered calcium ion into cytosol,protein binding,protein kinase bindingHemangiosarcoma;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Leukemia, T-Cell;Leukemia-Lymphoma, Adult T-Cell;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective and Soft Tissue;Neoplasms, Vascular Tissue;Sarcoma;Sezary SyndromeA=12, G=10 A=0.5455, G=0.4545 0.00001 81.7625 22 A=7/5, G=4/6

chr6:29080450 A/A G A SNV OR2J3 OR2J3:exonic:NM_001005216.3 1 100 1 missense NM_001005216.3c.783G>A p.Met261Ile -2.46 10 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs3130765 0.159 YES 5.641E-1 (pos.29080450) Olfactory receptor, family 2, subfamily J, member 3G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellG=0, A=76 G=0.0, A=1.0 0.00001 1209.58 76 G=0/0, A=29/47

chr20:40076509 C/C T C SNV CHD6 CHD6:intronic:NM_032221.4 1 100 intronic NM_032221.4c.3773+13A>Gp.? 0.75 Chromo (CHRromatin Organisation MOdifier) domain,Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs909882 0.1271 YES 1.82E-1 (pos.40076509) Chromodomain helicase DNA-binding protein 6ATP binding,DNA binding,DNA-dependent ATPase activity,DNA-directed RNA polymerase II, core complex,covalent chromatin modification,helicase activity,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter in response to oxidative stress,transcription cofactor binding,transcription, DNA-templated,viral processCarcinoma;Carcinoma, Transitional Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroblastoma;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, Peripheral;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=27 T=0.0, C=1.0 0.00001 389.878 27 T=0/0, C=18/9

chr20:40179909 A/A G A SNV CHD6 CHD6:intronic:NM_032221.4 1 100 intronic NM_032221.4c.33+35C>Tp.? -1.41 Chromo (CHRromatin Organisation MOdifier) domain,Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs386814214,rs6129863 0.221 YES 5.078E-1 (pos.40179909) Chromodomain helicase DNA-binding protein 6ATP binding,DNA binding,DNA-dependent ATPase activity,DNA-directed RNA polymerase II, core complex,covalent chromatin modification,helicase activity,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter in response to oxidative stress,transcription cofactor binding,transcription, DNA-templated,viral processCarcinoma;Carcinoma, Transitional Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroblastoma;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, Peripheral;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, A=50 G=0.0, A=1.0 0.00001 852.747 50 G=0/0, A=30/20

chr1:248112745 T/T G T SNV

OR2L13,OR

2L8 OR2L8:exonic:NM_001001963.1, OR2L13:intronic:NM_175911.3 1
100

1 missense NM_175911.3, NM_001001963.1c.-143+12059G>T, c.586G>Tp.?, p.Gly196Cys -5.09 0.1 159 0.008 0(COSM4591456)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs4925788 YES 7.444E-1 (pos.248112745)squamous_cell_carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,biological_process,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,molecular_function,olfactory receptor activity,plasma membrane,protein binding,sensory perception of smellG=0, T=100 G=0.0, T=1.0 0.00001 1702.26 100 G=0/0, T=55/45

chr20:44002665 G/G C G SNV

SYS1-

DBNDD2,TP

53TG5 TP53TG5:intronic:NM_014477.2, SYS1-DBNDD2:intronic_nc:NR_003189.21

100

intronic NR_003189.2, NM_014477.2c.769-14G>Cp.? 0.37 Cellular tumour antigen p53-inducible 5rs2231626 0.2224 YES 5.399E-1;3.479E-4 (pos.44002665) TP53 target gene 5cytoplasm,intracellular signal transduction,molecular_function,negative regulation of cell growth,nucleusC=0, G=38 C=0.0, G=1.0 0.00001 603.779 38 C=0/0, G=17/21

chr20:44006078 C/G C G SNV

SYS1-

DBNDD2,TP

53TG5 TP53TG5:intronic:NM_014477.2, SYS1-DBNDD2:intronic_nc:NR_003189.21

97.5

intronic NR_003189.2, NM_014477.2c.124-96G>Cp.? -0.73 Cellular tumour antigen p53-inducible 5rs2231614 YES TP53 target gene 5cytoplasm,intracellular signal transduction,molecular_function,negative regulation of cell growth,nucleusC=1, G=39 C=0.025, G=0.975 0.00001 611.373 40 C=1/0, G=22/17

chr1:248112762 CA/CA TG CA MNV

OR2L13,OR

2L8 OR2L8:exonic:NM_001001963.1, OR2L13:intronic:NM_175911.3 2
100

1 missense NM_175911.3, NM_001001963.1c.-143+12076TG>CA, c.603_604delTGinsCAp.?, p.Ala202Thr -4.76, -0.92 0.53 58 0 0(COSM3930711)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs34851853,rs4925789,rs49257900.2195 YES 7.128E-1;7.059E-4 (pos.248112763),7.135E-1 (pos.248112762)adenocarcinoma,carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,biological_process,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,molecular_function,olfactory receptor activity,plasma membrane,protein binding,sensory perception of smellTG=0, CA=98TG=0.0, CA=1.0 0.00001 1636.57 98 TG=0/0, CA=55/43

chr20:44053069 C/C T C SNV PIGT PIGT:intronic:NM_015937.5 1 100 intronic NM_015937.5c.1400+48T>Cp.? -0.03 Gpi16 subunit, GPI transamidase componentrs2741566 0.2384 YES 5.24E-1 (pos.44053069) Phosphatidylinositol glycan, class TGPI-anchor transamidase activity,GPI-anchor transamidase complex,attachment of GPI anchor to protein,cytoplasmic vesicle,endoplasmic reticulum membrane,integral component of endoplasmic reticulum membrane,membrane,neuron apoptotic process,neuron differentiation,protein bindingAnemia;Anemia, Hemolytic;Bone Marrow Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinuria, Paroxysmal;Myelodysplastic SyndromesT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=9/19

chr20:44528388 C/A C A SNV CTSA,PLTP CTSA:downstream:NM_000308.3, PLTP:intronic:NM_006227.3 1 50 intronic NM_000308.3, NM_006227.3c.*1299C>A, c.1219-64G>Tp.?, p.? -1.26 LBP / BPI / CETP family, C-terminal domain,LBP / BPI / CETP family, N-terminal domainrs56235473 0.0163 Cathepsin A (protective protein for beta-galactosidase),Phospholipid transfer proteinazurophil granule lumen,carboxypeptidase activity,ceramide binding,ceramide transport,ceramide transporter activity,diacylglycerol binding,endoplasmic reticulum,enzyme activator activity,exo-alpha-sialidase activity,extracellular exosome,extracellular region,extracellular space,flagellated sperm motility,glycosphingolipid metabolic process,high-density lipoprotein particle,high-density lipoprotein particle remodeling,intracellular membrane-bounded organelle,intracellular protein transport,lipid metabolic process,lipid transport,lipid transporter activity,lumenal side of lysosomal membrane,lysosomal lumen,lysosomal membrane,lysosome,membrane,negative regulation of chaperone-mediated autophagy,neutrophil degranulation,nucleoplasm,phosphatidic acid binding,phosphatidic acid transporter activity,phosphatidylcholine binding,phosphatidylcholine transporter activity,phosphatidylethanolamine binding,phosphatidylethanolamine transporter activity,phosphatidylglycerol binding,phospholipid transport,phospholipid transporCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyslipidemias;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Hyperinsulinism;Hyperlipidemias;Hypertriglyceridemia;Immune System Diseases;Insulin Resistance;Lipid Metabolism Disorders;Lysosomal Storage Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaSofosbuvir C=13, A=13 C=0.5, A=0.5 0.00001 119.163 26 C=8/5, A=7/6

chr20:44574533 T/T C T SNV PCIF1 PCIF1:intronic:NM_022104.3 1 100 intronic NM_022104.3c.1341+11C>Tp.? -2.57 Phosphorylated CTD interacting factor 1 WW domain,WW domainrs11696196 0.4302 YES 1.274E-3 (pos.44574533) intercellular bridge,microtubule cytoskeleton,negative regulation of phosphatase activity,nucleoplasmC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=8/21

chr20:44578776 G/G A G SNV ZNF335 ZNF335:intronic:NM_022095.3 1 100 intronic NM_022095.3c.3488-68T>Cp.? -0.06 C2H2-type zinc finger,C2H2-type zinc-finger domain,Zinc finger, C2H2 typers6065910 YES Zinc finger protein 335RNA polymerase II core promoter sequence-specific DNA binding,brain development,brain morphogenesis,cerebral cortex neuron differentiation,histone H3-K4 trimethylation,histone methyltransferase complex,in utero embryonic development,metal ion binding,neuron projection morphogenesis,nucleoplasm,nucleus,positive regulation of lymphocyte proliferation,positive regulation of neuroblast proliferation,positive regulation of neurogenesis,protein binding,regulation of gene expression, epigenetic,regulation of histone H3-K4 methylation,regulation of transcription, DNA-templated,transcription regulatory region DNA binding,transcription, DNA-templatedA=0, G=38 A=0.0, G=1.0 0.00001 603.785 38 A=0/0, G=11/27

chr1:248112809 G/G A G SNV

OR2L13,OR

2L8 OR2L8:exonic:NM_001001963.1, OR2L13:intronic:NM_175911.3 1
100

1 missense NM_175911.3, NM_001001963.1c.-143+12123A>G, c.650A>Gp.?, p.Tyr217Cys 6.76 0.01 194 1 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs4925583 0.0553 YES 7.84E-1 (pos.248112809) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,biological_process,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,molecular_function,olfactory receptor activity,plasma membrane,protein binding,sensory perception of smellA=0, G=105 A=0.0, G=1.0 0.00001 1644.49 105 A=0/0, G=55/50

chr1:248112836 G/G A G SNV

OR2L13,OR

2L8 OR2L8:exonic:NM_001001963.1, OR2L13:intronic:NM_175911.3 1
100

1 missense NM_175911.3, NM_001001963.1c.-143+12150A>G, c.677A>Gp.?, p.His226Arg -2.75 0.84 29 0 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs4925792 0.0531 YES 8.696E-1;0.0 (pos.248112836) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,biological_process,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,molecular_function,olfactory receptor activity,plasma membrane,protein binding,sensory perception of smellA=0, G=123 A=0.0, G=1.0 0.00001 1993.67 123 A=0/0, G=59/64

chr20:44599839 C/C G C SNV ZNF335 ZNF335:intronic:NM_022095.3 1 100 intronic NM_022095.3c.201+10C>Gp.? -1.31 C2H2-type zinc finger,C2H2-type zinc-finger domain,Zinc finger, C2H2 typers6017715 0.0409 YES 8.093E-1 (pos.44599839) Zinc finger protein 335RNA polymerase II core promoter sequence-specific DNA binding,brain development,brain morphogenesis,cerebral cortex neuron differentiation,histone H3-K4 trimethylation,histone methyltransferase complex,in utero embryonic development,metal ion binding,neuron projection morphogenesis,nucleoplasm,nucleus,positive regulation of lymphocyte proliferation,positive regulation of neuroblast proliferation,positive regulation of neurogenesis,protein binding,regulation of gene expression, epigenetic,regulation of histone H3-K4 methylation,regulation of transcription, DNA-templated,transcription regulatory region DNA binding,transcription, DNA-templatedLikely benign G=0, C=42 G=0.0, C=1.0 0.00001 685.181 42 G=0/0, C=27/15

chr1:248112915 G/G A G SNV

OR2L13,OR

2L8 OR2L8:exonic:NM_001001963.1, OR2L13:intronic:NM_175911.3 1
100

1 synonymous NM_175911.3, NM_001001963.1c.-143+12229A>G, c.756A>Gp.?, p.(=) -4.56 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs10888280 0.305 YES 4.246E-1 (pos.248112915) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,biological_process,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,molecular_function,olfactory receptor activity,plasma membrane,protein binding,sensory perception of smellA=0, G=22 A=0.0, G=1.0 0.00001 298.876 22 A=0/0, G=7/15

chr1:248113026 A/A T A SNV

OR2L13,OR

2L8 OR2L8:exonic:NM_001001963.1, OR2L13:intronic:NM_175911.3 1
100

1 nonsense NM_175911.3, NM_001001963.1c.-143+12340T>A, c.867T>Ap.?, p.Tyr289Ter -2.95 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs10888281 0.0717 YES 7.812E-1 (pos.248113026) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,biological_process,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,molecular_function,olfactory receptor activity,plasma membrane,protein binding,sensory perception of smellT=0, A=27 T=0.0, A=1.0 0.00001 389.988 27 T=0/0, A=8/19

chr20:44675136 C/C T C SNV SLC12A5 SLC12A5:intronic:NM_001134771.1 1 100 intronic NM_001134771.1c.1856+61T>Cp.? -0.72 Amino acid permease,Solute carrier family 12rs3848727 YES Solute carrier family 12, (potassium-chloride transporter) member 5cellular chloride ion homeostasis,cellular ion homeostasis,chemical synaptic transmission,chloride transmembrane transport,chloride transmembrane transporter activity,dendritic shaft,dendritic spine development,integral component of membrane,integral component of plasma membrane,ion transport,learning,multicellular organism growth,neuronal cell body,plasma membrane,potassium ion symporter activity,potassium ion transmembrane transport,potassium:chloride symporter activity,protein kinase binding,response to drug,thermosensory behavior,transportBrain Diseases;Central Nervous System Diseases;Epilepsies, Partial;Epilepsy;Epilepsy, Temporal Lobe;Hyperalgesia;Nervous System Diseases;Neurologic Manifestations;Seizures;Sensation Disorders;Somatosensory Disorders;Status EpilepticusBumetanide,Potassium ChlorideT=0, C=24 T=0.0, C=1.0 0.00001 334.791 24 T=0/0, C=17/7

chr1:248343945 G/G C G SNV OR2M2 OR2M2:exonic:NM_001004688.1 1 100 1 missense NM_001004688.1c.658C>G p.Arg220Gly -0.96 0.29 125 0.971 0.01(COSM1178407)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs4244171 0.3669 YES 4.074E-1;0.0 (pos.248343945)adenoma,basal_cell_carcinoma,neoplasmG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellC=0, G=28 C=0.0, G=1.0 0.00001 408.709 28 C=0/0, G=16/12

chr20:44985307 G/G T G SNV SLC35C2 SLC35C2:intronic:NM_015945.11 1 100 intronic NM_015945.11c.272-31A>Cp.? -0.09 Triose-phosphate Transporter familyrs911435 1.00E-04 9.999E-1;0.0 (pos.44985307) Golgi apparatus,UDP-glucose transport,cis-Golgi network,endoplasmic reticulum-Golgi intermediate compartment,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,negative regulation of gene expression,nucleoplasm,positive regulation of Notch signaling pathway,protein O-linked fucosylationT=0, G=25 T=0.0, G=1.0 0.00001 353.001 25 T=0/0, G=7/18

chr20:45816639 G/G A G SNV EYA2 EYA2:intronic:NM_005244.4 1 100 intronic NM_005244.4c.1537-62A>Gp.? -1.08 haloacid dehalogenase-like hydrolasers3818013 YES Eyes absent, Drosophila, homolog of, 2DNA repair,cytosol,extrinsic apoptotic signaling pathway in absence of ligand,histone dephosphorylation,magnesium ion binding,mesodermal cell fate specification,metal ion binding,mitochondrial outer membrane permeabilization,mitochondrion,multicellular organism development,negative regulation of extrinsic apoptotic signaling pathway in absence of ligand,nucleoplasm,nucleus,peptidyl-tyrosine dephosphorylation,positive regulation of DNA repair,protein binding,protein tyrosine phosphatase activity,regulation of transcription, DNA-templated,striated muscle tissue development,transcription factor binding,transcription, DNA-templatedA=0, G=21 A=0.0, G=1.0 0.00001 281.23 21 A=0/0, G=16/5

chr1:248366702 A/A G A SNV OR2M3 OR2M3:exonic:NM_001004689.1 1 100 1 synonymous NM_001004689.1c.333G>A p.(=) -1.06 0(COSM5008342)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs4916112 0.3824 YES 4.304E-1 (pos.248366702)adenocarcinoma,carcinoma,neoplasmG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellG=0, A=130 G=0.0, A=1.0 0.00001 2135.44 130 G=0/0, A=80/50

chr20:46267950 T/T C T SNV NCOA3 NCOA3:intronic:NM_181659.2 1 100 intronic NM_181659.2c.2707+4C>Tp.? 2.15 Domain of unknown function (DUF1518),Domain of unknown function (DUF4927),Nuclear receptor coactivator,PAS domain,PAS fold,Steroid receptor coactivator,Unstructured region on nuclear receptor coactivator proteinrs4810648 0.0809 YES 1.0;0.0 (pos.46267950) Nuclear receptor coactivator 3 (amplified in breast cancer-1)RNA polymerase II core binding,androgen receptor binding,androgen receptor signaling pathway,cell dedifferentiation,cellular response to estradiol stimulus,cellular response to hormone stimulus,cytoplasm,cytosol,disordered domain specific binding,extracellular exosome,histone acetylation,histone acetyltransferase activity,intracellular receptor signaling pathway,ligand-dependent nuclear receptor binding,ligand-dependent nuclear receptor transcription coactivator activity,nuclear chromatin,nuclear hormone receptor binding,nucleoplasm,nucleus,positive regulation of gene expression,positive regulation of keratinocyte differentiation,positive regulation of stem cell population maintenance,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein N-terminus binding,protein binding,protein complex,protein heterodimerization activity,receptor transactivation,regulation of RNA biosynthetic process,regulation of stem cell division,thyroid hormone rAdenocarcinoma;Astrocytoma;Bone Diseases;Bone Neoplasms;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Carcinoma, Squamous Cell;Genital Diseases, Male;Genital Neoplasms, Male;Glioma;Leukemia;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Squamous Cell;Neuroectodermal Tumors;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Urogenital NeoplasmsC=0, T=119 C=0.0, T=1.0 0.00001 1913.83 119 C=0/0, T=45/74

chr20:46294725 T/T C T SNV SULF2 SULF2:intronic:NM_018837.3 1 100 intronic NM_018837.3c.1806-28G>Ap.? 1.37 Sulfatase,Sulfatase proteinrs2076545 0.4441 YES 5.564E-1 (pos.46294725) Sulfatase 2 Golgi stack,N-acetylglucosamine-6-sulfatase activity,arylsulfatase activity,bone development,calcium ion binding,cartilage development,catalytic activity,cell surface,chondrocyte development,embryonic skeletal system development,endoplasmic reticulum,esophagus smooth muscle contraction,extracellular space,glial cell-derived neurotrophic factor receptor signaling pathway,glomerular basement membrane development,glomerular filtration,heparan sulfate proteoglycan metabolic process,innervation,kidney development,liver regeneration,metabolic process,negative regulation of fibroblast growth factor receptor signaling pathway,plasma membrane,positive regulation of Wnt signaling pathway,positive regulation of canonical Wnt signaling pathway,positive regulation of catenin import into nucleus,positive regulation of vascular endothelial growth factor production,regulation of hepatocyte proliferation,response to wounding,sulfuric ester hydrolase activityEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleC=0, T=20 C=0.0, T=1.0 0.00001 263.785 20 C=0/0, T=8/12

chr20:46313135 T/T C T SNV SULF2 SULF2:intronic:NM_018837.3 1 100 intronic NM_018837.3c.888+40G>Ap.? -2.44 Sulfatase,Sulfatase proteinrs2297586 0.2974 YES 2.341E-1 (pos.46313135) Sulfatase 2 Golgi stack,N-acetylglucosamine-6-sulfatase activity,arylsulfatase activity,bone development,calcium ion binding,cartilage development,catalytic activity,cell surface,chondrocyte development,embryonic skeletal system development,endoplasmic reticulum,esophagus smooth muscle contraction,extracellular space,glial cell-derived neurotrophic factor receptor signaling pathway,glomerular basement membrane development,glomerular filtration,heparan sulfate proteoglycan metabolic process,innervation,kidney development,liver regeneration,metabolic process,negative regulation of fibroblast growth factor receptor signaling pathway,plasma membrane,positive regulation of Wnt signaling pathway,positive regulation of canonical Wnt signaling pathway,positive regulation of catenin import into nucleus,positive regulation of vascular endothelial growth factor production,regulation of hepatocyte proliferation,response to wounding,sulfuric ester hydrolase activityEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleC=0, T=40 C=0.0, T=1.0 0.00001 643.706 40 C=0/0, T=22/18

chr1:248487300 T/T C T SNV OR2M7 OR2M7:exonic:NM_001004691.1 1 100 1 missense NM_001004691.1c.571G>A p.Asp191Asn -0.53 0.08 23 0.041 0.01(COSM3751102)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs4916129 0.4497 YES 4.831E-1 (pos.248487300)adenocarcinoma,neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellC=0, T=26 C=0.0, T=1.0 0.00001 371.398 26 C=0/0, T=9/17

chr20:47249189 C/C T C SNV PREX1 PREX1:intronic:NM_020820.3 1 100 intronic NM_020820.3c.4268-12A>Gp.? -1.28 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),RhoGEF domainrs4413212 0.4001 YES 3.256E-1 (pos.47249189) Phosphatidylinositol 3,4,5-trisphosphate-dependent Rac exchanger 1G-protein coupled receptor signaling pathway,GTPase activator activity,Rac guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,T cell differentiation,actin filament polymerization,cytosol,dendritic shaft,enzyme binding,growth cone,guanyl-nucleotide exchange factor activity,intracellular signal transduction,negative regulation of TOR signaling,negative regulation of protein kinase activity,neutrophil activation,neutrophil chemotaxis,perinuclear region of cytoplasm,phospholipid binding,plasma membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of cell migration,positive regulation of substrate adhesion-dependent cell spreading,protein binding,regulation of Rho protein signal transduction,regulation of actin filament polymerization,regulation of dendrite development,regulation of small GTPase mediated signal transduction,superoxide metabolic processT=0, C=32 T=0.0, C=1.0 0.00001 485.14 32 T=0/0, C=19/13

chr20:47256479 C/C T C SNV PREX1 PREX1:intronic:NM_020820.3 1 100 intronic NM_020820.3c.3776-47A>Gp.? -0.39 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),RhoGEF domainrs4611698 0.2601 YES 2.626E-1 (pos.47256479) Phosphatidylinositol 3,4,5-trisphosphate-dependent Rac exchanger 1G-protein coupled receptor signaling pathway,GTPase activator activity,Rac guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,T cell differentiation,actin filament polymerization,cytosol,dendritic shaft,enzyme binding,growth cone,guanyl-nucleotide exchange factor activity,intracellular signal transduction,negative regulation of TOR signaling,negative regulation of protein kinase activity,neutrophil activation,neutrophil chemotaxis,perinuclear region of cytoplasm,phospholipid binding,plasma membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of cell migration,positive regulation of substrate adhesion-dependent cell spreading,protein binding,regulation of Rho protein signal transduction,regulation of actin filament polymerization,regulation of dendrite development,regulation of small GTPase mediated signal transduction,superoxide metabolic processT=0, C=44 T=0.0, C=1.0 0.00001 726.569 44 T=0/0, C=17/27

chr20:47260936 G/G A G SNV PREX1 PREX1:intronic:NM_020820.3 1 100 intronic NM_020820.3c.3601+11T>Cp.? -1.86 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),RhoGEF domainrs6019344 0.4506 YES 4.153E-1 (pos.47260936) Phosphatidylinositol 3,4,5-trisphosphate-dependent Rac exchanger 1G-protein coupled receptor signaling pathway,GTPase activator activity,Rac guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,T cell differentiation,actin filament polymerization,cytosol,dendritic shaft,enzyme binding,growth cone,guanyl-nucleotide exchange factor activity,intracellular signal transduction,negative regulation of TOR signaling,negative regulation of protein kinase activity,neutrophil activation,neutrophil chemotaxis,perinuclear region of cytoplasm,phospholipid binding,plasma membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of cell migration,positive regulation of substrate adhesion-dependent cell spreading,protein binding,regulation of Rho protein signal transduction,regulation of actin filament polymerization,regulation of dendrite development,regulation of small GTPase mediated signal transduction,superoxide metabolic processA=0, G=48 A=0.0, G=1.0 0.00001 810.435 48 A=0/0, G=29/19

chr1:248487338 A/A C A SNV OR2M7 OR2M7:exonic:NM_001004691.1 1 100 1 missense NM_001004691.1c.533G>T p.Cys178Phe 0.04 1 205 0 0.06(COSM4143659)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs4916130 0.2601 YES 8.603E-1 (pos.248487338)neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellC=0, A=27 C=0.0, A=1.0 0.00001 389.988 27 C=0/0, A=10/17

chr20:47361519 C/C T C SNV PREX1 PREX1:intronic:NM_020820.3 1 100 intronic NM_020820.3c.414+43A>Gp.? -0.28 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),RhoGEF domainrs3746816 0.4444 YES 2.989E-1 (pos.47361519) Phosphatidylinositol 3,4,5-trisphosphate-dependent Rac exchanger 1G-protein coupled receptor signaling pathway,GTPase activator activity,Rac guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,T cell differentiation,actin filament polymerization,cytosol,dendritic shaft,enzyme binding,growth cone,guanyl-nucleotide exchange factor activity,intracellular signal transduction,negative regulation of TOR signaling,negative regulation of protein kinase activity,neutrophil activation,neutrophil chemotaxis,perinuclear region of cytoplasm,phospholipid binding,plasma membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of cell migration,positive regulation of substrate adhesion-dependent cell spreading,protein binding,regulation of Rho protein signal transduction,regulation of actin filament polymerization,regulation of dendrite development,regulation of small GTPase mediated signal transduction,superoxide metabolic processT=0, C=42 T=0.0, C=1.0 0.00001 685.22 42 T=0/0, C=19/23

chr20:47364452 C/T C T SNV PREX1 PREX1:intronic:NM_020820.3 1 50 intronic NM_020820.3c.220-35G>Ap.? -3.08 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),RhoGEF domainrs140209816 0.0147 YES 1.475E-4 (pos.47364452) Phosphatidylinositol 3,4,5-trisphosphate-dependent Rac exchanger 1G-protein coupled receptor signaling pathway,GTPase activator activity,Rac guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,T cell differentiation,actin filament polymerization,cytosol,dendritic shaft,enzyme binding,growth cone,guanyl-nucleotide exchange factor activity,intracellular signal transduction,negative regulation of TOR signaling,negative regulation of protein kinase activity,neutrophil activation,neutrophil chemotaxis,perinuclear region of cytoplasm,phospholipid binding,plasma membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of cell migration,positive regulation of substrate adhesion-dependent cell spreading,protein binding,regulation of Rho protein signal transduction,regulation of actin filament polymerization,regulation of dendrite development,regulation of small GTPase mediated signal transduction,superoxide metabolic processC=18, T=18 C=0.5, T=0.5 0.00001 185.885 36 C=8/10, T=6/12

chr20:47845220 T/A T A SNV DDX27 DDX27:intronic:NM_017895.7 1 50 intronic NM_017895.7c.800-32T>Ap.? 0.31 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs238165 0.2302 YES 5.613E-1;0.0 (pos.47845220) DEAD box polypeptide 27ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA secondary structure unwinding,chromosome,cytoplasm,helicase activity,nucleic acid binding,nucleolus,protein binding,rRNA processingT=11, A=11 T=0.5, A=0.5 0.00001 94.6067 22 T=7/4, A=7/4

chr1:248487768 G/G A G SNV OR2M7 OR2M7:exonic:NM_001004691.1 1 100 1 missense NM_001004691.1c.103T>C p.Phe35Leu 6.92 0.01 22 0.85 0.89(COSM1602099)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs7555424 0.2536 YES 8.61E-1 (pos.248487768) carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, G=20 A=0.0, G=1.0 0.00001 263.773 20 A=0/0, G=5/15

chr1:248789504 C/C T C SNV OR2T11 OR2T11:exonic:NM_001001964.1 1 100 1 missense NM_001001964.1c.926A>G p.Gln309Arg -0.65 0.18 43 0 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs1892442 0.0091 YES 9.994E-1 (pos.248789504) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=16/12

chr20:48330044 G/GA G GA INDEL B4GALT5 B4GALT5:intronic:NM_004776.3 1 58.33 intronic NM_004776.3c.115+69C>TCp.? 1.41 N-terminal domain of galactosyltransferase,N-terminal region of glycosyl transferase group 7 Beta-1,4-galactosyltransferase 5Golgi cisterna membrane,Golgi membrane,O-glycan processing,beta-N-acetylglucosaminylglycopeptide beta-1,4-galactosyltransferase activity,carbohydrate metabolic process,extracellular exosome,galactosyltransferase activity,integral component of membrane,keratan sulfate biosynthetic process,metal ion bindingArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=10, GA=14G=0.4167, GA=0.5833 0.00001 85.3844 24 G=7/3, GA=9/5

chr1:248790075 G/G A G SNV OR2T11 OR2T11:exonic:NM_001001964.1 1 100 1 missense NM_001001964.1c.355T>C p.Cys119Arg -0.03 1 180 0 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs1892443 0.009 YES 1.0 (pos.248790075) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=10/12

chr20:50071258 G/G A G SNV NFATC2 NFATC2:intronic:NM_173091.3 1 100 intronic NM_173091.3c.1709-33T>Cp.? -1.23 IPT/TIG domain,Rel homology DNA-binding domain,Rel homology dimerisation domainrs228840 0.1638 YES 7.674E-1 (pos.50071258) Nuclear factor of activated T cells, cytoplasmic, calcineurin-dependent 2B cell receptor signaling pathway,DNA binding,DNA binding transcription factor activity,Fc-epsilon receptor signaling pathway,RNA polymerase II core promoter proximal region sequence-specific DNA binding,calcineurin-NFAT signaling cascade,cell migration,cellular response to DNA damage stimulus,chromatin binding,cytokine production,cytoplasm,cytosol,intracellular ribonucleoprotein complex,myotube cell development,negative regulation of transcription from RNA polymerase II promoter,nuclear chromatin,nuclear transcription factor complex,nucleoplasm,nucleus,positive regulation of B cell proliferation,positive regulation of myoblast fusion,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of regulatory T cell differentiation,regulation of transcription, DNA-templated,response to drug,transcription factor binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core prNervous System Diseases A=0, G=212 A=0.0, G=1.0 0.00001 3458.12 212 A=0/0, G=110/102

chr20:50244098 C/C T C SNV ATP9A ATP9A:intronic:NM_006045.2 1 100 intronic NM_006045.2c.1845+41A>Gp.? -1.14 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminal,haloacid dehalogenase-like hydrolasers2426317 0.171 YES 8.035E-1;0.0 (pos.50244098) ATP binding,early endosome,early endosome membrane,endocytosis,endosome,integral component of membrane,magnesium ion binding,perinuclear region of cytoplasm,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,recycling endosome,retrograde vesicle-mediated transport, Golgi to ER,trans-Golgi networkT=0, C=25 T=0.0, C=1.0 0.00001 352.853 25 T=0/0, C=16/9

chr1:248457979 A/A C A SNV OR2T12 OR2T12:exonic:NM_001004692.1 1 100 1 missense NM_001004692.1c.902G>T p.Arg301Leu -1.84 0 102 0.01 0(COSM4143657)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs6667171 0.2519 YES 8.586E-1;0.0;0.0 (pos.248457979)ductal_carcinoma,neoplasmG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellC=0, A=113 C=0.0, A=1.0 0.00001 1795.75 113 C=0/0, A=66/47

chr20:50705211 G/G A G SNV ZFP64 1 100 intronic 0.18 rs2273382 0.4673 YES 3.304E-1 (pos.50705211) A=0, G=40 A=0.0, G=1.0 0.00001 618.271 40 A=0/0, G=19/21

chr20:52645534 C/C T C SNV BCAS1 BCAS1:intronic:NM_003657.3 1 100 intronic NM_003657.3c.143-23A>Gp.? -0.93 rs466264 0.3517 YES 9E-1 (pos.52645534) Breast carcinoma amplified sequencecytoplasm,extracellular exosomeGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=0, C=100 T=0.0, C=1.0 0.00001 1702.25 100 T=0/0, C=57/43

chr1:248458676 C/C T C SNV OR2T12 OR2T12:exonic:NM_001004692.1 1 100 1 missense NM_001004692.1c.205A>G p.Met69Val -2.79 0.09 21 0 0(COSM1600062)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs6678138,rs760727862 YES 0.0 (pos.248458675),2.802E-1;0.0;0.0 (pos.248458676)acute_myeloid_leukaemia,astrocytoma_Grade_IV,hepatocellular_carcinoma,neoplasm,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellT=0, C=35 T=0.0, C=1.0 0.00001 543.903 35 T=0/0, C=17/18

chr1:248458689 G/G A G SNV OR2T12 OR2T12:exonic:NM_001004692.1 1 100 1 synonymous NM_001004692.1c.192T>C p.(=) -4.09 0(COSM146853)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs6674940 YES 2.592E-1;2.621E-4;2.621E-4 (pos.248458689)acute_myeloid_leukaemia,adenocarcinoma,astrocytoma_Grade_IV,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, G=36 A=0.0, G=1.0 0.00001 563.744 36 A=0/0, G=17/19

chr1:248458717 G/G C G SNV OR2T12 OR2T12:exonic:NM_001004692.1 1 100 1 missense NM_001004692.1c.164G>C p.Arg55Thr 0.4 1 71 0 0(COSM3773482)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs12745228 YES 8.505E-1;0.0 (pos.248458717)acute_myeloid_leukaemia,clear_cell_renal_cell_carcinoma,neoplasm,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellC=0, G=36 C=0.0, G=1.0 0.00001 563.744 36 C=0/0, G=17/19

chr1:248525638 C/C CA C INDEL OR2T4 OR2T4:exonic:NM_001004696.1 1 100 1 frameshiftDeletion NM_001004696.1c.757delA p.Ile253fs -0.61, 7.33 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs34079073,rs750016124,rs767904227,rs768781720.4611 YES 0.0 (pos.248525639),3.025E-1;0.0 (pos.248525638)astrocytoma_Grade_IV,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellCA=0, C=21 CA=0.0, C=1.0 0.00001 281.059 21 CA=0/0, C=14/7

chr20:5294496 T/T C T SNV PROKR2 PROKR2:intronic:NM_144773.3 1 100 intronic NM_144773.3c.458+62G>Ap.? 0.61 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsxrs8116897 YES Prokineticin receptor 2G-protein coupled receptor signaling pathway,blood circulation,chemical synaptic transmission,circadian rhythm,feeding behavior,integral component of membrane,neuropeptide signaling pathway,pancreatic polypeptide receptor activity,plasma membrane46, XY Disorders of Sex Development;Amphetamine-Related Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gonadal Disorders;Hypogonadism;Kallmann Syndrome;Male Urogenital Diseases;Mental Disorders;Nervous System Diseases;Nervous System Malformations;Septo-Optic Dysplasia;Substance-Related Disorders;Urogenital AbnormalitiesC=0, T=80 C=0.0, T=1.0 0.00001 1288.91 80 C=0/0, T=40/40

chr20:54578843 C/G C G SNV CBLN4 CBLN4:intronic:NM_080617.5 1 56 intronic NM_080617.5c.291+94G>Cp.? 0.06 C1q domain rs422330 YES Precerebellin 4cell junction,extracellular space,protein secretion,synapseC=11, G=14 C=0.44, G=0.56 0.00001 134.35 25 C=6/5, G=8/6

chr1:248550976 G/G T G SNV OR2T6 OR2T6:exonic:NM_001005471.1 1 100 1 missense NM_001005471.1c.67T>G p.Cys23Gly -1.58 0.33 159 0 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs6587467 0.2993 YES 7.115E-1 (pos.248550976) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellT=0, G=53 T=0.0, G=1.0 0.00001 779.817 53 T=0/0, G=30/23

chr20:54974424 A/A C A SNV CSTF1 CSTF1:intronic:NM_001033521.1 1 100 intronic NM_001033521.1c.1036+11C>Ap.? -0.51 Cleavage stimulation factor subunit 1, dimerisation domain,WD domain, G-beta repeatrs2426617,rs753824110 0.0099 YES 0.0 (pos.54974423),9.098E-1 (pos.54974424)Cleavage stimulation factor, 3' pre-RNA, subunit 1, 50kDRNA binding,mRNA 3'-end processing,mRNA splicing, via spliceosome,nucleoplasm,protein binding,termination of RNA polymerase II transcriptionC=0, A=21 C=0.0, A=1.0 0.00001 280.318 21 C=0/0, A=11/10

chr1:248084434 A/A G A SNV OR2T8 OR2T8:exonic:NM_001005522.1 1 100 1 missense NM_001005522.1c.115G>A p.Gly39Ser 1.83 0.14 56 0.026 0.27(COSM3997395)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs11204563 YES 3.717E-1;2.333E-4 (pos.248084434)acute_myeloid_leukaemia,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellG=0, A=35 G=0.0, A=1.0 0.00001 543.903 35 G=0/0, A=18/17

chr1:248084464 C/C T C SNV OR2T8 OR2T8:exonic:NM_001005522.1 1 100 1 missense NM_001005522.1c.145T>C p.Trp49Arg -5.96 0.25 101 0 0(COSM4591689)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs11204564 YES 7.2E-1 (pos.248084464) squamous_cell_carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=17/17

chr5:180582604 G/G A G SNV OR2V2 OR2V2:exonic:NM_206880.1 1 100 1 missense NM_206880.1c.662A>G p.His221Arg -3.06 1 29 0 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs2546423 0.4665 YES 5.639E-1 (pos.180582604) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=0, G=27 A=0.0, G=1.0 0.00001 389.986 27 A=0/0, G=11/16

chr1:247654498 G/A G A SNV OR2W5 OR2W5:exonic:NM_001004698.2 1 53.49 1 synonymous NM_001004698.2c.69G>A p.(=) -1.51 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs61070846 0.2105 YES 2.776E-2 (pos.247654498) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellG=20, A=23 G=0.4651, A=0.5349 0.00001 261.022 43 G=9/11, A=13/10

chr5:180166461 G/G C G SNV OR2Y1 OR2Y1:exonic:NM_001001657.1 1 100 1 missense NM_001001657.1c.598G>C p.Val200Leu 1.81 0.07 32 0.985 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs10464105 0.0199 YES 9.999E-1 (pos.180166461) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellC=0, G=83 C=0.0, G=1.0 0.00001 1349.88 83 C=0/0, G=71/12

chr11:48510777 A/A G A SNV OR4A47 OR4A47:exonic:NM_001005512.2 1 100 1 missense NM_001005512.2c.433G>A p.Val145Met -0.26 0.15 21 0.826 0.11(COSM4998614)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs7103992 0.3767 YES 4.774E-1 (pos.48510777) ductal_carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=13/7

chr20:56726107 T/T C T SNV C20orf85 C20orf85:intronic:NM_178456.2 1 100 intronic NM_178456.2c.68+19C>Tp.? -0.6 Normal lung function maintenance, Low in Lung Cancer 1 proteinrs386815621,rs60703582.00E-04 YES 9.993E-1 (pos.56726107) C=0, T=47 C=0.0, T=1.0 0.00001 789.327 47 C=0/0, T=27/20

chr20:56886062 A/G A G SNV RAB22A RAB22A:intronic:NM_020673.2 1 50 intronic NM_020673.2c.37-37A>Gp.? -0.07 50S ribosome-binding GTPase,ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Ras family,Ras of Complex, Roc, domain of DAPkinasers542165 0.4141 YES 4.684E-1 (pos.56886062) Ras-associated protein RAB22AGDP binding,GTP binding,GTPase activity,actin cytoskeleton,early endosome,endocytosis,endosome membrane,endosome organization,extracellular exosome,late endosome,phagocytic vesicle,phagocytic vesicle membrane,plasma membrane,protein binding,protein transport,regulation of vesicle size,ruffleA=11, G=11 A=0.5, G=0.5 0.00001 94.6067 22 A=5/6, G=6/5

chr11:48238421 G/G T G SNV OR4B1 OR4B1:exonic:NM_001005470.1 1 100 1 synonymous NM_001005470.1c.60T>G p.(=) -2.33 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs10769329 5.00E-04 1.0;0.0 (pos.48238421) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityT=0, G=155 T=0.0, G=1.0 0.00001 2485.01 155 T=0/0, G=98/57

chr11:49974371 G/A G A SNV OR4C13 OR4C13:exonic:NM_001001955.2 1 97.3 1 missense NM_001001955.2c.397G>A p.Val133Ile 0.21 29 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs28662375 2.00E-04 1.0 (pos.49974371) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=1, A=36 G=0.027, A=0.973 0.00001 551.736 37 G=0/1, A=22/14

chr11:59271637 T/C T C SNV OR4D11 OR4D11:exonic:NM_001004706.1 1 50 1 missense NM_001004706.1c.589T>C p.Phe197Leu -0.41 1 22 0 0.01(COSM147254),0.02(COSM3998500)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs7120079 0.3021 YES 2.755E-1 (pos.59271637) acute_myeloid_leukaemia,adenocarcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityT=12, C=12 T=0.5, C=0.5 0.00001 106.71 24 T=8/4, C=7/5

chr11:59224720 G/G A G SNV OR4D6 OR4D6:exonic:NM_001004708.1 1 100 1 missense NM_001004708.1c.287A>G p.Asp96Gly 0.64 1 94 0 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs1453543 0.0119 YES 9.418E-1 (pos.59224720) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityA=0, G=24 A=0.0, G=1.0 0.00001 334.789 24 A=0/0, G=5/19

chr14:20502120 T/T C T SNV OR4K13 OR4K13:exonic:NM_001004714.1 1 100 1 synonymous NM_001004714.1c.798G>A p.(=) -2.04 0(COSM3677915),0.01(COSM3999191)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs17277032 0.4987 YES 2.491E-1 (pos.20502120) acute_myeloid_leukaemia,carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityC=0, T=22 C=0.0, T=1.0 0.00001 298.891 22 C=0/0, T=19/3

chr20:60712347 A/A G A SNV PSMA7 PSMA7:intronic:NM_002792.3 1 100 intronic NM_002792.3c.654+73C>Tp.? -1.38 Proteasome subunit,Proteasome subunit A N-terminal signaturers2057168 YES Proteasome subunit, alpha-type, 7Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytoplasm,cytosol,extracellular exosome,identical protein binding,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,postsynapse,proteasome complex,proteasome core complex,proteasome core complex, alpha-subunit complex,proteasome-mediated ubiquitin-dependent (3AR,6R,6AS)-6-((S)-((S)-CYCLOHEX-2-ENYL)(HYDROXY)METHYL)-6A-METHYL-4-OXO-HEXAHYDRO-2H-FURO3,2-CPYRROLE-6-CARBALDEHYDE,2-ACETYLAMINO-4-METHYL-PENTANOIC ACID 1-(1-FORMYL-PENTYLCARBAMOYL)-3-METHYL-BUTYL-AMIDEG=0, A=41 G=0.0, A=1.0 0.00001 646.589 41 G=0/0, A=22/19

chr20:60712511 G/G A G SNV PSMA7 PSMA7:intronic:NM_002792.3 1 100 intronic NM_002792.3c.592-29T>Cp.? -0.06 Proteasome subunit,Proteasome subunit A N-terminal signaturers2281740,rs746240477 0.1988 YES 0.0 (pos.60712510),7.858E-1 (pos.60712511)Proteasome subunit, alpha-type, 7Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytoplasm,cytosol,extracellular exosome,identical protein binding,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,postsynapse,proteasome complex,proteasome core complex,proteasome core complex, alpha-subunit complex,proteasome-mediated ubiquitin-dependent (3AR,6R,6AS)-6-((S)-((S)-CYCLOHEX-2-ENYL)(HYDROXY)METHYL)-6A-METHYL-4-OXO-HEXAHYDRO-2H-FURO3,2-CPYRROLE-6-CARBALDEHYDE,2-ACETYLAMINO-4-METHYL-PENTANOIC ACID 1-(1-FORMYL-PENTYLCARBAMOYL)-3-METHYL-BUTYL-AMIDEA=0, G=40 A=0.0, G=1.0 0.00001 644.286 40 A=0/0, G=20/20

chr14:20482471 T/T C T SNV OR4K14 OR4K14:exonic:NM_001004712.1 1 100 1 synonymous NM_001004712.1c.882G>A p.(=) -1.34 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs12590785 0.1609 YES 9.828E-1 (pos.20482471) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityC=0, T=61 C=0.0, T=1.0 0.00001 920.822 61 C=0/0, T=21/40

chr11:48285842 G/G A G SNV OR4X1 OR4X1:exonic:NM_001004726.1 1 100 1 missense NM_001004726.1c.430A>G p.Arg144Gly 0.79 0.73 125 0 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs1503193 2.00E-04 1.0 (pos.48285842) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityA=0, G=79 A=0.0, G=1.0 0.00001 1269.33 79 A=0/0, G=40/39

chr20:60773684 T/T C T SNV MTG2 MTG2:intronic:NM_015666.3 1 100 intronic NM_015666.3c.469-6C>T p.? 1.08 50S ribosome-binding GTPase,ADP-ribosylation factor family,Ferrous iron transport protein B,GTP1/OBGrs4925355 0.4473 YES 8.776E-1 (pos.60773684) GTP binding,GTPase activity,magnesium ion binding,mitochondrial inner membrane,mitochondrial matrix,mitochondrial ribosome,regulation of mitochondrial translation,regulation of respiratory system process,ribosome biogenesisC=0, T=50 C=0.0, T=1.0 0.00001 852.066 50 C=0/0, T=32/18

chr20:60857034 A/A G A SNV OSBPL2 OSBPL2:intronic:NM_144498.2 1 100 intronic NM_144498.2c.872+99G>Ap.? -0.58 Oxysterol-binding proteinrs2274938 YES Oxysterol-binding protein-like protein 2bile acid biosynthetic process,cholesterol binding,cytosol,lipid transport,protein binding,sterol transport,sterol transporter activityG=0, A=109 G=0.0, A=1.0 0.00001 1713.07 109 G=0/0, A=47/62

chr11:48285856 C/T C T SNV OR4X1 OR4X1:exonic:NM_001004726.1 1 50 1 synonymous NM_001004726.1c.444C>T p.(=) -6.51 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs10838850 0.2455 YES 5.895E-1 (pos.48285856) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityC=35, T=37 C=0.4861, T=0.5139 0.00001 392.577 74 C=20/15, T=13/24

chr11:4967468 A/A G A SNV OR51A4 OR51A4:exonic:NM_001005329.1 1 100 1 missense NM_001005329.1c.863C>T p.Thr288Met 5.39 1 81 0.005 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs28698374 0.1495 YES 9.012E-1 (pos.4967468) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionG=0, A=68 G=0.0, A=1.0 0.00001 1051.98 68 G=0/0, A=35/33

chr20:60895738 G/G A G SNV LAMA5 LAMA5:intronic:NM_005560.4 1 100 intronic NM_005560.4c.6649-13T>Cp.? 0.09 Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs6089346 0.0504 YES 9.837E-1 (pos.60895738) Laminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesA=0, G=28 A=0.0, G=1.0 0.00001 399.564 28 A=0/0, G=11/17

chr11:4928866 T/T C T SNV OR51A7 OR51A7:exonic:NM_001004749.1 1 100 1 synonymous NM_001004749.1c.267C>T p.(=) -7.1 0.02(COSM1561380)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srxrs7941509 0.3832 YES 8.164E-2 (pos.4928866) adenocarcinoma,neoplasm,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionC=0, T=81 C=0.0, T=1.0 0.00001 1309.48 81 C=0/0, T=49/32

chr11:5344552 T/T C T SNV OR51B2 OR51B2:utr_3:NM_033180.4 1 100 1 utr_3 NM_033180.4c.976G>A p.? -0.5 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs386750139,rs7934105 0.0874 YES 5.209E-1 (pos.5344552) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionC=0, T=34 C=0.0, T=1.0 0.00001 522.963 34 C=0/0, T=15/19

chr20:60902883 T/T C T SNV LAMA5 LAMA5:intronic:NM_005560.4 1 100 intronic NM_005560.4c.4797+39G>Ap.? -4.95 Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs4925375 0.2993 YES 8.809E-1 (pos.60902883) Laminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesC=0, T=30 C=0.0, T=1.0 0.00001 451.016 30 C=0/0, T=17/13

chr11:5344561 A/A G A SNV OR51B2 OR51B2:utr_3:NM_033180.4 1 100 1 utr_3 NM_033180.4c.967C>T p.? -0.67 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs386750139,rs7933257 0.0871 YES 5.195E-1;6.143E-4;1.229E-4 (pos.5344561) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionG=0, A=35 G=0.0, A=1.0 0.00001 543.901 35 G=0/0, A=15/20

chr20:60906055 T/T C T SNV LAMA5 LAMA5:intronic:NM_005560.4 1 100 intronic NM_005560.4c.3650+33G>Ap.? -1.07 Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs73613564 0.3574 YES 7.836E-1 (pos.60906055) Laminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesC=0, T=42 C=0.0, T=1.0 0.00001 685.211 42 C=0/0, T=9/33

chr11:5344847 G/G A G SNV OR51B2 OR51B2:exonic:NM_033180.4 1 100 1 synonymous NM_033180.4c.681T>C p.(=) -3.35 0.01(COSM3998448)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs10768793 0.0867 YES 5.194E-1 (pos.5344847) acute_myeloid_leukaemia G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionA=0, G=46 A=0.0, G=1.0 0.00001 768.31 46 A=0/0, G=26/20

chr20:60911958 A/A G A SNV LAMA5 LAMA5:intronic:NM_005560.4 1 100 intronic NM_005560.4c.2165-116C>Tp.? -1.35 Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs2890083 YES 7.747E-1 (pos.60911958) Laminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=11/14

chr11:5344902 G/G C G SNV OR51B2 OR51B2:exonic:NM_033180.4 1 100 1 missense NM_033180.4c.626G>C p.Cys209Ser -0.99 112 0(COSM3998449)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs7937237 0.0867 YES 5.192E-1 (pos.5344902) acute_myeloid_leukaemia G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionC=0, G=48 C=0.0, G=1.0 0.00001 810.434 48 C=0/0, G=26/22

chr20:60913495 C/C T C SNV LAMA5 LAMA5:intronic:NM_005560.4 1 100 intronic NM_005560.4c.1618+29A>Gp.? -0.92 Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs2151512 0.3044 YES 7.556E-1;0.0 (pos.60913495) Laminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=0, C=35 T=0.0, C=1.0 0.00001 548.26 35 T=0/0, C=19/16

chr11:5345170 G/G A G SNV OR51B2 OR51B2:exonic:NM_033180.4 1 100 1 missense NM_033180.4c.358T>C p.Cys120Arg 1.82 180 0(COSM3998451)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs7952293 0.0867 YES 5.199E-1 (pos.5345170) acute_myeloid_leukaemia G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionA=0, G=137 A=0.0, G=1.0 0.00001 2283.29 137 A=0/0, G=71/66

chr20:60927538 T/T C T SNV

LAMA5,LAM

A5-AS1 LAMA5:intronic:NM_005560.4, LAMA5-AS1:upstream:NR_109922.1 1
100

intronic NM_005560.4, NR_109922.1c.569-122G>Ap.? -3.24 Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs623834 YES Laminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesC=0, T=21 C=0.0, T=1.0 0.00001 281.16 21 C=0/0, T=12/9

chr20:60927551 G/G A G SNV

LAMA5,LAM

A5-AS1 LAMA5:intronic:NM_005560.4, LAMA5-AS1:upstream:NR_109922.1 1
100

intronic NM_005560.4, NR_109922.1c.569-135T>Cp.? 0.26 Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs482010 YES Laminin, alpha-5angiogenesis,basal lamina,basement membrane,branching involved in salivary gland morphogenesis,branching involved in ureteric bud morphogenesis,cell differentiation,cell migration,cell proliferation,cell recognition,cilium assembly,cytoskeleton organization,embryo development,endothelial cell differentiation,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion assembly,hair follicle development,integrin binding,integrin-mediated signaling pathway,laminin-10 complex,laminin-11 complex,laminin-5 complex,lung development,morphogenesis of a polarized epithelium,morphogenesis of embryonic epithelium,muscle organ development,neural crest cell migration,nucleus,odontogenesis of dentin-containing tooth,protein localization to plasma membrane,regulation of cell adhesion,regulation of cell migration,regulation of cell proliferation,regulation of embryonic development,structural molecule activity,substrate adhesion-dependent cell spreading,sColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesA=0, G=21 A=0.0, G=1.0 0.00001 281.165 21 A=0/0, G=12/9

chr20:61389569 G/G C G SNV NTSR1 NTSR1:intronic:NM_002531.2 1 100 intronic NM_002531.2c.917-49C>Gp.? 0.2 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srvrs112862855,rs62198382,rs750385974,rs756074392YES 0.0 (pos.61389569),6.649E-4;0.0 (pos.61389568)Neurotensin receptorD-aspartate import,G-protein coupled neurotensin receptor activity,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Golgi apparatus,L-glutamate import across plasma membrane,adult locomotory behavior,cell surface,chemical synaptic transmission,cytoplasmic side of plasma membrane,dendritic shaft,dendritic spine,detection of temperature stimulus involved in sensory perception of pain,endoplasmic reticulum,identical protein binding,inositol phosphate catabolic process,integral component of plasma membrane,learning,membrane raft,mitochondrion,negative regulation of apoptotic process,negative regulation of release of sequestered calcium ion into cytosol,negative regulation of systemic arterial blood pressure,neuropeptide signaling pathway,perikaryon,plasma membrane,positive regulation of apoptotic process,positive regulation of arachidonic acid secretion,positive regulation of cation channel activity,positive regulation of gamma-aminobutyric acid secretion,positive regulation of gluChild Development Disorders, Pervasive;Mental Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Pain;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, G=90 C=0.0, G=1.0 0.00001 1493.08 90 C=0/0, G=66/24

chr20:61443547 G/G A G SNV OGFR OGFR:intronic:NM_007346.3 1 100 intronic NM_007346.3c.615-35A>Gp.? -1.66 Opioid growth factor receptor (OGFr) conserved region,Opioid growth factor receptor repeatrs2075776 0.4349 YES 4.807E-1 (pos.61443547) cellular_component,cytoplasm,membrane,nucleus,opioid receptor activity,opioid receptor signaling pathway,protein binding,receptor activity,regulation of cell growthA=0, G=41 A=0.0, G=1.0 0.00001 664.7 41 A=0/0, G=18/23

chr11:5373114 A/A G A SNV

OR51B5,OR

51B6 OR51B6:exonic:NM_001004750.1, OR51B5:intronic:NM_001005567.21
100

1 missense NM_001005567.2, NM_001004750.1c.-358-4974C>T, c.377G>Ap.?, p.Ser126Asn 2.39 1 46 0 0.01(COSM6353680)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs5006888 0.4101 YES 5.25E-1 (pos.5373114) carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smell,signal transductionG=0, A=21 G=0.0, A=1.0 0.00001 281.206 21 G=0/0, A=16/5

chr20:61595537 G/G A G SNV SLC17A9 SLC17A9:intronic:NM_022082.3 1 100 intronic NM_022082.3c.823-43A>Gp.? -2.35 Major Facilitator Superfamilyrs2427464 1.00E-04 1.0;0.0 (pos.61595537) Solute carrier family 17, member 9anion transport,exocytosis,integral component of membrane,positive regulation of protein targeting to mitochondrion,regulation of autophagy of mitochondrion,transmembrane transport,transmembrane transporter activityCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Keratosis;Porokeratosis;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesA=0, G=57 A=0.0, G=1.0 0.00001 847.242 57 A=0/0, G=19/38

chr11:5373646 C/C T C SNV

OR51B5,OR

51B6 OR51B6:exonic:NM_001004750.1, OR51B5:intronic:NM_001005567.21
100

1 synonymous NM_001005567.2, NM_001004750.1c.-358-5506A>G, c.909T>Cp.?, p.(=) -1.66 0.01(COSM5037711)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs5024041 0.4037 YES 5.294E-1 (pos.5373646) acute_myeloid_leukaemia,carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smell,signal transductionT=0, C=51 T=0.0, C=1.0 0.00001 754.583 51 T=0/0, C=29/22

chr20:61869223 T/C T C SNV

BIRC7,MIR3

196 BIRC7:intronic:NM_139317.2, MIR3196:upstream:NR_036163.1 1
50

intronic NM_139317.2, NR_036163.1c.350-32T>Cp.? -0.74 Inhibitor of Apoptosis domain,Prokaryotic RING finger family 4,Zinc finger, C3HC4 type (RING finger)rs6062855 0.4609 YES 5.554E-1 (pos.61869223) Baculoviral IAP repeat-containing protein 7Golgi apparatus,activation of JUN kinase activity,apoptotic process,cysteine-type endopeptidase inhibitor activity,cysteine-type endopeptidase inhibitor activity involved in apoptotic process,cytoplasm,cytosol,enzyme binding,inhibition of cysteine-type endopeptidase activity involved in apoptotic process,metal ion binding,microtubule organizing center,mitotic spindle assembly,negative regulation of apoptotic process,nucleus,protein binding,protein ubiquitination,regulation of cell proliferation,regulation of natural killer cell apoptotic process,regulation of signal transduction,ubiquitin-protein transferase activityAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=41, C=41 T=0.5, C=0.5 0.00001 435.939 82 T=24/17, C=27/14

chr20:61951789 T/T C T SNV COL20A1 COL20A1:intronic:NM_020882.2 1 100 intronic NM_020882.2c.3153+69C>Tp.? -1.05 Collagen triple helix repeat (20 copies),Fibronectin type III domain,von Willebrand factor type A domainrs6062891 YES collagen trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular region,extracellular space,protein bindingC=0, T=22 C=0.0, T=1.0 0.00001 298.891 22 C=0/0, T=10/12

chr20:61980991 T/C T C SNV CHRNA4 CHRNA4:intronic:NM_000744.6 1 95.45 intronic NM_000744.6c.1758+14A>Gp.? -1.79 Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs3827020 0.1754 YES 4.657E-1 (pos.61980991) Cholinergic receptor, nicotinic, alpha polypeptide-4B cell activation,DNA repair,acetylcholine binding,acetylcholine receptor activity,acetylcholine receptor signaling pathway,acetylcholine-gated cation-selective channel activity,acetylcholine-gated channel complex,action potential,behavioral response to nicotine,calcium ion transport,cell junction,chemical synaptic transmission,cognition,dendrite,excitatory postsynaptic potential,exploration behavior,external side of plasma membrane,extracellular ligand-gated ion channel activity,inhibitory postsynaptic potential,integral component of membrane,ion transmembrane transport,ion transport,ligand-gated ion channel activity,locomotory behavior,membrane,membrane depolarization,nervous system process,neuromuscular synaptic transmission,neuronal cell body,plasma membrane,postsynaptic membrane,protein binding,regulation of dopamine secretion,regulation of membrane potential,respiratory gaseous exchange,response to hypoxia,response to nicotine,response to oxidative stress,sensory perception of pain,signal transduction,sAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Autistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Developmental Disabilities;Dyskinesias;Dystonia;Epilepsies, Partial;Epilepsy;Epilepsy, Frontal Lobe;Mental Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Seizures;Sleep Wake Disorders;Substance-Related Disorders;Tobacco Use DisorderAmobarbital,Aprobarbital,Barbital,Barbituric acid derivative,Butabarbital,Butalbital,Butethal,Cytisine,Dextromethorphan,Ethanol,Galantamine,Heptabarbital,Hexobarbital,Metharbital,Methylphenobarbital,Nicotine,Pentobarbital,Phenobarbital,Pozanicline,Primidone,RPI-78M,Secobarbital,Talbutal,Thiopental,VareniclineBenign T=1, C=21 T=0.0455, C=0.9545 0.00001 271.51 22 T=0/1, C=15/6

chr11:5410934 G/G T G SNV

OR51B5,OR

51M1 OR51M1:exonic:NM_001004756.2, OR51B5:intronic:NM_001005567.21
100

1 missense NM_001005567.2, NM_001004756.2c.-358-42794A>C, c.306T>Gp.?, p.His102Gln -3.27 24 0.06(COSM6353645)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs1498467 0.1732 YES 5.122E-1 (pos.5410934) carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smell,signal transductionT=0, G=35 T=0.0, G=1.0 0.00001 535.697 35 T=0/0, G=15/20

chr11:5411579 AC/AC GT AC MNV

OR51B5,OR

51M1 OR51M1:exonic:NM_001004756.2, OR51B5:intronic:NM_001005567.22
100

1 missense NM_001005567.2, NM_001004756.2c.-358-43439AC>GT, c.951_952delGTinsACp.?, p.Phe318Leu -1.06, -1.08 22 0.11(COSM6353621)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs10768906,rs10768907,rs369353765,rs8799128610.1745 YES 5.324E-1;0.0 (pos.5411579),5.369E-1 (pos.5411580)carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smell,signal transductionGT=0, AC=37GT=0.0, AC=1.0 0.00001 583.706 37 GT=0/0, AC=11/26

chr20:62173029 G/G A G SNV SRMS SRMS:intronic:NM_080823.3 1 100 intronic NM_080823.3c.947-56T>Cp.? -1.9 Protein kinase domain,Protein tyrosine kinase,SH2 domain,Variant SH3 domainrs310656 YES ATP binding,cell differentiation,cytoplasm,cytosol,extrinsic component of cytoplasmic side of plasma membrane,innate immune response,negative regulation of signal transduction,non-membrane spanning protein tyrosine kinase activity,peptidyl-tyrosine autophosphorylation,protein binding,protein tyrosine kinase activity,receptor binding,regulation of cell proliferation,transmembrane receptor protein tyrosine kinase signaling pathwayDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteA=0, G=33 A=0.0, G=1.0 0.00001 504.587 33 A=0/0, G=18/15

chr11:5443867 T/T C T SNV

OR51B5,OR

51Q1 OR51Q1:exonic:NM_001004757.2, OR51B5:intronic:NM_001005567.21
100

1 missense NM_001005567.2, NM_001004757.2c.-358-75727G>A, c.437C>Tp.?, p.Thr146Ile 0.02 89 0.01(COSM3752437)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs10838092 0.3924 YES 7.255E-1 (pos.5443867) adenocarcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smell,signal transductionC=0, T=30 C=0.0, T=1.0 0.00001 446.598 30 C=0/0, T=17/13

chr11:5443887 C/C T C SNV

OR51B5,OR

51Q1 OR51Q1:exonic:NM_001004757.2, OR51B5:intronic:NM_001005567.21
100

1 missense NM_001005567.2, NM_001004757.2c.-358-75747A>G, c.457T>Cp.?, p.Cys153Arg -1.07 180 0.04(COSM3752438)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs10838093 0.3921 YES 7.247E-1 (pos.5443887) adenocarcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smell,signal transductionT=0, C=32 T=0.0, C=1.0 0.00001 485.141 32 T=0/0, C=17/15

chr20:62223371 G/G A G SNV GMEB2 GMEB2:intronic:NM_012384.4 1 100 intronic NM_012384.4c.952+4T>Cp.? -1.71 SAND domain rs311494 0.0971 YES 9.99E-1 (pos.62223371) Glucocorticoid modulatory element-binding protein 2DNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cytosol,metal ion binding,nucleoplasm,nucleus,protein binding,regulation of nucleic acid-templated transcription,regulation of transcription from RNA polymerase II promoter,transcription coactivator activity,transcription from RNA polymerase II promoterA=0, G=75 A=0.0, G=1.0 0.00001 1193.93 75 A=0/0, G=17/58

chr20:62234241 G/G A G SNV GMEB2 GMEB2:intronic:NM_012384.4 1 100 intronic NM_012384.4c.357+77T>Cp.? -5.74 SAND domain rs2145262,rs879408133 YES Glucocorticoid modulatory element-binding protein 2DNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cytosol,metal ion binding,nucleoplasm,nucleus,protein binding,regulation of nucleic acid-templated transcription,regulation of transcription from RNA polymerase II promoter,transcription coactivator activity,transcription from RNA polymerase II promoterA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=16/9

chr11:5443893 A/A G A SNV

OR51B5,OR

51Q1 OR51Q1:exonic:NM_001004757.2, OR51B5:intronic:NM_001005567.21
100

1 missense NM_001005567.2, NM_001004757.2c.-358-75753C>T, c.463G>Ap.?, p.Val155Ile -1.23 29 0.06(COSM3752439)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs10838094 0.3922 YES 7.247E-1 (pos.5443893) adenocarcinoma,neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smell,signal transductionG=0, A=31 G=0.0, A=1.0 0.00001 465.816 31 G=0/0, A=16/15

chr11:5443963 A/A G A SNV

OR51B5,OR

51Q1 OR51Q1:exonic:NM_001004757.2, OR51B5:intronic:NM_001005567.21
100

1 missense NM_001005567.2, NM_001004757.2c.-358-75823C>T, c.533G>Ap.?, p.Arg178His 3.52 29 0.16(COSM3752440)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs10838095 0.3922 YES 7.257E-1 (pos.5443963) adenocarcinoma,ductal_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smell,signal transductionG=0, A=24 G=0.0, A=1.0 0.00001 334.79 24 G=0/0, A=7/17

chr11:5443739 T/C T C SNV

OR51B5,OR

51Q1 OR51Q1:exonic:NM_001004757.2, OR51B5:intronic:NM_001005567.21
98.41

1 synonymous NM_001005567.2, NM_001004757.2c.-358-75599A>G, c.309T>Cp.?, p.(=) -1.8 0.03(COSM3752436)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs2736587 0.3925 YES 7.265E-1 (pos.5443739) adenocarcinoma,neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smell,signal transductionT=1, C=62 T=0.0159, C=0.9841 0.00001 925.368 63 T=1/0, C=31/31

chr20:8713842 A/A G A SNV PLCB1 PLCB1:intronic:NM_015192.3 1 100 intronic NM_015192.3c.1889-43G>Ap.? -1.24 PLC-beta C terminal,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-like,Protein of unknown function (DUF1154)rs993670 0.0243 YES 9.985E-1 (pos.8713842) Phospholipase C, beta-1G-protein coupled acetylcholine receptor signaling pathway,G-protein coupled receptor signaling pathway,G2/M transition of mitotic cell cycle,GTPase activator activity,Wnt signaling pathway, calcium modulating pathway,activation of meiosis involved in egg activation,brain development,calcium ion binding,calmodulin binding,cerebral cortex development,cytoplasm,cytosol,enzyme binding,extracellular exosome,fat cell differentiation,glutamate receptor signaling pathway,inositol phosphate metabolic process,insulin-like growth factor receptor signaling pathway,interleukin-1-mediated signaling pathway,interleukin-12-mediated signaling pathway,interleukin-15-mediated signaling pathway,intracellular signal transduction,lamin binding,lipid catabolic process,memory,myelin sheath,negative regulation of monocyte extravasation,negative regulation of transcription, DNA-templated,nuclear chromatin,nuclear membrane,nuclear speck,nucleus,phosphatidylinositol metabolic process,phosphatidylinositol phospholipase C activity,phosphBone Marrow Diseases;Brain Diseases;Central Nervous System Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Epilepsy;Epilepsy, Generalized;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Myelodysplastic Syndromes;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Pain;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Spasms, InfantileG=0, A=96 G=0.0, A=1.0 0.00001 1616.49 96 G=0/0, A=46/50

chr20:8769180 T/T C T SNV PLCB1 PLCB1:intronic:NM_015192.3 1 100 intronic NM_015192.3c.3188+8C>Tp.? 0.03 PLC-beta C terminal,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-like,Protein of unknown function (DUF1154)rs2327089 0.0429 YES 9.984E-1 (pos.8769180) Phospholipase C, beta-1G-protein coupled acetylcholine receptor signaling pathway,G-protein coupled receptor signaling pathway,G2/M transition of mitotic cell cycle,GTPase activator activity,Wnt signaling pathway, calcium modulating pathway,activation of meiosis involved in egg activation,brain development,calcium ion binding,calmodulin binding,cerebral cortex development,cytoplasm,cytosol,enzyme binding,extracellular exosome,fat cell differentiation,glutamate receptor signaling pathway,inositol phosphate metabolic process,insulin-like growth factor receptor signaling pathway,interleukin-1-mediated signaling pathway,interleukin-12-mediated signaling pathway,interleukin-15-mediated signaling pathway,intracellular signal transduction,lamin binding,lipid catabolic process,memory,myelin sheath,negative regulation of monocyte extravasation,negative regulation of transcription, DNA-templated,nuclear chromatin,nuclear membrane,nuclear speck,nucleus,phosphatidylinositol metabolic process,phosphatidylinositol phospholipase C activity,phosphBone Marrow Diseases;Brain Diseases;Central Nervous System Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Epilepsy;Epilepsy, Generalized;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Myelodysplastic Syndromes;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Pain;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Spasms, InfantileBenign C=0, T=71 C=0.0, T=1.0 0.00001 1111.28 71 C=0/0, T=40/31

chr20:8770108 C/C A C SNV PLCB1 PLCB1:intronic:NM_015192.3 1 100 intronic NM_015192.3c.3279-57A>Cp.? -0.26 PLC-beta C terminal,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-like,Protein of unknown function (DUF1154)rs4633993 0.0412 YES Phospholipase C, beta-1G-protein coupled acetylcholine receptor signaling pathway,G-protein coupled receptor signaling pathway,G2/M transition of mitotic cell cycle,GTPase activator activity,Wnt signaling pathway, calcium modulating pathway,activation of meiosis involved in egg activation,brain development,calcium ion binding,calmodulin binding,cerebral cortex development,cytoplasm,cytosol,enzyme binding,extracellular exosome,fat cell differentiation,glutamate receptor signaling pathway,inositol phosphate metabolic process,insulin-like growth factor receptor signaling pathway,interleukin-1-mediated signaling pathway,interleukin-12-mediated signaling pathway,interleukin-15-mediated signaling pathway,intracellular signal transduction,lamin binding,lipid catabolic process,memory,myelin sheath,negative regulation of monocyte extravasation,negative regulation of transcription, DNA-templated,nuclear chromatin,nuclear membrane,nuclear speck,nucleus,phosphatidylinositol metabolic process,phosphatidylinositol phospholipase C activity,phosphBone Marrow Diseases;Brain Diseases;Central Nervous System Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Epilepsy;Epilepsy, Generalized;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Myelodysplastic Syndromes;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Pain;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Spasms, InfantileA=0, C=38 A=0.0, C=1.0 0.00001 603.786 38 A=0/0, C=17/21

chr20:8770130 G/G A G SNV PLCB1 PLCB1:intronic:NM_015192.3 1 100 intronic NM_015192.3c.3279-35A>Gp.? -0.18 PLC-beta C terminal,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-like,Protein of unknown function (DUF1154)rs2327090 0.0277 YES 9.985E-1 (pos.8770130) Phospholipase C, beta-1G-protein coupled acetylcholine receptor signaling pathway,G-protein coupled receptor signaling pathway,G2/M transition of mitotic cell cycle,GTPase activator activity,Wnt signaling pathway, calcium modulating pathway,activation of meiosis involved in egg activation,brain development,calcium ion binding,calmodulin binding,cerebral cortex development,cytoplasm,cytosol,enzyme binding,extracellular exosome,fat cell differentiation,glutamate receptor signaling pathway,inositol phosphate metabolic process,insulin-like growth factor receptor signaling pathway,interleukin-1-mediated signaling pathway,interleukin-12-mediated signaling pathway,interleukin-15-mediated signaling pathway,intracellular signal transduction,lamin binding,lipid catabolic process,memory,myelin sheath,negative regulation of monocyte extravasation,negative regulation of transcription, DNA-templated,nuclear chromatin,nuclear membrane,nuclear speck,nucleus,phosphatidylinositol metabolic process,phosphatidylinositol phospholipase C activity,phosphBone Marrow Diseases;Brain Diseases;Central Nervous System Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Epilepsy;Epilepsy, Generalized;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Myelodysplastic Syndromes;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Pain;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Spasms, InfantileA=0, G=38 A=0.0, G=1.0 0.00001 603.785 38 A=0/0, G=17/21

chr11:5510284 G/G A G SNV

OR51B5,OR

52D1 OR52D1:exonic:NM_001005163.2, OR51B5:intronic:NM_001005567.21
100

1 synonymous NM_001005567.2, NM_001005163.2c.-359+16515T>C, c.348A>Gp.?, p.(=) -6.54 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs417425 0.0296 YES 9.182E-1 (pos.5510284) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smell,signal transductionA=0, G=121 A=0.0, G=1.0 0.00001 1961.57 121 A=0/0, G=43/78

chr20:9543688 T/G T G SNV PAK5 PAK5:intronic:NM_177990.2 1 50 intronic NM_177990.2c.1483-17A>Cp.? 0.09 Kinase-like,P21-Rho-binding domain,Protein kinase domain,Protein tyrosine kinasers2297347 0.2248 YES 2.788E-1 (pos.9543688) ATP binding,Rac GTPase binding,Rho protein signal transduction,actin cytoskeleton organization,activation of protein kinase activity,apoptotic process,cell growth,cell migration,cell proliferation,cytoplasm,cytoskeleton organization,learning,locomotory behavior,memory,mitochondrion,negative regulation of extrinsic apoptotic signaling pathway,nucleoplasm,protein binding,protein serine/threonine kinase activity,regulation of MAPK cascade,regulation of apoptotic process,regulation of mitotic cell cycle,signal transduction,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascadeT=13, G=13 T=0.5, G=0.5 0.00001 119.162 26 T=9/4, G=5/8



chr20:9625003 A/A G A SNV PAK5 PAK5:intronic:NM_177990.2 1 100 intronic NM_177990.2c.-10-16C>Tp.? 2.09 Kinase-like,P21-Rho-binding domain,Protein kinase domain,Protein tyrosine kinasers4816157 0.0608 YES 9.984E-1 (pos.9625003) ATP binding,Rac GTPase binding,Rho protein signal transduction,actin cytoskeleton organization,activation of protein kinase activity,apoptotic process,cell growth,cell migration,cell proliferation,cytoplasm,cytoskeleton organization,learning,locomotory behavior,memory,mitochondrion,negative regulation of extrinsic apoptotic signaling pathway,nucleoplasm,protein binding,protein serine/threonine kinase activity,regulation of MAPK cascade,regulation of apoptotic process,regulation of mitotic cell cycle,signal transduction,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascadeG=0, A=124 G=0.0, A=1.0 0.00001 2017.84 124 G=0/0, A=49/75

chr21:10910291 C/T C T SNV TPTE TPTE:intronic:NM_199261.3 1 45.45 intronic NM_199261.3c.1449+16G>Ap.? -1.14 C2 domain of PTEN tumour-suppressor protein,Dual specificity phosphatase, catalytic domainrs150480 YES 5.492E-1 (pos.10910291) Transmembrane phosphatase with tensin homologyintegral component of membrane,peptidyl-tyrosine dephosphorylation,protein dephosphorylation,protein tyrosine phosphatase activity,protein tyrosine/serine/threonine phosphatase activity,signal transductionC=36, T=30 C=0.5455, T=0.4545 0.00001 279.745 66 C=18/18, T=7/23

chr11:5510497 C/C T C SNV

OR51B5,OR

52D1 OR52D1:exonic:NM_001005163.2, OR51B5:intronic:NM_001005567.21
100

1 synonymous NM_001005567.2, NM_001005163.2c.-359+16302A>G, c.561T>Cp.?, p.(=) -1.57 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs2467219,rs386750177 0.0297 YES 9.185E-1 (pos.5510497) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smell,signal transductionT=0, C=36 T=0.0, C=1.0 0.00001 563.732 36 T=0/0, C=23/13

chr21:15964920 G/G C G SNV

LOC388813,

SAMSN1-

AS1 LOC388813:utr_3:NM_001256579.2, SAMSN1-AS1:intronic_nc:NR_046512.21

100

intronic NR_046512.2, NM_001256579.2c.422G>C p.? -1.13 rs466913 YES 5.201E-1 (pos.15964920) C=0, G=77 C=0.0, G=1.0 0.00001 1233.87 77 C=0/0, G=30/47

chr21:15966421 A/A T A SNV

LOC388813,

SAMSN1-

AS1 LOC388813:intronic:NM_001256579.2, SAMSN1-AS1:intronic_nc:NR_046512.21

100

intronic NR_046512.2, NM_001256579.2c.316-22A>Tp.? 0.03 rs460852 YES 5.455E-1 (pos.15966421) T=0, A=97 T=0.0, A=1.0 0.00001 1626.99 97 T=0/0, A=42/55

chr11:5510626 C/C T C SNV

OR51B5,OR

52D1 OR52D1:exonic:NM_001005163.2, OR51B5:intronic:NM_001005567.21
100

1 synonymous NM_001005567.2, NM_001005163.2c.-359+16173A>G, c.690T>Cp.?, p.(=) -4.85 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs444878,rs777497111 0.0297 YES 9.18E-1;0.0 (pos.5510626) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smell,signal transductionT=0, C=72 T=0.0, C=1.0 0.00001 1130.95 72 T=0/0, C=35/37

chr21:22656316 C/C T C SNV NCAM2 NCAM2:intronic:NM_004540.4 1 100 intronic NM_004540.4c.131-198T>Cp.? -0.75 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs9980326 YES Cell adhesion molecule, neural, 2axon,axonal fasciculation,cell adhesion,identical protein binding,integral component of membrane,neuron cell-cell adhesion,nuclear body,plasma membrane,sensory perception of smellAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, C=21 T=0.0, C=1.0 0.00001 281.147 21 T=0/0, C=13/8

chr21:22841123 A/A G A SNV NCAM2 NCAM2:intronic:NM_004540.4 1 100 intronic NM_004540.4c.1896+19G>Ap.? -0.36 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs2250508 0.4403 YES 4.274E-2 (pos.22841123) Cell adhesion molecule, neural, 2axon,axonal fasciculation,cell adhesion,identical protein binding,integral component of membrane,neuron cell-cell adhesion,nuclear body,plasma membrane,sensory perception of smellAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=0, A=26 G=0.0, A=1.0 0.00001 371.418 26 G=0/0, A=9/17

chr21:26965100 A/A C A SNV MRPL39 MRPL39:intronic:NM_080794.3 1 100 intronic NM_080794.3c.921+24G>Tp.? -0.26 rs2829809 0.1765 YES 5.587E-1 (pos.26965100) Mitochondrial ribosomal protein L39RNA binding,mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial ribosome,mitochondrial translational elongation,mitochondrial translational termination,nucleotide bindingAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsC=0, A=58 C=0.0, A=1.0 0.00001 870.086 58 C=0/0, A=24/34

chr11:4674575 A/A G A SNV OR51E1 OR51E1:exonic:NM_152430.3 1 100 2 synonymous NM_152430.3c.819G>A p.(=) -1.77 0.05(COSM3752376)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs3817098 0.4577 YES 5.85E-2 (pos.4674575) adenocarcinoma,astrocytoma_Grade_IVOlfactory receptor, family 51, subfamily E, member 1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionMental Disorders;Substance-Related DisordersG=0, A=73 G=0.0, A=1.0 0.00001 1150.48 73 G=0/0, A=44/29

chr21:26976250 G/G A G SNV MRPL39 MRPL39:intronic:NM_080794.3 1 100 intronic NM_080794.3c.281-3T>C p.? 1.8 0.85(COSM4417230),0.85(COSM4417231)rs7278164 0.2422 YES 1.935E-1 (pos.26976250) acute_myeloid_leukaemia,carcinomaMitochondrial ribosomal protein L39RNA binding,mitochondrial inner membrane,mitochondrial large ribosomal subunit,mitochondrial ribosome,mitochondrial translational elongation,mitochondrial translational termination,nucleotide bindingAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsA=0, G=31 A=0.0, G=1.0 0.00001 465.818 31 A=0/0, G=13/18

chr11:4791111 T/C T C SNV OR51F1 OR51F1:exonic:NM_001004752.1 1 59.09 1 missense NM_001004752.1c.37A>G p.Thr13Ala -0.93 0.18 58 0.005 0.06(COSM3752395),0.06(COSM3752396)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs17324812 0.2688 YES 6.984E-2 (pos.4791111) adenocarcinoma T=9, C=13 T=0.4091, C=0.5909 0.00001 122.568 22 T=6/3, C=7/6

chr11:4944892 G/C G C SNV OR51G1 OR51G1:exonic:NM_001005237.1 1 57.58 1 synonymous NM_001005237.1c.678C>G p.(=) -4.8 0.03(COSM5033616)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs34583466 0.1326 YES 0.0;0.0 (pos.4944892) adenocarcinoma,carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionG=14, C=19 G=0.4242, C=0.5758 0.00001 204.012 33 G=9/5, C=2/17

chr11:5020416 G/G A G SNV OR51L1 OR51L1:exonic:NM_001004755.1 1 100 1 synonymous NM_001004755.1c.204A>G p.(=) 2.7 0.04(COSM3998439),0.82(COSM1743993)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs2445290 0.1477 YES 6.893E-1 (pos.5020416) acute_myeloid_leukaemia,adenocarcinoma,neoplasmG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionA=0, G=89 A=0.0, G=1.0 0.00001 1472.49 89 A=0/0, G=48/41

chr21:30252088 A/A T A SNV N6AMT1 N6AMT1:intronic:NM_013240.5 1 100 intronic NM_013240.5c.396+104A>Tp.? 0.92 Methyltransferase small domain,Ribosomal protein L11 methyltransferase (PrmA)rs2205449 YES N6 adenine-specific DNA methyltransferase 1, putativeS-adenosylmethionine-dependent methyltransferase activity,cytoplasm,cytosol,methylation,nucleic acid binding,positive regulation of cell growth,protein binding,protein complex,protein methylation,protein methyltransferase activity,translational terminationAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsT=0, A=25 T=0.0, A=1.0 0.00001 352.996 25 T=0/0, A=7/18

chr21:30257729 G/G A G SNV N6AMT1 N6AMT1:upstream:NM_013240.5 1 100 intronic NM_013240.5c.-62T>C p.? 0 rs2859734 YES N6 adenine-specific DNA methyltransferase 1, putativeS-adenosylmethionine-dependent methyltransferase activity,cytoplasm,cytosol,methylation,nucleic acid binding,positive regulation of cell growth,protein binding,protein complex,protein methylation,protein methyltransferase activity,translational terminationAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsA=0, G=26 A=0.0, G=1.0 0.00001 371.402 26 A=0/0, G=19/7

chr11:4869649 A/A G A SNV OR51S1 OR51S1:exonic:NM_001004758.1 1 100 1 missense NM_001004758.1c.790C>T p.Leu264Phe 0.71 0.04 22 0.003 0.02(COSM3752406)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs12361955 0.4304 YES 5.673E-2 (pos.4869649) adenocarcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionG=0, A=42 G=0.0, A=1.0 0.00001 685.127 42 G=0/0, A=25/17

chr11:4870261 C/C G C SNV OR51S1 OR51S1:exonic:NM_001004758.1 1 100 1 missense NM_001004758.1c.178C>G p.Gln60Glu 0.34 1 29 0 0(COSM3752408)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs11602499 0.4304 YES 5.683E-2 (pos.4870261) adenocarcinoma,neoplasm G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionG=0, C=21 G=0.0, C=1.0 0.00001 281.235 21 G=0/0, C=3/18

chr11:5221645 C/A C A SNV OR51V1 OR51V1:exonic:NM_001004760.2 1 51.85 1 missense NM_001004760.2c.286G>T p.Gly96Trp 0.47 0.08 184 1 0.13(COSM4145805),0.2(COSM4145806)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs11512276 0.2947 YES 1.925E-1;3.188E-1 (pos.5221645)neoplasm,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smell,signal transductionC=13, A=14 C=0.4815, A=0.5185 0.00001 132.776 27 C=7/6, A=4/10

chr11:5602968 A/A G A SNV OR52B6 OR52B6:exonic:NM_001005162.2 1 100 1 missense NM_001005162.2c.862G>A p.Val288Ile -1.78 1 29 0.002 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs10769086 0.2465 YES 9.908E-1 (pos.5602968) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionG=0, A=55 G=0.0, A=1.0 0.00001 814.907 55 G=0/0, A=29/26

chr11:5602438 T/A T A SNV OR52B6 OR52B6:exonic:NM_001005162.2 1 50 1 missense NM_001005162.2c.332T>A p.Leu111His 0.47 0.23 99 0 0.04(COSM4999412)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs2341432,rs5415626230.0025,0.4683YES 9.777E-1;0.0 (pos.5602438)ductal_carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionT=20, A=20 T=0.5, A=0.5 0.00001 214.325 40 T=11/9, A=11/9

chr21:33073985 C/C T C SNV SCAF4 SCAF4:intronic:NM_020706.2 1 100 intronic NM_020706.2c.600+104A>Gp.? -1.26 RNA polymerase II-binding domain.,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs204734 YES SR-related C-terminal domain-associated factor 4RNA binding,nucleoplasmAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsT=0, C=39 T=0.0, C=1.0 0.00001 623.872 39 T=0/0, C=31/8

chr11:5079946 T/T C T SNV OR52E2 OR52E2:exonic:NM_001005164.2 1 100 1 synonymous NM_001005164.2c.912G>A p.(=) -0.76 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs2445332 0.0383 YES 7.844E-1 (pos.5079946) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionC=0, T=67 C=0.0, T=1.0 0.00001 1032.7 67 C=0/0, T=24/43

chr11:5906073 G/T G T SNV OR52E4 OR52E4:exonic:NM_001005165.1 1 59.09 1 missense NM_001005165.1c.551G>T p.Arg184Met -0.29 1 91 0 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs4757986 0.2123 YES 8.199E-1;0.0 (pos.5906073) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionG=9, T=13 G=0.4091, T=0.5909 0.00001 122.954 22 G=6/3, T=8/5

chr11:5566030 G/G A G SNV OR52H1 OR52H1:exonic:NM_001005289.1 1 100 1 missense NM_001005289.1c.724T>C p.Cys242Arg -0.39 1 180 0 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs1995158 0.1923 YES 9.305E-1 (pos.5566030) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionA=0, G=48 A=0.0, G=1.0 0.00001 810.436 48 A=0/0, G=24/24

chr21:34638859 A/A G A SNV

IL10RB,IL10

RB-AS1 IL10RB:intronic:NM_000628.4, IL10RB-AS1:upstream:NR_038974.1 1
100

intronic NR_038974.1, NM_000628.4c.49+40G>Ap.? 0.84 rs2239573 0.2573 YES 7.519E-1 (pos.34638859) cytokine-mediated signaling pathway,defense response to virus,extracellular exosome,immune response,inflammatory response,integral component of membrane,interleukin-10 receptor activity,interleukin-28 receptor complex,plasma membrane,protein binding,receptor activity,signal transductionAbnormalities, Multiple;Brain Diseases;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Down Syndrome;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Hepatitis;Hepatitis B;Hepatitis, Viral, Human;Inflammatory Bowel Diseases;Intellectual Disability;Intestinal Diseases;Liver Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Vascular DiseasesG=0, A=27 G=0.0, A=1.0 0.00001 366.646 27 G=0/0, A=13/14

chr21:34726127 A/A T A SNV IFNAR1 IFNAR1:intronic:NM_000629.2 1 100 intronic NM_000629.2c.1440+38T>Ap.? 0.07 Interferon-alpha/beta receptor, fibronectin type III,Tissue factorrs2856973 0.2611 YES 9.979E-1;0.0 (pos.34726127) Interferon, alpha, beta and omega, receptor 1JAK-STAT cascade,T cell activation,cellular response to interferon-alpha,defense response to virus,integral component of plasma membrane,interleukin-10 receptor activity,late endosome,lysosome,plasma membrane,positive regulation of interferon-beta production,positive regulation of interferon-gamma production,positive regulation of interleukin-1 beta secretion,positive regulation of transcription, DNA-templated,protein binding,regulation of peptidyl-tyrosine phosphorylation,regulation of type I interferon-mediated signaling pathway,response to lipopolysaccharide,response to virus,type I interferon binding,type I interferon biosynthetic process,type I interferon receptor activity,type I interferon signaling pathwayAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsInterferon Alfa-2a, Recombinant,Interferon Alfa-2b, Recombinant,Interferon alfa-n1,Interferon alfa-n3,Interferon alfacon-1,Interferon beta-1a,Interferon beta-1b,Natural alpha interferon,Peginterferon alfa-2a,Peginterferon alfa-2b,omega interferonT=0, A=100 T=0.0, A=1.0 0.00001 1702.01 100 T=0/0, A=47/53

chr21:34799350 G/G C G SNV IFNGR2 IFNGR2:intronic:NM_005534.3 1 100 intronic NM_005534.3c.561+11C>Gp.? -0.03 Interferon-alpha/beta receptor, fibronectin type III,Tissue factorrs11910627 0.3081 YES 9.931E-1 (pos.34799350) Interferon gamma receptor-2 (interferon gamma transducer 1)Golgi membrane,cell surface receptor signaling pathway,cytoplasmic vesicle membrane,defense response to virus,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,integral component of plasma membrane,interferon-gamma receptor activity,interferon-gamma-mediated signaling pathway,interleukin-10 receptor activity,plasma membrane,regulation of interferon-gamma-mediated signaling pathway,response to virusAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Crohn Disease;Digestive System Diseases;Down Syndrome;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Inflammatory Bowel Diseases;Intellectual Disability;Intestinal Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Peripheral Nervous System DiseasesInterferon gamma-1bBenign C=0, G=23 C=0.0, G=1.0 0.00001 325.708 23 C=0/0, G=14/9

chr11:5566365 C/C T C SNV OR52H1 OR52H1:exonic:NM_001005289.1 1 100 1 missense NM_001005289.1c.389A>G p.His130Arg 2.57 1 29 0 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs1566275 0.1922 YES 9.309E-1 (pos.5566365) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionT=0, C=37 T=0.0, C=1.0 0.00001 583.604 37 T=0/0, C=11/26

chr21:34894623 C/C T C SNV GART GART:intronic:NM_000819.4 1 100 intronic NM_000819.4c.1299-34A>Gp.? -1 AIR synthase related protein, C-terminal domain,AIR synthase related protein, N-terminal domain,Carbamoyl-phosphate synthase L chain, ATP binding domain,Formyl transferase,Phosphoribosylglycinamide synthetase, ATP-grasp (A) domain,Phosphoribosylglycinamide synthetase, C domain,Phosphoribosylglycinamide synthetase, N domainrs2834234 0.2393 YES 9.922E-1 (pos.34894623) Phosphoribosylglycinamide formyltransferase (phosphoribosylglycinamide synthetase; phosphoribosylaminoimidazole synthetase)'de novo' IMP biosynthetic process,ATP binding,brainstem development,catalytic activity,cerebellum development,cerebral cortex development,cytoplasm,cytosol,extracellular exosome,glycine metabolic process,metal ion binding,phosphoribosylamine-glycine ligase activity,phosphoribosylformylglycinamidine cyclo-ligase activity,phosphoribosylglycinamide formyltransferase activity,purine nucleobase biosynthetic process,purine ribonucleoside monophosphate biosynthetic process,response to inorganic substance,response to organic substance,tetrahydrofolate biosynthetic processAbnormalities, Multiple;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Down Syndrome;Genetic Diseases, Inborn;Immune System Diseases;Intellectual Disability;Joint Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Rheumatic Diseases;Skin and Connective Tissue Diseases10-CF3C(OH)2-DDACTHF,Glycinamide Ribonucleotide,PemetrexedT=0, C=89 T=0.0, C=1.0 0.00001 1472.31 89 T=0/0, C=36/53

chr11:6007272 G/G A G SNV OR52L1 OR52L1:exonic:NM_001005173.3 1 100 1 missense NM_001005173.3c.889T>C p.Trp297Arg -2.46 101 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4237768 0.1756 YES 8.709E-1 (pos.6007272) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionA=0, G=158 A=0.0, G=1.0 0.00001 2541.83 158 A=0/0, G=53/105

chr21:34915324 GC/GC CG GC MNV GART,SON SON:upstream:NM_138927.2, GART:upstream:NM_000819.4 2 100 intronic NM_000819.4, NM_138927.2c.-3703CG>GC, c.-75CG>GCp.?, p.? 1.07, 0.68 rs1041745,rs1041746,rs35506857,rs879412308YES Phosphoribosylglycinamide formyltransferase (phosphoribosylglycinamide synthetase; phosphoribosylaminoimidazole synthetase),SON DNA-binding protein'de novo' IMP biosynthetic process,ATP binding,DNA binding,RNA binding,RNA splicing,RS domain binding,brainstem development,catalytic activity,cerebellum development,cerebral cortex development,cytoplasm,cytosol,extracellular exosome,glycine metabolic process,mRNA processing,metal ion binding,microtubule cytoskeleton organization,mitotic cytokinesis,negative regulation of apoptotic process,nuclear speck,phosphoribosylamine-glycine ligase activity,phosphoribosylformylglycinamidine cyclo-ligase activity,phosphoribosylglycinamide formyltransferase activity,protein binding,purine nucleobase biosynthetic process,purine ribonucleoside monophosphate biosynthetic process,regulation of RNA splicing,regulation of cell cycle,regulation of mRNA splicing, via spliceosome,response to inorganic substance,response to organic substance,tetrahydrofolate biosynthetic processAbnormalities, Multiple;Adenocarcinoma;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Down Syndrome;Genetic Diseases, Inborn;Head and Neck Neoplasms;Immune System Diseases;Intellectual Disability;Joint Diseases;Mouth Diseases;Mouth Neoplasms;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Rheumatic Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Skin and Connective Tissue Diseases;Stomatognathic Diseases10-CF3C(OH)2-DDACTHF,Glycinamide Ribonucleotide,PemetrexedCG=0, GC=31CG=0.0, GC=1.0 0.00001 465.813 31 CG=0/0, GC=24/7

chr11:6007613 G/G T G SNV OR52L1 OR52L1:exonic:NM_001005173.3 1 100 1 missense NM_001005173.3c.548A>C p.Lys183Thr -0.1 78 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4354673 0.208 YES 8.708E-1 (pos.6007613) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionT=0, G=20 T=0.0, G=1.0 0.00001 263.786 20 T=0/0, G=5/15

chr11:6007680 G/G A G SNV OR52L1 OR52L1:exonic:NM_001005173.3 1 100 1 missense NM_001005173.3c.481T>C p.Cys161Arg -4.14 180 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs386750238,rs4436524 0.2059 YES 8.668E-1;0.0 (pos.6007680) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionA=0, G=41 A=0.0, G=1.0 0.00001 664.695 41 A=0/0, G=14/27

chr11:6007743 G/G A G SNV OR52L1 OR52L1:exonic:NM_001005173.3 1 100 1 missense NM_001005173.3c.418T>C p.Cys140Arg 1.85 180 0.6(COSM5624185),0.6(COSM5624186)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4436525 0.236 YES 8.695E-1 (pos.6007743) squamous_cell_carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionA=0, G=26 A=0.0, G=1.0 0.00001 371.419 26 A=0/0, G=12/14

chr11:5809308 T/T A T SNV OR52N1 OR52N1:exonic:NM_001001913.1 1 100 1 missense NM_001001913.1c.739T>A p.Phe247Ile -0.2 1 21 0 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs7934670 0.0333 YES 8.961E-1 (pos.5809308) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionA=0, T=36 A=0.0, T=1.0 0.00001 563.742 36 A=0/0, T=17/19

chr11:5809230 G/A G A SNV OR52N1 OR52N1:exonic:NM_001001913.1 1 58.33 1 synonymous NM_001001913.1c.817C>T p.(=) 0.71 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs12794769 0.1488 YES 3.145E-1 (pos.5809230) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionG=15, A=21 G=0.4167, A=0.5833 0.00001 234.34 36 G=5/10, A=12/9

chr21:37518362 G/G A G SNV

CBR3,CBR3-

AS1 CBR3-AS1:intronic_nc:NR_038892.1, CBR3:intronic:NM_001236.3 1
100

intronic NR_038892.1, NM_001236.3c.398-12A>Gp.? -1.7 Enoyl-(Acyl carrier protein) reductase,KR domain,short chain dehydrogenasers2835286 0.1821 YES 8.549E-1 (pos.37518362) Carbonyl reductase 33-keto sterol reductase activity,NADPH binding,carbonyl reductase (NADPH) activity,cognition,cytosol,extracellular space,nucleoplasm,oxidation-reduction process,phylloquinone catabolic process,protein binding,xenobiotic metabolic processAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsDeutetrabenazine,DoxorubicinA=0, G=62 A=0.0, G=1.0 0.00001 940.304 62 A=0/0, G=17/45

chr11:5776470 G/G T G SNV OR52N4 OR52N4:exonic:NM_001005175.3 1 100 1 missense NM_001005175.3c.500T>G p.Leu167Arg -0.34 102 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs7394584 0.0287 YES 8.937E-1;0.0;1.159E-4 (pos.5776470) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionT=0, G=42 T=0.0, G=1.0 0.00001 685.219 42 T=0/0, G=16/26

chr21:38092039 A/C A C SNV SIM2 SIM2:intronic:NM_005069.5 1 50 intronic NM_005069.5c.349-83A>Cp.? -2.75 Helix-loop-helix DNA-binding domain,PAS domain,PAS fold,Single-minded protein C-terminusrs2070650 YES Single-minded, Drosophila, homolog of, 2DNA binding,DNA binding transcription factor activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cell differentiation,embryonic pattern specification,lung development,negative regulation of transcription from RNA polymerase II promoter,nervous system development,nuclear body,nucleoplasm,nucleus,protein heterodimerization activity,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription, DNA-templatedAbnormalities, Multiple;Chromosome Disorders;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Jaw Abnormalities;Jaw Diseases;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Stomatognathic Diseases;Stomatognathic System AbnormalitiesA=12, C=12 A=0.5, C=0.5 0.00001 106.709 24 A=9/3, C=9/3

chr21:38113998 A/A C A SNV SIM2 SIM2:intronic:NM_005069.5 1 100 intronic NM_005069.5c.851-20C>Ap.? -1 Helix-loop-helix DNA-binding domain,PAS domain,PAS fold,Single-minded protein C-terminusrs2070519 0.2929 YES 2.38E-1 (pos.38113998) Single-minded, Drosophila, homolog of, 2DNA binding,DNA binding transcription factor activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cell differentiation,embryonic pattern specification,lung development,negative regulation of transcription from RNA polymerase II promoter,nervous system development,nuclear body,nucleoplasm,nucleus,protein heterodimerization activity,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription, DNA-templatedAbnormalities, Multiple;Chromosome Disorders;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Jaw Abnormalities;Jaw Diseases;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Stomatognathic Diseases;Stomatognathic System AbnormalitiesC=0, A=21 C=0.0, A=1.0 0.00001 281.235 21 C=0/0, A=13/8

chr11:5776623 T/T A T SNV OR52N4 OR52N4:exonic:NM_001005175.3 1 100 1 missense NM_001005175.3c.653A>T p.Asn218Ile 2.63 149 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs7396938 0.0286 YES 8.938E-1 (pos.5776623) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionA=0, T=78 A=0.0, T=1.0 0.00001 1249.35 78 A=0/0, T=55/23

chr11:6221169 A/G A G SNV OR52W1 OR52W1:exonic:NM_001005178.1 1 57.14 1 missense NM_001005178.1c.716A>G p.His239Arg 2.89 1 29 0 0.25(COSM1675795)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs10839531 0.2268 YES 9.659E-1;0.0 (pos.6221169)astrocytoma_Grade_IV,gliomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionA=15, G=20 A=0.4286, G=0.5714 0.00001 218.716 35 A=2/13, G=10/10

chr21:38467616 A/A C A SNV TTC3 TTC3:intronic:NM_001001894.2 1 100 intronic NM_001001894.2c.688-34C>Ap.? 0.05 RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger)rs2006941 0.4702 YES 3.965E-1;0.0 (pos.38467616) Tetratricopeptide repeat domain 3cytosol,metal ion binding,nucleolus,nucleus,protein K48-linked ubiquitination,protein binding,ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activityAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsC=0, A=80 C=0.0, A=1.0 0.00001 1288.58 80 C=0/0, A=63/17

chr21:38468958 G/G A G SNV TTC3 TTC3:intronic:NM_001001894.2 1 100 intronic NM_001001894.2c.845+15A>Gp.? 0.04 RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger)rs2835600 0.4702 YES 3.954E-1 (pos.38468958) Tetratricopeptide repeat domain 3cytosol,metal ion binding,nucleolus,nucleus,protein K48-linked ubiquitination,protein binding,ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activityAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=5/16

chr21:38525198 G/A G A SNV TTC3 TTC3:intronic:NM_001001894.2 1 51.85 intronic NM_001001894.2c.2414-53G>Ap.? -2.98 RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger)rs2051162 YES Tetratricopeptide repeat domain 3cytosol,metal ion binding,nucleolus,nucleus,protein K48-linked ubiquitination,protein binding,ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activityAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsG=13, A=14 G=0.4815, A=0.5185 0.00001 132.662 27 G=10/3, A=7/7

chr11:5758118 C/C A C SNV OR56B1 OR56B1:exonic:NM_001005180.2 1 100 1 synonymous NM_001005180.2c.372A>C p.(=) -2.57 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs7396766 0.0447 YES 8.772E-1 (pos.5758118) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,signal transductionA=0, C=21 A=0.0, C=1.0 0.00001 281.234 21 A=0/0, C=9/12

chr21:38599934 T/T TG T INDEL DSCR3 DSCR3:intronic:NM_006052.1 1 100 intronic NM_006052.1c.811+21CA>Ap.? -0.19, 0.1 Arrestin (or S-antigen), N-terminal domain,Vacuolar protein sorting-associated protein 26rs11300896,rs397767793 1.0 (pos.38599934) Down syndrome critical region gene 3biological_process,endosome,intracellular protein transport,molecular_function,nucleus,protein transporter activityAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsTG=0, T=77 TG=0.0, T=1.0 0.00001 1110.03 77 TG=0/0, T=32/45

chr11:58190136 G/G A G SNV OR5B2 OR5B2:exonic:NM_001005566.2 1 100 1 missense NM_001005566.2c.599T>C p.Met200Thr 0.51 81 0.15(COSM3752519)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4298923 0.4183 YES 3.032E-1 (pos.58190136) adenocarcinoma,carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneA=0, G=48 A=0.0, G=1.0 0.00001 810.413 48 A=0/0, G=19/29

chr11:55563776 G/G T G SNV OR5D14 OR5D14:exonic:NM_001004735.1 1 100 1 missense NM_001004735.1c.745T>G p.Ser249Ala 0.37 1 99 0 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs297054 7.00E-04 1.0 (pos.55563776) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneT=0, G=40 T=0.0, G=1.0 0.00001 644.279 40 T=0/0, G=22/18

chr21:39762883 T/C T C SNV ERG ERG:intronic:NM_182918.3 1 47.62 intronic NM_182918.3c.919+34A>Gp.? -1.46 Ets-domain,Sterile alpha motif (SAM)/Pointed domainrs2246468 0.0965 YES 1.509E-1 (pos.39762883) Erythroblastosis virus E26, avian, (v-ets) oncogene relatedDNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cell differentiation,cell migration,cell proliferation,chromatin binding,cytoplasm,endocardial cushion development,endocardial cushion to mesenchymal transition involved in heart valve formation,intracellular ribonucleoprotein complex,multicellular organism development,nucleus,positive regulation of blood vessel remodeling,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein phosphorylation,regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transducer activity,signal transduction,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Intellectual Disability;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Male Urogenital Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Osteosarcoma;Prostatic Diseases;Prostatic Neoplasms;Sarcoma;Sarcoma, Ewing;Urogenital NeoplasmsT=33, C=30 T=0.5238, C=0.4762 0.00001 289.35 63 T=19/14, C=20/10

chr11:55606818 C/T C T SNV OR5D16 OR5D16:exonic:NM_001005496.1 1 58.33 1 synonymous NM_001005496.1c.591C>T p.(=) -3.16 0.01(COSM1179679)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs11231253 0.3694 YES 6.276E-1 (pos.55606818) adenocarcinoma,adenoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneC=65, T=91 C=0.4167, T=0.5833 0.00001 1028.31 156 C=33/32, T=47/44

chr11:55761738 G/G T G SNV OR5F1 OR5F1:exonic:NM_003697.1 1 100 1 synonymous NM_003697.1c.364A>C p.(=) 0.36 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs2128152,rs759979607 0 YES 1.0;0.0 (pos.55761738) Olfactory receptor, family 5, subfamily F, member 1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membrane,sensory perception of smellT=0, G=57 T=0.0, G=1.0 0.00001 849.615 57 T=0/0, G=19/38

chr3:98001777 C/C G C SNV OR5H2 OR5H2:exonic:NM_001005482.1 1 100 1 missense NM_001005482.1c.46G>C p.Glu16Gln 0.78 0.08 29 0.096 0.11(COSM3760281)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs72487753 0.1205 YES 2.62E-1;0.0 (pos.98001777)adenocarcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneG=0, C=24 G=0.0, C=1.0 0.00001 334.792 24 G=0/0, C=8/16

chr11:56344993 A/A C A SNV OR5M10 OR5M10:exonic:NM_001004741.1 1 100 1 missense NM_001004741.1c.205G>T p.Val69Leu -1.75 0.15 32 0.09 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs10792043 0.3346 YES 8.506E-1 (pos.56344993) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneC=0, A=99 C=0.0, A=1.0 0.00001 1681.12 99 C=0/0, A=51/48

chr21:40642189 T/T C T SNV BRWD1 BRWD1:intronic:NM_018963.4 1 100 intronic NM_018963.4c.1395+20G>Ap.? -2.58 Bromodomain,WD domain, G-beta repeatrs6517532 0.066 YES 6.118E-1 (pos.40642189) chromatin organization,cytoskeleton organization,cytosol,interleukin-7-mediated signaling pathway,molecular_function,nucleolus,nucleoplasm,nucleus,regulation of cell shape,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedAbnormalities, Multiple;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Embolism and Thrombosis;Genetic Diseases, Inborn;Genital Diseases, Male;Infertility;Infertility, Male;Intellectual Disability;Male Urogenital Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Oligospermia;Thromboembolism;Vascular Diseases;Venous ThromboembolismC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=15/8

chr11:56310222 T/T C T SNV OR5M11 OR5M11:exonic:NM_001005245.1 1 100 1 missense NM_001005245.1c.512G>A p.Ser171Asn -0.11 1 46 0 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs628524 0.2524 YES 8.511E-1 (pos.56310222) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneC=0, T=46 C=0.0, T=1.0 0.00001 768.268 46 C=0/0, T=22/24

chr11:56237722 T/A T A SNV OR5M3 OR5M3:exonic:NM_001004742.2 1 57.14 1 missense NM_001004742.2c.252A>T p.Leu84Phe -3.23 22 0.04(COSM3752479)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs605734 0.2361 YES 1.174E-1;0.0 (pos.56237722)adenocarcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneT=27, A=36 T=0.4286, A=0.5714 0.00001 382.747 63 T=9/18, A=20/16

chr11:7847466 G/G A G SNV OR5P3 OR5P3:exonic:NM_153445.1 1 100 1 synonymous NM_153445.1c.54T>C p.(=) -2.7 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs1482792 0.0431 YES 6.232E-1 (pos.7847466) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=12/10

chr11:7847471 AT/AT A AT INDEL OR5P3 OR5P3:exonic:NM_153445.1 1 100 1 frameshiftInsertion NM_153445.1c.48_49insAp.Leu17fs -0.14 7 transmembrane receptor (rhodopsin family),Olfactory receptor G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneA=0, AT=22 A=0.0, AT=1.0 0.00001 267.359 22 A=0/0, AT=12/10

chr11:56043702 C/C G C SNV OR5T1 OR5T1:exonic:NM_001004745.1 1 100 1 synonymous NM_001004745.1c.588G>C p.(=) -6.16 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs7125697 0.3422 YES 8.521E-1 (pos.56043702) G-protein coupled receptor signaling pathway,adenylate cyclase-activating adrenergic receptor signaling pathway,adenylate cyclase-inhibiting dopamine receptor signaling pathway,adrenergic receptor activity,behavioral response to cocaine,behavioral response to ethanol,detection of chemical stimulus involved in sensory perception of smell,dopamine binding,dopamine neurotransmitter receptor activity, coupled via Gi/Go,integral component of plasma membrane,negative regulation of adenylate cyclase activity,negative regulation of cytosolic calcium ion concentration,negative regulation of synaptic transmission, glutamatergic,negative regulation of voltage-gated calcium channel activity,olfactory receptor activity,phospholipase C-activating dopamine receptor signaling pathway,plasma membrane,regulation of dopamine secretion,regulation of potassium ion transport,response to drug,response to toxic substance,synaptic transmission, dopaminergic,synaptic vesicle membraneG=0, C=25 G=0.0, C=1.0 0.00001 353.017 25 G=0/0, C=22/3

chr21:42767733 C/C T C SNV MX2 MX2:intronic:NM_002463.1 1 100 intronic NM_002463.1c.1070+21T>Cp.? -0.44 Dynamin GTPase effector domain,Dynamin central region,Dynamin familyrs440364 0.1055 YES 9.693E-1 (pos.42767733) Myxovirus (influenza) resistance-2GTP binding,GTPase activity,cytoplasm,cytosol,defense response,defense response to virus,dynamin family protein polymerization involved in mitochondrial fission,innate immune response,mRNA transport,membrane fusion,microtubule binding,mitochondrial fission,mitochondrial membrane,nuclear pore,nucleus,protein binding,protein transport,regulation of cell cycle,regulation of nucleocytoplasmic transport,response to interferon-alpha,response to virus,type I interferon signaling pathwayAbnormalities, Multiple;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Influenza, Human;Intellectual Disability;Melanoma;Movement Disorders;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Neuromuscular Manifestations;Nevi and Melanomas;Parkinson Disease;Parkinsonian Disorders;Respiratory Tract Diseases;Respiratory Tract InfectionsT=0, C=50 T=0.0, C=1.0 0.00001 852.748 50 T=0/0, C=6/44

chr21:42775180 T/T C T SNV MX2 MX2:intronic:NM_002463.1 1 100 intronic NM_002463.1c.1574-14C>Tp.? -0.73 Dynamin GTPase effector domain,Dynamin central region,Dynamin familyrs111859659,rs459763,rs66804004,rs759702580,rs7963806880.1757 YES 0.0 (pos.42775178),0.0;0.0;0.0 (pos.42775176),9.722E-1 (pos.42775180)Myxovirus (influenza) resistance-2GTP binding,GTPase activity,cytoplasm,cytosol,defense response,defense response to virus,dynamin family protein polymerization involved in mitochondrial fission,innate immune response,mRNA transport,membrane fusion,microtubule binding,mitochondrial fission,mitochondrial membrane,nuclear pore,nucleus,protein binding,protein transport,regulation of cell cycle,regulation of nucleocytoplasmic transport,response to interferon-alpha,response to virus,type I interferon signaling pathwayAbnormalities, Multiple;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Influenza, Human;Intellectual Disability;Melanoma;Movement Disorders;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Neuromuscular Manifestations;Nevi and Melanomas;Parkinson Disease;Parkinsonian Disorders;Respiratory Tract Diseases;Respiratory Tract InfectionsC=0, T=20 C=0.0, T=1.0 0.00001 286.175 20 C=0/0, T=15/5

chr11:56000403 G/G C G SNV OR5T2 OR5T2:exonic:NM_001004746.1 1 100 1 missense NM_001004746.1c.259G>C p.Val87Leu -3.24 1 32 0 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs10791893 0.124 YES 9.994E-1;0.0 (pos.56000403) G-protein coupled receptor signaling pathway,G-protein coupled serotonin receptor activity,G-protein coupled serotonin receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,neurotransmitter receptor activity,olfactory receptor activity,plasma membraneC=0, G=67 C=0.0, G=1.0 0.00001 1038.33 67 C=0/0, G=51/16

chr6:29323259 A/A G A SNV OR5V1 OR5V1:exonic:NM_030876.5 1 100 1 synonymous NM_030876.5c.714C>T p.(=) -1.48 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs3117438 0.033 YES 9.998E-1 (pos.29323259) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellBarrett Esophagus;Digestive System Abnormalities;Digestive System Diseases;Esophageal Diseases;Gastrointestinal DiseasesG=0, A=119 G=0.0, A=1.0 0.00001 1902.37 119 G=0/0, A=62/57

chr21:43258000 C/C T C SNV PRDM15 PRDM15:intronic:NM_022115.4 1 100 intronic NM_022115.4c.2099+43A>Gp.? -0.13 C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 type,zinc-finger of a C2HC-typers8127003 0.0874 YES 7.469E-1 (pos.43258000) PR domain-containing protein 15DNA binding,metal ion binding,methylation,methyltransferase activity,nuclear body,nucleic acid binding,nucleoplasm,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsT=0, C=68 T=0.0, C=1.0 0.00001 1053.53 68 T=0/0, C=42/26

chr12:55945119 G/G A G SNV OR6C4 OR6C4:exonic:NM_001005494.1 1 100 1 missense NM_001005494.1c.109A>G p.Ile37Val -2.97 1 29 0 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs7313899 0.014 1.0 (pos.55945119) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneA=0, G=23 A=0.0, G=1.0 0.00001 320.813 23 A=0/0, G=14/9

chr1:247875608 G/G C G SNV OR6F1 OR6F1:exonic:NM_001005286.1 1 100 1 synonymous NM_001005286.1c.450G>C p.(=) -7.94 0(COSM146850)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs6587382 0.256 YES 2.324E-1 (pos.247875608)acute_myeloid_leukaemia,adenocarcinoma,adenomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneC=0, G=33 C=0.0, G=1.0 0.00001 504.597 33 C=0/0, G=6/27

chr1:247875689 G/G A G SNV OR6F1 OR6F1:exonic:NM_001005286.1 1 100 1 synonymous NM_001005286.1c.369T>C p.(=) 0.07 0.01(COSM1178406)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs7512807 0.121 YES 2.343E-1 (pos.247875689)acute_myeloid_leukaemia,adenocarcinoma,adenomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneA=0, G=60 A=0.0, G=1.0 0.00001 915.603 60 A=0/0, G=16/44

chr1:158736215 A/A G A SNV OR6N1 OR6N1:exonic:NM_001005185.1 1 100 1 synonymous NM_001005185.1c.258C>T p.(=) -0.1 0.28(COSM6353593)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs6666753 0.0716 YES 9.184E-1 (pos.158736215)carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellG=0, A=20 G=0.0, A=1.0 0.00001 263.785 20 G=0/0, A=11/9

chr14:21109170 A/A T A SNV OR6S1 OR6S1:exonic:NM_001001968.1 1 100 1 synonymous NM_001001968.1c.681A>T p.(=) 0.09 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs11628297 2.00E-04 9.999E-1 (pos.21109170) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneT=0, A=35 T=0.0, A=1.0 0.00001 543.902 35 T=0/0, A=10/25

chr14:21109141 C/T C T SNV OR6S1 OR6S1:exonic:NM_001001968.1 1 96.67 1 missense NM_001001968.1c.710G>A p.Arg237His 0.1 0.03 29 0.993 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs17277522 0.4434 YES 7.517E-1;0.0 (pos.21109141) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneC=2, T=58 C=0.0333, T=0.9667 0.00001 841.442 60 C=1/1, T=24/34

chr21:43732425 C/T C T SNV TFF3 TFF3:intronic:NM_003226.3 1 57.14 intronic NM_003226.3c.272-46G>Ap.? -0.16 Trefoil (P-type) domainrs533093 0.403 YES 5.077E-2 (pos.43732425) Trefoil factor 3 (intestinal)cytoplasm,defense response,digestion,extracellular exosome,extracellular region,extracellular space,molecular_function,protein binding,proteinaceous extracellular matrix,regulation of glucose metabolic process,secretory granule,wound healingAcute Kidney Injury;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Hepatitis;Hepatitis, Animal;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Mouth Diseases;Mucositis;Neoplasms;Renal Insufficiency;Stomatognathic Diseases;Urologic DiseasesC=15, T=20 C=0.4286, T=0.5714 0.00001 218.556 35 C=1/14, T=7/13

chr21:43829758 A/A G A SNV UBASH3A UBASH3A:intronic:NM_001001895.2 1 100 intronic NM_001001895.2c.354+41G>Ap.? -0.04 Histidine phosphatase superfamily (branch 1),SH3 domain,Variant SH3 domainrs11702374 0.4547 YES 2.96E-1 (pos.43829758) Ubiquitin-associated and SH3 domain-containing protein Acytosol,extracellular exosome,negative regulation of T cell receptor signaling pathway,nucleus,protein binding,regulation of cytokine productionArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Glucose Metabolism Disorders;Hypopigmentation;Immune System Diseases;Joint Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Pigmentation Disorders;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoG=0, A=62 G=0.0, A=1.0 0.00001 940.309 62 G=0/0, A=30/32

chr21:43959770 G/G A G SNV SLC37A1 SLC37A1:intronic:NM_018964.3 1 100 intronic NM_018964.3c.486+13A>Gp.? -1.21 Major Facilitator Superfamilyrs228063 0.1947 YES 2.707E-1;0.0 (pos.43959770) Solute carrier family 37 (glycerol-3-phosphate transporter), member 1carbohydrate transport,endoplasmic reticulum membrane,glucose 6-phosphate:inorganic phosphate antiporter activity,glucose-6-phosphate transport,integral component of endoplasmic reticulum membrane,membrane,phosphate ion transmembrane transportA=0, G=23 A=0.0, G=1.0 0.00001 316.456 23 A=0/0, G=9/14

chr21:43963759 G/G A G SNV SLC37A1 SLC37A1:intronic:NM_018964.3 1 100 intronic NM_018964.3c.730+47A>Gp.? -0.07 Major Facilitator Superfamilyrs228075 0.1294 YES 4.67E-1 (pos.43963759) Solute carrier family 37 (glycerol-3-phosphate transporter), member 1carbohydrate transport,endoplasmic reticulum membrane,glucose 6-phosphate:inorganic phosphate antiporter activity,glucose-6-phosphate transport,integral component of endoplasmic reticulum membrane,membrane,phosphate ion transmembrane transportA=0, G=34 A=0.0, G=1.0 0.00001 524.186 34 A=0/0, G=20/14

chr11:123813823 G/A G A SNV OR6T1 OR6T1:exonic:NM_001005187.1 1 47.62 1 synonymous NM_001005187.1c.723C>T p.(=) 0.25 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs7129884 0.3337 YES 4E-1 (pos.123813823) G-protein coupled receptor signaling pathway,G-protein coupled serotonin receptor activity,G-protein coupled serotonin receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,neurotransmitter receptor activity,olfactory receptor activity,plasma membraneG=11, A=10 G=0.5238, A=0.4762 0.00001 82.2499 21 G=8/3, A=4/6

chr21:43999983 C/C T C SNV SLC37A1 SLC37A1:intronic:NM_018964.3 1 100 intronic NM_018964.3c.1586+73T>Cp.? -1.31 Major Facilitator Superfamilyrs453592 YES Solute carrier family 37 (glycerol-3-phosphate transporter), member 1carbohydrate transport,endoplasmic reticulum membrane,glucose 6-phosphate:inorganic phosphate antiporter activity,glucose-6-phosphate transport,integral component of endoplasmic reticulum membrane,membrane,phosphate ion transmembrane transportT=0, C=26 T=0.0, C=1.0 0.00001 371.42 26 T=0/0, C=9/17

chr21:44000366 G/G A G SNV SLC37A1 SLC37A1:intronic:NM_018964.3 1 100 intronic NM_018964.3c.1587-89A>Gp.? -1.15 Major Facilitator Superfamilyrs388907 0.2634 YES Solute carrier family 37 (glycerol-3-phosphate transporter), member 1carbohydrate transport,endoplasmic reticulum membrane,glucose 6-phosphate:inorganic phosphate antiporter activity,glucose-6-phosphate transport,integral component of endoplasmic reticulum membrane,membrane,phosphate ion transmembrane transportA=0, G=22 A=0.0, G=1.0 0.00001 303.261 22 A=0/0, G=7/15

chr21:44163839 G/G A G SNV PDE9A PDE9A:intronic:NM_002606.2 1 100 intronic NM_002606.2c.569-47A>Gp.? -2.68 3'5'-cyclic nucleotide phosphodiesterasers386818962,rs6586344 0.017 YES 9.46E-1 (pos.44163839) Phosphodiesterase 9A3',5'-cyclic-GMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,Golgi apparatus,cGMP catabolic process,cGMP metabolic process,cGMP-mediated signaling,cytosol,endoplasmic reticulum,metal ion binding,perikaryon,perinuclear region of cytoplasm,positive regulation of cardiac muscle hypertrophy,protein binding,ruffle membrane,sarcolemma,signal transduction3-isobutyl-1-methyl-7H-xanthine,Caffeine,Gamma-GlutamylS-(2-Iodobenzyl)CysteinylGlycine,TrapidilA=0, G=20 A=0.0, G=1.0 0.00001 263.693 20 A=0/0, G=17/3

chr21:44180866 AC/A AC A INDEL PDE9A PDE9A:intronic:NM_002606.2 1 100 intronic NM_002606.2c.1003-69AC>Ap.? -0.01, 0.0 3'5'-cyclic nucleotide phosphodiesterasers34765923,rs397867031,rs540381503,rs55905735,rs761253943,rs796664815YES Phosphodiesterase 9A3',5'-cyclic-GMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,Golgi apparatus,cGMP catabolic process,cGMP metabolic process,cGMP-mediated signaling,cytosol,endoplasmic reticulum,metal ion binding,perikaryon,perinuclear region of cytoplasm,positive regulation of cardiac muscle hypertrophy,protein binding,ruffle membrane,sarcolemma,signal transduction3-isobutyl-1-methyl-7H-xanthine,Caffeine,Gamma-GlutamylS-(2-Iodobenzyl)CysteinylGlycine,TrapidilAC=0, A=29 AC=0.0, A=1.0 0.00001 268.248 29 AC=0/0, A=13/16

chr21:44195374 G/A G A SNV PDE9A PDE9A:intronic:NM_002606.2 1 51.85 intronic NM_002606.2c.1769-16G>Ap.? -0.24 3'5'-cyclic nucleotide phosphodiesterasers763665858,rs9637296 0.1698 YES 1.058E-1;3.353E-3;0.0 (pos.44195374) Phosphodiesterase 9A3',5'-cyclic-GMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,Golgi apparatus,cGMP catabolic process,cGMP metabolic process,cGMP-mediated signaling,cytosol,endoplasmic reticulum,metal ion binding,perikaryon,perinuclear region of cytoplasm,positive regulation of cardiac muscle hypertrophy,protein binding,ruffle membrane,sarcolemma,signal transduction3-isobutyl-1-methyl-7H-xanthine,Caffeine,Gamma-GlutamylS-(2-Iodobenzyl)CysteinylGlycine,TrapidilG=13, A=14 G=0.4815, A=0.5185 0.00001 134.88 27 G=6/7, A=11/3

chr19:14910438 T/T C T SNV OR7C1 OR7C1:exonic:NM_198944.1 1 100 1 missense NM_198944.1c.511G>A p.Glu171Lys -3.76 0.34 56 0.017 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs10415312 0.0902 YES 1.0 (pos.14910438) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,spermatogenesisC=0, T=36 C=0.0, T=1.0 0.00001 567.775 36 C=0/0, T=8/28

chr19:14910573 T/T C T SNV OR7C1 OR7C1:exonic:NM_198944.1 1 100 1 missense NM_198944.1c.376G>A p.Val126Ile 1.72 1 29 0.007 0.02(COSM6353675)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs10415562 0.2393 YES 8.875E-1 (pos.14910573) carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,spermatogenesisC=0, T=44 C=0.0, T=1.0 0.00001 712.84 44 C=0/0, T=9/35

chr19:9362443 C/T C T SNV OR7E24 OR7E24:exonic:NM_001079935.1 1 45.45 1 missense NM_001079935.1c.724C>T p.Pro242Ser 0.56 1 74 0 0(COSM5002335),0.01(COSM3681129)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs2240928 0.2561 YES 5.661E-1;0.0 (pos.9362443)acute_myeloid_leukaemia,ductal_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneC=30, T=25 C=0.5455, T=0.4545 0.00001 232.695 55 C=22/8, T=17/8

chr11:124440362 C/G C G SNV OR8A1 OR8A1:exonic:NM_001005194.1 1 56 1 missense NM_001005194.1c.398C>G p.Thr133Arg 3.4 0.01 71 0.956 0.95(COSM3752196)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs55861866 0.3472 YES 2.764E-1;0.0 (pos.124440362)adenocarcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneAnxiety Disorders;Mental Disorders C=11, G=14 C=0.44, G=0.56 0.00001 134.35 25 C=6/5, G=9/5

chr11:124179835 C/T C T SNV OR8D1 OR8D1:exonic:NM_001002917.1 1 53.33 1 synonymous NM_001002917.1c.828G>A p.(=) -2.82 0.03(COSM3998297)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs4936918 0.3936 YES 4.338E-1 (pos.124179835)acute_myeloid_leukaemia,carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneC=14, T=16 C=0.4667, T=0.5333 0.00001 159.925 30 C=3/11, T=8/8

chr21:45089877 A/A G A SNV RRP1B RRP1B:intronic:NM_015056.2 1 100 intronic NM_015056.2c.213+30G>Ap.? 0.59 Nucleolar protein,Nop52rs2838344 0.4135 YES 8.013E-1 (pos.45089877) Ribosomal RNA-processing protein 1, S. cerevisiae, homolog of, BRNA binding,RNA polymerase II transcription coactivator activity,cellular response to virus,cytosol,euchromatin,granular component,heterochromatin,negative regulation of GTPase activity,negative regulation of phosphatase activity,nucleolus,nucleus,positive regulation by host of viral transcription,positive regulation of apoptotic process,positive regulation of transcription from RNA polymerase II promoter,preribosome, large subunit precursor,preribosome, small subunit precursor,protein binding,rRNA processing,regulation of RNA splicingDigestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte DisordersG=0, A=53 G=0.0, A=1.0 0.00001 782.03 53 G=0/0, A=28/25

chr11:124121199 G/C G C SNV OR8G1 OR8G1:exonic:NM_001002905.1 1 50 1 stoploss NM_001002905.1c.777G>C p.Ter259Tyr -1.74 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4268525 0.4528 YES 5.858E-1 (pos.124121199) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membrane,sensory perception of smellG=49, C=49 G=0.5, C=0.5 0.00001 551.833 98 G=37/12, C=28/21

chr21:45107285 G/G C G SNV RRP1B RRP1B:intronic:NM_015056.2 1 100 intronic NM_015056.2c.1142-112C>Gp.? 0.09 Nucleolar protein,Nop52rs2838348 YES Ribosomal RNA-processing protein 1, S. cerevisiae, homolog of, BRNA binding,RNA polymerase II transcription coactivator activity,cellular response to virus,cytosol,euchromatin,granular component,heterochromatin,negative regulation of GTPase activity,negative regulation of phosphatase activity,nucleolus,nucleus,positive regulation by host of viral transcription,positive regulation of apoptotic process,positive regulation of transcription from RNA polymerase II promoter,preribosome, large subunit precursor,preribosome, small subunit precursor,protein binding,rRNA processing,regulation of RNA splicingDigestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte DisordersC=0, G=21 C=0.0, G=1.0 0.00001 281.235 21 C=0/0, G=8/13

chr11:124120821 T/C T C SNV OR8G1 OR8G1:exonic:NM_001002905.1 1 45.45 1 synonymous NM_001002905.1c.399T>C p.(=) -2.86 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs12099154 0.2952 YES 2.62E-1 (pos.124120821) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membrane,sensory perception of smellT=18, C=15 T=0.5455, C=0.4545 0.00001 137.467 33 T=9/9, C=9/6

chr21:45215046 T/C T C SNV RRP1 RRP1:intronic:NM_003683.5 1 45.45 intronic NM_003683.5c.361-24T>Cp.? -0.56 Nucleolar protein,Nop52rs2838371 0.4416 YES 7.481E-1 (pos.45215046) RNA binding,nucleolus,nucleus,preribosome, large subunit precursor,preribosome, small subunit precursor,rRNA processingT=18, C=15 T=0.5455, C=0.4545 0.00001 143.166 33 T=15/3, C=9/6

chr21:45215055 C/G C G SNV RRP1 RRP1:intronic:NM_003683.5 1 45.45 intronic NM_003683.5c.361-15C>Gp.? 0.56 Nucleolar protein,Nop52rs2838373 0.1776 YES 2.205E-1;0.0 (pos.45215055) RNA binding,nucleolus,nucleus,preribosome, large subunit precursor,preribosome, small subunit precursor,rRNA processingC=18, G=15 C=0.5455, G=0.4545 0.00001 143.173 33 C=15/3, G=9/6

chr11:55873368 A/A G A SNV OR8H2 OR8H2:exonic:NM_001005200.1 1 100 1 missense NM_001005200.1c.850G>A p.Val284Met -0.15 1 21 0 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs1842696 0 1.0 (pos.55873368) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneG=0, A=90 G=0.0, A=1.0 0.00001 1493.12 90 G=0/0, A=47/43

chr21:45540143 A/A G A SNV PWP2 PWP2:intronic:NM_005049.2 1 100 intronic NM_005049.2c.1189-86G>Ap.? -2.17 Dip2/Utp12 Family,WD domain, G-beta repeatrs2855653 YES PWP2 periodic tryptophan protein, yeast, homolog ofPwp2p-containing subcomplex of 90S preribosome,RNA binding,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),nucleoplasm,rRNA processing,ribosomal small subunit assembly,small-subunit processome,snoRNA bindingG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=17/4

chr11:56127746 G/G A G SNV OR8J1 OR8J1:exonic:NM_001005205.2 1 100 1 synonymous NM_001005205.2c.24A>G p.(=) -3.2 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs7942390 0.1177 YES 8.512E-1 (pos.56127746) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneA=0, G=25 A=0.0, G=1.0 0.00001 352.734 25 A=0/0, G=10/15

chr21:45550460 T/T TC T INDEL PWP2 PWP2:intronic:NM_005049.2 1 100 intronic NM_005049.2c.2586-19TC>Tp.? -1.13, -0.6 Dip2/Utp12 Family,WD domain, G-beta repeatrs11311220,rs200724221,rs397735285YES 1.0 (pos.45550460) PWP2 periodic tryptophan protein, yeast, homolog ofPwp2p-containing subcomplex of 90S preribosome,RNA binding,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),nucleoplasm,rRNA processing,ribosomal small subunit assembly,small-subunit processome,snoRNA bindingTC=0, T=74 TC=0.0, T=1.0 0.00001 1088.45 74 TC=0/0, T=50/24

chr11:56128524 T/T C T SNV OR8J1 OR8J1:exonic:NM_001005205.2 1 100 1 synonymous NM_001005205.2c.802C>T p.(=) -6.11 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs7928704 0.1172 YES 8.511E-1 (pos.56128524) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneC=0, T=188 C=0.0, T=1.0 0.00001 3149.15 188 C=0/0, T=89/99

chr21:45651413 G/G A G SNV ICOSLG ICOSLG:intronic:NM_015259.5 1 100 intronic NM_015259.5c.698-86T>Cp.? 0.01 CD80-like C2-set immunoglobulin domain,Immunoglobulin V-set domainrs3746962 YES Inducible T-cell co-stimulator ligandB cell activation,T cell activation,T cell costimulation,adaptive immune response,defense response,extracellular exosome,hyperosmotic response,integral component of membrane,plasma membrane,positive regulation of activated T cell proliferation,receptor binding,signal transductionCeliac Disease;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Malabsorption Syndromes;Metabolic Diseases;Nutritional and Metabolic DiseasesA=0, G=68 A=0.0, G=1.0 0.00001 1044.42 68 A=0/0, G=28/40

chr11:56113516 C/C T C SNV OR8K1 OR8K1:exonic:NM_001002907.1 1 100 1 missense NM_001002907.1c.2T>C p.Met1Thr -0.02 0.01 81 0.009 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs1905055 0.3417 YES 8.781E-1 (pos.56113516) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneT=0, C=24 T=0.0, C=1.0 0.00001 334.79 24 T=0/0, C=16/8

chr21:45743594 T/T C T SNV PFKL PFKL:intronic:NM_002626.5 1 100 intronic NM_002626.5c.1498-55C>Tp.? -5.78 Phosphofructokinasers12482028 YES Phosphofructokinase, liver type6-phosphofructokinase activity,6-phosphofructokinase complex,ATP binding,canonical glycolysis,cytosol,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,fructose 1,6-bisphosphate metabolic process,fructose 6-phosphate metabolic process,fructose binding,fructose-6-phosphate binding,glycolytic process,identical protein binding,kinase binding,membrane,metal ion binding,negative regulation of insulin secretion,neutrophil degranulation,protein binding,protein homotetramerization,protein oligomerization,response to glucose,secretory granule lumenC=0, T=28 C=0.0, T=1.0 0.00001 408.871 28 C=0/0, T=9/19

chr21:45750248 A/A G A SNV C21orf2 C21orf2:intronic:NM_001271441.1 1 100 intronic NM_001271441.1c.1000-39C>Tp.? -2.53 rs11552067 0.4164 YES 3.297E-1 (pos.45750248) Chromosome 21 open reading frame 2DNA damage response, detection of DNA damage,ciliary basal body,cilium assembly,cytoplasm,cytoskeleton organization,mitochondrion,molecular_function,photoreceptor connecting cilium,photoreceptor outer segment,plasma membrane,protein binding,regulation of cell shape,smoothened signaling pathwayG=0, A=51 G=0.0, A=1.0 0.00001 754.582 51 G=0/0, A=20/31

chr21:45942111 G/G A G SNV TSPEAR TSPEAR:intronic:NM_144991.2 1 100 intronic NM_144991.2c.1337-116T>Cp.? -0.09 EPTP domain rs233230,rs386819161 YES Thrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,extracellular region,molecular_function,sensory perception of sound,stereociliumA=0, G=85 A=0.0, G=1.0 0.00001 1389.79 85 A=0/0, G=41/44

chr11:56086147 G/G T G SNV OR8K3 OR8K3:exonic:NM_001005202.1 1 100 1 missense NM_001005202.1c.365T>G p.Leu122Arg 4.74 1 102 0 0.75(COSM4438236)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs960193 0.3423 YES 8.79E-1;0.0 (pos.56086147)squamous_cell_carcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,odorant binding,olfactory receptor activity,plasma membraneT=0, G=21 T=0.0, G=1.0 0.00001 281.232 21 T=0/0, G=10/11

chr12:48919796 C/T C T SNV OR8S1 OR8S1:exonic:NM_001005203.2 1 50 1 missense NM_001005203.2c.382C>T p.Arg128Cys -0.82 0.02 180 0.003 7 transmembrane receptor (rhodopsin family),Olfactory receptorrs12425460 0.4688 YES 7.244E-1 (pos.48919796) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,transmembrane signaling receptor activityFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=21, T=21 C=0.5, T=0.5 0.00001 228.879 42 C=9/12, T=14/7

chr11:56468047 GT/GT AC GT MNV

OR9G1,OR9

G9 OR9G9:exonic:NM_001013358.2, OR9G1:exonic:NM_001005213.1 2
100

1 missense NM_001005213.1, NM_001013358.2c.184_185delACinsGT, c.184_185delACinsGTp.Thr62Val, p.Thr62Val 0.18, 2.73 0.15, 0.15 69.0, 69.0 0.0, 0.0 0.51(COSM4590172)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs2865519,rs2865520,rs71458233,rs748835750,rs755875476,rs768212997,rs779802183,rs879516898YES 0.0 (pos.56468045),7.744E-1 (pos.56468047),7.746E-1;0.0;0.0;0.0 (pos.56468044),9.993E-1;0.0;0.0 (pos.56468048)adenocarcinoma,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneAC=0, GT=56AC=0.0, GT=1.0 0.00001 837.614 56 AC=0/0, GT=20/36

chr11:56468198 A/G A G SNV

OR9G1,OR9

G9 OR9G9:exonic:NM_001013358.2, OR9G1:exonic:NM_001005213.1 1
50

1 missense NM_001005213.1, NM_001013358.2c.335A>G, c.335A>Gp.Tyr112Cys, p.Tyr112Cys 0.23 0.02, 0.02 194.0, 194.01.0, 1.0 0.18(COSM4590301)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4990194,rs775651567,rs796788592YES 0.0 (pos.56468195),4.998E-1 (pos.56468198)adenocarcinoma,basal_cell_carcinoma,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneA=26, G=26 A=0.5, G=0.5 0.00001 256.249 52 A=13/13, G=19/7

chr11:56468200 C/T C T SNV

OR9G1,OR9

G9 OR9G9:exonic:NM_001013358.2, OR9G1:exonic:NM_001005213.1 1
50

1 synonymous NM_001005213.1, NM_001013358.2c.337C>T, c.337C>Tp.(=), p.(=) -0.28 0.08(COSM4594785)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs4990195,rs796788592 YES 4.998E-1 (pos.56468200) adenocarcinoma,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneC=26, T=26 C=0.5, T=0.5 0.00001 256.254 52 C=13/13, T=19/7

chr11:56468202 G/A G A SNV

OR9G1,OR9

G9 OR9G9:exonic:NM_001013358.2, OR9G1:exonic:NM_001005213.1 1
50

1 synonymous NM_001005213.1, NM_001013358.2c.339G>A, c.339G>Ap.(=), p.(=) -2.89 0.11(COSM4595047)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs372282722,rs4990196,rs796788592YES 4.998E-1 (pos.56468202) adenocarcinoma,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneG=26, A=26 G=0.5, A=0.5 0.00001 256.251 52 G=13/13, A=19/7

chr11:56468440 G/T G T SNV

OR9G1,OR9

G9 OR9G9:exonic:NM_001013358.2, OR9G1:exonic:NM_001005213.1 1
50

1 missense NM_001005213.1, NM_001013358.2c.577G>T, c.577G>Tp.Gly193Cys, p.Gly193Cys -1.08 0.1, 0.1 159.0, 159.00.885, 0.885 0.08(COSM4591451)7 transmembrane receptor (rhodopsin family),Olfactory receptorrs12421330 YES 3.999E-1;2.454E-4 (pos.56468440)acute_myeloid_leukaemia,adenocarcinoma,adrenal_cortical_adenoma,basal_cell_carcinoma,carcinoma,squamous_cell_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membraneG=170, T=170G=0.5, T=0.5 0.00001 1876.62 340 G=102/68, T=96/74

chr17:45885687 G/G A G SNV OSBPL7 OSBPL7:exonic:NM_145798.2 1 100 23 synonymous NM_145798.2c.2499T>C p.(=) -1.52 0.05(COSM1750105)Oxysterol-binding protein,PH domain,Pleckstrin homology domainrs9907142 0.053 YES 8.089E-1 (pos.45885687) carcinoma,neoplasm,transitional_cell_carcinomaOxysterol-binding protein-like protein 7autophagosome,bile acid biosynthetic process,cellular response to cholesterol,cholesterol binding,cytosol,endoplasmic reticulum membrane,perinuclear endoplasmic reticulum,plasma membrane,positive regulation of proteasomal protein catabolic process,protein binding,regulation of autophagy,sterol transport,sterol transporter activityA=0, G=37 A=0.0, G=1.0 0.00001 583.705 37 A=0/0, G=19/18

chr2:190617643 G/G A G SNV OSGEPL1 OSGEPL1:exonic:NM_022353.2 1 100 6 synonymous NM_022353.2c.1026T>C p.(=) -0.44 Glycoprotease familyrs2243876 5.00E-04 YES 1.0 (pos.190617643) EKC/KEOPS complex,N(6)-L-threonylcarbamoyladenine synthase,metal ion binding,metalloendopeptidase activity,mitochondrion,proteolysis,tRNA threonylcarbamoyladenosine modificationA=0, G=61 A=0.0, G=1.0 0.00001 921.854 61 A=0/0, G=38/23

chr21:46078220 C/C T C SNV

KRTAP12-

3,TSPEAR KRTAP12-3:utr_3:NM_198697.2, TSPEAR:intronic:NM_144991.2 1
100

intronic NM_144991.2, NM_198697.2c.82+53128A>G, c.324T>Cp.?, p.? 0.71 EPTP domain,Keratin, high sulfur B2 proteinrs9306112 0.3382 YES 6.591E-1 (pos.46078220) Thrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,keratin filament,keratinization,molecular_function,sensory perception of sound,stereociliumT=0, C=204 T=0.0, C=1.0 0.00001 3310.73 204 T=0/0, C=81/123

chr2:26741961 A/A G A SNV OTOF OTOF:exonic:NM_194248.2 1 100 4 missense NM_194248.2c.244C>T p.Arg82Cys 1.15 0.04 180 0.002 0.7(COSM3758163)C2 domain,FerB (NUC096) domain,FerI (NUC094) domain,Ferlin C-terminusrs13031859 0.485 YES 1.07E-1 (pos.26741961) adenocarcinoma,ductal_carcinomaOtoferlin basolateral plasma membrane,calcium ion binding,cell junction,cytosol,endoplasmic reticulum membrane,integral component of membrane,membrane fusion,molecular_function,presynapse,sensory perception of sound,synaptic vesicle exocytosis,synaptic vesicle membraneDeafness;Ear Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersBenign/Likely benignG=0, A=63 G=0.0, A=1.0 0.00001 955.892 63 G=0/0, A=31/32

chr12:80712420 A/A G A SNV OTOGL OTOGL:exonic:NM_173591.3 1 100 32 synonymous NM_173591.3c.3702G>A p.(=) 0.52 Alpha-L-arabinofuranosidase B (ABFB) domain,C8 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs10778725 0.0191 YES 9.489E-1 (pos.80712420) Otogelin-like protein Benign G=0, A=30 G=0.0, A=1.0 0.00001 446.637 30 G=0/0, A=17/13

chr12:80747242 G/G A G SNV OTOGL OTOGL:exonic:NM_173591.3 1 100 45 missense NM_173591.3c.5518A>G p.Ile1840Val 0.99 0.21 29 0.011 0.15(COSM5425994),0.15(COSM5425995)Alpha-L-arabinofuranosidase B (ABFB) domain,C8 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs7297767 0.1402 YES 8.267E-1 (pos.80747242) acute_myeloid_leukaemiaOtogelin-like protein Benign A=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=9/18

chr21:46102090 C/C T C SNV

KRTAP12-

1,TSPEAR KRTAP12-1:upstream:NM_181686.1, TSPEAR:intronic:NM_144991.2 1
100

intronic NM_144991.2, NM_181686.1c.82+29258A>G, c.-52A>Gp.?, p.? -0.29 EPTP domain rs8129858 0.3473 YES 6.071E-1 (pos.46102090) Thrombospondin-type laminin G domain and EAR repeatscell surface,ciliary membrane,cytosol,extracellular region,keratin filament,keratinization,molecular_function,protein binding,sensory perception of sound,stereociliumT=0, C=31 T=0.0, C=1.0 0.00001 465.816 31 T=0/0, C=8/23

chr21:46321659 C/A C A SNV ITGB2 ITGB2:intronic:NM_000211.4 1 55.38 intronic NM_000211.4c.500-11G>Tp.? 0.11 Integrin beta chain VWA domain,Integrin beta cytoplasmic domain,Integrin beta tail domain,Integrin plexin domainrs55865320 0.1887 YES 8.169E-2;1.172E-4 (pos.46321659) Integrin, beta-2 (antigen CD18 (p95), lymphocyte function-associated antigen-1; macrophage antigen, beta polypeptide)ICAM-3 receptor activity,aging,amyloid-beta binding,amyloid-beta clearance,apoptotic process,cell adhesion,cell adhesion molecule binding,cell surface,cell-cell adhesion via plasma-membrane adhesion molecules,cell-cell signaling,cell-matrix adhesion,cellular extravasation,cellular response to low-density lipoprotein particle stimulus,complement component C3b binding,cytoplasmic region,endodermal cell differentiation,endothelial cell migration,external side of plasma membrane,extracellular exosome,extracellular matrix organization,extracellular vesicle,ficolin-1-rich granule membrane,heat shock protein binding,heterotypic cell-cell adhesion,inflammatory response,integrin alphaL-beta2 complex,integrin alphaM-beta2 complex,integrin complex,integrin-mediated signaling pathway,leukocyte cell-cell adhesion,leukocyte migration,leukocyte migration involved in inflammatory response,membrane,metal ion binding,natural killer cell activation,neutrophil chemotaxis,neutrophil degranulation,neutrophil migration,phagocytosisAcneiform Eruptions;Autoimmune Diseases;Behcet Syndrome;Calcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Chloracne;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatitis;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Heart Diseases;Heart Valve Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hereditary Autoinflammatory Diseases;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Kidney Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Leukocyte Disorders;Leukocyte-Adhesion Deficiency Syndrome;Lung Diseases;Male Urogenital Diseases;Metabolic Diseases;Mouth Diseases;Neoplasms;Neoplasms by Histologic Type;Nephritis;Nephrosis;Nutritional and Metabolic Diseases;Panuveitis;Pneumonia;Respiratory Tract Diseases;Respiratory Tract Infections;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, VasculSimvastatinLikely benign C=29, A=36 C=0.4462, A=0.5538 0.00001 372.452 65 C=15/14, A=24/12

chr12:80752660 G/G A G SNV OTOGL OTOGL:exonic:NM_173591.3 1 100 51 missense NM_173591.3c.6220A>G p.Ile2074Val 0.49 1 29 0 Alpha-L-arabinofuranosidase B (ABFB) domain,C8 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs2034528 0.0758 YES 1.0 (pos.80752660) Otogelin-like protein Benign,Uncertain significanceA=0, G=42 A=0.0, G=1.0 0.00001 685.213 42 A=0/0, G=12/30

chr21:46925425 C/A C A SNV COL18A1 COL18A1:intronic:NM_030582.3 1 50 intronic NM_030582.3c.3618+80C>Ap.? 0.12 Collagen triple helix repeat (20 copies),Collagenase NC10 and Endostatin,Concanavalin A-like lectin/glucanases superfamily,Domain of Unknown Function (DUF959)rs62214274 YES Collagen XVIII, alpha-1 polypeptideangiogenesis,animal organ morphogenesis,basement membrane,cell adhesion,collagen catabolic process,collagen trimer,endoplasmic reticulum lumen,endothelial cell morphogenesis,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,metal ion binding,negative regulation of cell proliferation,positive regulation of cell migration,positive regulation of cell proliferation,positive regulation of endothelial cell apoptotic process,response to drug,response to hydrostatic pressure,structural molecule activity,visual perceptionCalcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Encephalocele;Eye Diseases;Gastrointestinal Diseases;Heart Diseases;Heart Valve Diseases;Hemangiosarcoma;Intellectual Disability;Intestinal Diseases;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Vascular Tissue;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic Diseases;Retinal Detachment;Retinal Diseases;SarcomaC=22, A=22 C=0.5, A=0.5 0.00001 243.622 44 C=1/21, A=2/20



chr12:80761430 A/A G A SNV OTOGL OTOGL:exonic:NM_173591.3 1 100 53 missense NM_173591.3c.6394G>A p.Ala2132Thr 2.2 1 58 0 0.16(COSM5425455),0.16(COSM5425456)Alpha-L-arabinofuranosidase B (ABFB) domain,C8 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs1551118 0.1615 YES 7.672E-1 (pos.80761430) acute_myeloid_leukaemiaOtogelin-like protein Benign G=0, A=183 G=0.0, A=1.0 0.00001 3045.42 183 G=0/0, A=73/110

chr21:47417975 G/G A G SNV COL6A1 COL6A1:intronic:NM_001848.2 1 100 intronic NM_001848.2c.1525-60A>Gp.? -1.69 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs3737437 0.1478 YES Collagen VI, alpha-1 polypeptidecell adhesion,cellular response to amino acid stimulus,collagen catabolic process,collagen type VI trimer,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,lysosomal membrane,membrane,osteoblast differentiation,platelet-derived growth factor binding,protein complex,protein heterotrimerization,proteinaceous extracellular matrix,sarcolemmaAbortion, Spontaneous;Bone Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Joint Diseases;Lung Diseases;Lung Neoplasms;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Ossification of Posterior Longitudinal Ligament;Pregnancy Complications;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Spinal Diseases;Thoracic NeoplasmsBenign A=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=11/10

chr21:47420761 A/A G A SNV COL6A1 COL6A1:intronic:NM_001848.2 1 100 intronic NM_001848.2c.1822+80G>Ap.? -0.6 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs7283989 0.4541 YES Collagen VI, alpha-1 polypeptidecell adhesion,cellular response to amino acid stimulus,collagen catabolic process,collagen type VI trimer,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,lysosomal membrane,membrane,osteoblast differentiation,platelet-derived growth factor binding,protein complex,protein heterotrimerization,proteinaceous extracellular matrix,sarcolemmaAbortion, Spontaneous;Bone Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Joint Diseases;Lung Diseases;Lung Neoplasms;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Ossification of Posterior Longitudinal Ligament;Pregnancy Complications;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Spinal Diseases;Thoracic NeoplasmsBenign G=0, A=20 G=0.0, A=1.0 0.00001 263.741 20 G=0/0, A=14/6

chr21:47420769 G/G A G SNV COL6A1 COL6A1:intronic:NM_001848.2 1 100 intronic NM_001848.2c.1822+88A>Gp.? -1.14 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs7276782 0.1505 YES Collagen VI, alpha-1 polypeptidecell adhesion,cellular response to amino acid stimulus,collagen catabolic process,collagen type VI trimer,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,lysosomal membrane,membrane,osteoblast differentiation,platelet-derived growth factor binding,protein complex,protein heterotrimerization,proteinaceous extracellular matrix,sarcolemmaAbortion, Spontaneous;Bone Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Joint Diseases;Lung Diseases;Lung Neoplasms;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Ossification of Posterior Longitudinal Ligament;Pregnancy Complications;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Spinal Diseases;Thoracic NeoplasmsBenign A=0, G=20 A=0.0, G=1.0 0.00001 263.751 20 A=0/0, G=14/6

chr21:47422412 T/T C T SNV COL6A1 COL6A1:intronic:NM_001848.2 1 100 intronic NM_001848.2c.2251-29C>Tp.? -0.12 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs35796750 0.4555 YES 7.112E-1 (pos.47422412) Collagen VI, alpha-1 polypeptidecell adhesion,cellular response to amino acid stimulus,collagen catabolic process,collagen type VI trimer,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,lysosomal membrane,membrane,osteoblast differentiation,platelet-derived growth factor binding,protein complex,protein heterotrimerization,proteinaceous extracellular matrix,sarcolemmaAbortion, Spontaneous;Bone Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Joint Diseases;Lung Diseases;Lung Neoplasms;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Ossification of Posterior Longitudinal Ligament;Pregnancy Complications;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Spinal Diseases;Thoracic NeoplasmsBenign C=0, T=80 C=0.0, T=1.0 0.00001 1289.36 80 C=0/0, T=50/30

chr21:47423133 G/G C G SNV COL6A1 COL6A1:intronic:NM_001848.2 1 100 intronic NM_001848.2c.2464+70C>Gp.? -0.67 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs2236489 0.153 YES Collagen VI, alpha-1 polypeptidecell adhesion,cellular response to amino acid stimulus,collagen catabolic process,collagen type VI trimer,endodermal cell differentiation,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,lysosomal membrane,membrane,osteoblast differentiation,platelet-derived growth factor binding,protein complex,protein heterotrimerization,proteinaceous extracellular matrix,sarcolemmaAbortion, Spontaneous;Bone Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Joint Diseases;Lung Diseases;Lung Neoplasms;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Ossification of Posterior Longitudinal Ligament;Pregnancy Complications;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Spinal Diseases;Thoracic NeoplasmsC=0, G=21 C=0.0, G=1.0 0.00001 284.422 21 C=0/0, G=3/18

chr21:47542861 G/G A G SNV COL6A2 COL6A2:intronic:NM_001849.3 1 100 intronic NM_001849.3c.1671+10A>Gp.? -3.34 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs915786 0.1829 YES 8.796E-1 (pos.47542861) Collagen VI, alpha-2 polypeptidecell adhesion,collagen catabolic process,collagen trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,extracellular vesicle,protein binding,protein complex,protein heterotrimerization,proteinaceous extracellular matrix,response to glucose,sarcolemmaArthritis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Genetic Diseases, Inborn;Joint Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular Diseases;Osteoarthritis;Rheumatic DiseasesBenign/Likely benignA=0, G=30 A=0.0, G=1.0 0.00001 446.625 30 A=0/0, G=11/19

chr12:80761465 A/A G A SNV OTOGL OTOGL:exonic:NM_173591.3 1 100 53 synonymous NM_173591.3c.6429G>A p.(=) 0.9 0.29(COSM4147484),0.29(COSM4147485)Alpha-L-arabinofuranosidase B (ABFB) domain,C8 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs2717482 0.0786 YES 9.999E-1 (pos.80761465) neoplasm Otogelin-like protein Benign G=0, A=181 G=0.0, A=1.0 0.00001 3004.1 181 G=0/0, A=71/110

chr12:80771813 A/A G A SNV OTOGL OTOGL:exonic:NM_173591.3 1 100 58 synonymous NM_173591.3c.7020G>A p.(=) -1.55 0.02(COSM5425457),0.02(COSM5425458)Alpha-L-arabinofuranosidase B (ABFB) domain,C8 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs2717477 0.1609 YES 7.737E-1 (pos.80771813) acute_myeloid_leukaemiaOtogelin-like protein Benign G=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=11/13

chr21:47588646 G/A G A SNV SPATC1L SPATC1L:intronic:NM_001142854.1 1 57.14 intronic NM_001142854.1c.194-74C>Tp.? -2.71 Speriolin C-terminus,Speriolin N terminusrs11909543 YES biological_process,cellular_component,centrosome,molecular_function,protein bindingG=33, A=44 G=0.4286, A=0.5714 0.00001 491.684 77 G=13/20, A=35/9

chr21:47633789 G/G C G SNV LSS LSS:intronic:NM_001001438.2 1 100 intronic NM_001001438.2c.1012-40G>Cp.? 0.03 Prenyltransferase and squalene oxidase repeat,Squalene-hopene cyclase C-terminal domain,Squalene-hopene cyclase N-terminal domainrs9974665 0.393 YES 1.491E-1;0.0 (pos.47633789) Lanosterol synthase,Limb region 1, mouse, homolog ofcholesterol biosynthetic process,endoplasmic reticulum membrane,intramolecular transferase activity,lanosterol synthase activity,lipid droplet,membrane,regulation of cholesterol biosynthetic process,regulation of protein stability,steroid biosynthetic processCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesLanosterol,R048-8071 C=0, G=100 C=0.0, G=1.0 0.00001 1702.26 100 C=0/0, G=67/33

chr21:47639492 G/G C G SNV LSS LSS:intronic:NM_001001438.2 1 100 intronic NM_001001438.2c.551-6G>Cp.? -0.5 0.02(COSM6351822)Prenyltransferase and squalene oxidase repeat,Squalene-hopene cyclase C-terminal domain,Squalene-hopene cyclase N-terminal domainrs2277826 0.4072 YES 7.031E-1;0.0 (pos.47639492)carcinoma Lanosterol synthase,Limb region 1, mouse, homolog ofcholesterol biosynthetic process,endoplasmic reticulum membrane,intramolecular transferase activity,lanosterol synthase activity,lipid droplet,membrane,regulation of cholesterol biosynthetic process,regulation of protein stability,steroid biosynthetic processCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesLanosterol,R048-8071 C=0, G=26 C=0.0, G=1.0 0.00001 370.85 26 C=0/0, G=6/20

chr21:47656712 C/C T C SNV

MCM3AP,M

CM3AP-AS1 MCM3AP:intronic:NM_003906.4, MCM3AP-AS1:intronic_nc:NR_002776.41

100

intronic NR_002776.4, NM_003906.4c.5784+31A>Gp.? -0.22 Binding region of GANP to ENY2,MCM3AP domain of GANP,Nucleoporin homology of Germinal-centre associated nuclear protein,SAC3/GANP familyrs2839166,rs908349111 0.3999 YES 1.155E-1 (pos.47656712) Minichromosome maintenance 3-associated protein, 80-kDDNA binding,cytosol,immune system process,mRNA transport,nuclear membrane,nuclear pore,nucleoplasm,nucleus,protein import into nucleus,transferase activity, transferring acyl groupsEndocrine Gland Neoplasms;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsT=0, C=65 T=0.0, C=1.0 0.00001 996.458 65 T=0/0, C=40/25

chr21:47681127 T/C T C SNV MCM3AP MCM3AP:intronic:NM_003906.4 1 47.62 intronic NM_003906.4c.3467+67A>Gp.? -0.9 Binding region of GANP to ENY2,MCM3AP domain of GANP,Nucleoporin homology of Germinal-centre associated nuclear protein,SAC3/GANP familyrs2839180 YES Minichromosome maintenance 3-associated protein, 80-kDDNA binding,cytosol,immune system process,mRNA transport,nuclear membrane,nuclear pore,nucleoplasm,nucleus,protein import into nucleus,transferase activity, transferring acyl groupsEndocrine Gland Neoplasms;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsT=11, C=10 T=0.5238, C=0.4762 0.00001 82.29 21 T=5/6, C=2/8

chr12:80750659 G/A G A SNV OTOGL OTOGL:exonic:NM_173591.3 1 50 48 missense NM_173591.3c.5957G>A p.Arg1986Gln 3.25 0.27 43 0.003 0.14(COSM4147482),0.14(COSM4147483)Alpha-L-arabinofuranosidase B (ABFB) domain,C8 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs11836060 0.1965 YES 4.223E-2 (pos.80750659) neoplasm Otogelin-like protein Benign G=23, A=23 G=0.5, A=0.5 0.00001 258.573 46 G=14/9, A=9/14

chr12:80747209 C/G C G SNV OTOGL OTOGL:exonic:NM_173591.3 1 46.43 45 missense NM_173591.3c.5485C>G p.Leu1829Val 0.24 0.03 32 0.057 Alpha-L-arabinofuranosidase B (ABFB) domain,C8 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs7312569 0.1954 YES 6.024E-2 (pos.80747209) Otogelin-like protein Benign C=15, G=13 C=0.5357, G=0.4643 0.00001 117.925 28 C=7/8, G=3/10

chr21:47766650 A/A G A SNV PCNT PCNT:intronic:NM_006031.5 1 100 intronic NM_006031.5c.721-7G>Ap.? -1.89 0.01(COSM6310235)Pericentrin-AKAP-450 domain of centrosomal targeting proteinrs2839217 0.3777 YES 4.795E-1;0.0 (pos.47766650)carcinoma,neoplasmNucleoporin 85kD,PericentrinG2/M transition of mitotic cell cycle,calmodulin binding,centriolar satellite,centriole,centrosome,ciliary basal body-plasma membrane docking,cilium assembly,cytosol,membrane,microtubule,microtubule cytoskeleton organization,microtubule organizing center,mitotic spindle organization,positive regulation of intracellular protein transport,protein binding,protein complex scaffold activity,regulation of G2/M transition of mitotic cell cycle,signal transductionBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Fetal Growth Retardation;Genetic Diseases, Inborn;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Osteochondrodysplasias;Pregnancy ComplicationsBenign G=0, A=37 G=0.0, A=1.0 0.00001 583.699 37 G=0/0, A=15/22

chr4:4199634 T/T A T SNV OTOP1 OTOP1:exonic:NM_177998.2 1 100 5 missense NM_177998.2c.927T>A p.Asp309Glu -2.1 1 45 0.108 Otopetrin rs2916414 0.2921 YES 6.525E-1 (pos.4199634) Otopetrin 1 biomineral tissue development,extracellular space,integral component of membraneA=0, T=20 A=0.0, T=1.0 0.00001 262.538 20 A=0/0, T=15/5

chr4:4204299 C/C T C SNV OTOP1 OTOP1:exonic:NM_177998.2 1 100 4 synonymous NM_177998.2c.606A>G p.(=) -0.59 Otopetrin rs2920182 0.2328 YES 6.859E-1 (pos.4204299) Otopetrin 1 biomineral tissue development,extracellular space,integral component of membraneT=0, C=227 T=0.0, C=1.0 0.00001 3735.31 227 T=0/0, C=110/117

chr21:47786494 T/T C T SNV PCNT PCNT:intronic:NM_006031.5 1 100 intronic NM_006031.5c.2610-5C>Tp.? 0.15 Pericentrin-AKAP-450 domain of centrosomal targeting proteinrs2839226 0.1948 YES 8.1E-1 (pos.47786494) Nucleoporin 85kD,PericentrinG2/M transition of mitotic cell cycle,calmodulin binding,centriolar satellite,centriole,centrosome,ciliary basal body-plasma membrane docking,cilium assembly,cytosol,membrane,microtubule,microtubule cytoskeleton organization,microtubule organizing center,mitotic spindle organization,positive regulation of intracellular protein transport,protein binding,protein complex scaffold activity,regulation of G2/M transition of mitotic cell cycle,signal transductionBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Fetal Growth Retardation;Genetic Diseases, Inborn;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Osteochondrodysplasias;Pregnancy ComplicationsBenign C=0, T=30 C=0.0, T=1.0 0.00001 446.631 30 C=0/0, T=15/15

chr20:16729016 C/G C G SNV OTOR OTOR:utr_5:NM_020157.3 1 46.58 1 utr_5 NM_020157.3c.-31C>G p.? 0.32 Variant SH3 domainrs17686413 0.0453 YES 2.315E-4 (pos.16729016) Otoraplin cartilage condensation,extracellular region,sensory perception of soundC=39, G=34 C=0.5342, G=0.4658 0.00001 336.852 73 C=20/19, G=13/21

chr21:47847852 C/C T C SNV PCNT PCNT:intronic:NM_006031.5 1 100 intronic NM_006031.5c.7494+143T>Cp.? -2.51 Pericentrin-AKAP-450 domain of centrosomal targeting proteinrs2073374 YES Nucleoporin 85kD,PericentrinG2/M transition of mitotic cell cycle,calmodulin binding,centriolar satellite,centriole,centrosome,ciliary basal body-plasma membrane docking,cilium assembly,cytosol,membrane,microtubule,microtubule cytoskeleton organization,microtubule organizing center,mitotic spindle organization,positive regulation of intracellular protein transport,protein binding,protein complex scaffold activity,regulation of G2/M transition of mitotic cell cycle,signal transductionBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Fetal Growth Retardation;Genetic Diseases, Inborn;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Osteochondrodysplasias;Pregnancy ComplicationsT=0, C=104 T=0.0, C=1.0 0.00001 1603.35 104 T=0/0, C=35/69

chr21:47852151 AG/AG A AG INDEL PCNT PCNT:intronic:NM_006031.5 1 100 intronic NM_006031.5c.8751+22A>AGp.? -0.12 Pericentrin-AKAP-450 domain of centrosomal targeting proteinrs201904039,rs5844270 0.0117 YES 1.0;0.0 (pos.47852151) Nucleoporin 85kD,PericentrinG2/M transition of mitotic cell cycle,calmodulin binding,centriolar satellite,centriole,centrosome,ciliary basal body-plasma membrane docking,cilium assembly,cytosol,membrane,microtubule,microtubule cytoskeleton organization,microtubule organizing center,mitotic spindle organization,positive regulation of intracellular protein transport,protein binding,protein complex scaffold activity,regulation of G2/M transition of mitotic cell cycle,signal transductionBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Fetal Growth Retardation;Genetic Diseases, Inborn;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Osteochondrodysplasias;Pregnancy ComplicationsA=0, AG=46 A=0.0, AG=1.0 0.00001 757.993 46 A=0/0, AG=16/30

chr21:47917170 A/A G A SNV DIP2A DIP2A:intronic:NM_015151.3 1 100 intronic NM_015151.3c.403+150G>Ap.? -0.99 AMP-binding enzyme,DMAP1-binding Domainrs2839292 YES catalytic activity,cell surface,metabolic process,multicellular organism development,negative regulation of gene expression,nucleus,protein binding,regulation of apoptotic processG=0, A=54 G=0.0, A=1.0 0.00001 800.56 54 G=0/0, A=24/30

chr21:47957332 A/A G A SNV DIP2A DIP2A:intronic:NM_015151.3 1 100 intronic NM_015151.3c.1708-27G>Ap.? -2 AMP-binding enzyme,DMAP1-binding Domainrs2070432 0.3124 YES 4.427E-1;2.335E-4 (pos.47957332) catalytic activity,cell surface,metabolic process,multicellular organism development,negative regulation of gene expression,nucleus,protein binding,regulation of apoptotic processG=0, A=28 G=0.0, A=1.0 0.00001 408.718 28 G=0/0, A=17/11

chr21:47971539 A/A G A SNV DIP2A DIP2A:intronic:NM_015151.3 1 100 intronic NM_015151.3c.2840-8G>Ap.? -0.75 AMP-binding enzyme,DMAP1-binding Domainrs2255526 0.278 YES 7.666E-1 (pos.47971539) catalytic activity,cell surface,metabolic process,multicellular organism development,negative regulation of gene expression,nucleus,protein binding,regulation of apoptotic processG=0, A=31 G=0.0, A=1.0 0.00001 465.816 31 G=0/0, A=12/19

chr21:47978321 GC/GC G GC INDEL DIP2A DIP2A:intronic:NM_015151.3 1 100 intronic NM_015151.3c.3969+15G>GCp.? -0.17 AMP-binding enzyme,DMAP1-binding Domainrs201565223,rs34920477,rs3977178660.0073 YES 9.997E-1;0.0;2.719E-4 (pos.47978321) catalytic activity,cell surface,metabolic process,multicellular organism development,negative regulation of gene expression,nucleus,protein binding,regulation of apoptotic processG=0, GC=73 G=0.0, GC=1.0 0.00001 1023.59 73 G=0/0, GC=35/38

chr21:47980570 G/G A G SNV DIP2A DIP2A:intronic:NM_015151.3 1 100 intronic NM_015151.3c.3970-65A>Gp.? -0.29 AMP-binding enzyme,DMAP1-binding Domainrs2070429 0.3055 YES catalytic activity,cell surface,metabolic process,multicellular organism development,negative regulation of gene expression,nucleus,protein binding,regulation of apoptotic processA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=11/14

chr21:47986633 A/A C A SNV DIP2A DIP2A:intronic:NM_015151.3 1 100 intronic NM_015151.3c.4463+37C>Ap.? -4.26 AMP-binding enzyme,DMAP1-binding Domainrs3819044 0.0914 YES 8.875E-1 (pos.47986633) catalytic activity,cell surface,metabolic process,multicellular organism development,negative regulation of gene expression,nucleus,protein binding,regulation of apoptotic processC=0, A=31 C=0.0, A=1.0 0.00001 465.819 31 C=0/0, A=19/12

chr20:16729048 T/C T C SNV OTOR OTOR:exonic:NM_020157.3 1 46.58 1 missense NM_020157.3c.2T>C p.Met1Thr 5.17 0 81 0.956 Variant SH3 domainrs17686437 0.0453 YES 2.312E-4 (pos.16729048) Otoraplin cartilage condensation,extracellular region,sensory perception of soundBenign T=39, C=34 T=0.5342, C=0.4658 0.00001 341.106 73 T=20/19, C=13/21

chr12:29630081 A/A G A SNV OVCH1 OVCH1:exonic:NM_001353179.1 1 100 12 missense NM_001353179.1c.1436C>T p.Thr479Ile -0.21 0.53 89 0 CUB domain,Domain of unknown function (DUF1986),Trypsinrs7975356 0.1425 YES 9.222E-1;0.0 (pos.29630081) G=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=8/17

chr22:17488727 C/C A C SNV GAB4 GAB4:intronic:NM_001037814.1 1 100 intronic NM_001037814.1c.174+104T>Gp.? 0.04 PH domain rs5748800,rs942441753 YES A=0, C=54 A=0.0, C=1.0 0.00001 797.244 54 A=0/0, C=32/22

chr12:29639186 T/C T C SNV OVCH1 OVCH1:exonic:NM_001353179.1 1 50 8 missense NM_001353179.1c.988A>G p.Lys330Glu -0.43 1 56 0 CUB domain,Domain of unknown function (DUF1986),Trypsinrs3847680 0.4156 YES 7.682E-1 (pos.29639186) T=30, C=30 T=0.5, C=0.5 0.00001 293.739 60 T=15/15, C=15/15

chr22:17586471 T/T C T SNV IL17RA IL17RA:intronic:NM_014339.6 1 100 intronic NM_014339.6c.932-10C>Tp.? -0.12 Interleukin 17 receptor D,Interleukin-17 receptor, fibronectin-III-like domain 1,SEFIR domainrs2241046,rs759512999 0.2194 YES 0.0 (pos.17586470),8.248E-1 (pos.17586471)Interleukin 17 receptor Acell surface receptor signaling pathway,cellular response to interleukin-17,cytokine-mediated signaling pathway,defense response to fungus,extracellular region,fibroblast activation,granulocyte chemotaxis,integral component of plasma membrane,interleukin-17 receptor activity,plasma membrane,positive regulation of cytokine production involved in inflammatory response,positive regulation of interleukin-13 secretion,positive regulation of interleukin-23 production,positive regulation of interleukin-5 secretion,protein binding,receptor bindingBrain Diseases;Brain Ischemia;Candidiasis, Chronic Mucocutaneous;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Dermatomycoses;Nervous System Diseases;Skin Diseases;Skin Diseases, Infectious;Skin and Connective Tissue Diseases;Vascular DiseasesBenign C=0, T=46 C=0.0, T=1.0 0.00001 768.312 46 C=0/0, T=16/30

chr22:17662591 G/G C G SNV ADA2 ADA2:intronic:NM_001282225.1 1 100 intronic NM_001282225.1c.1442+119G>Cp.? -0.77 Adenosine/AMP deaminase,Adenosine/AMP deaminase N-terminalrs11703884 YES adenosine catabolic process,adenosine deaminase activity,adenosine receptor binding,azurophil granule lumen,cellular protein metabolic process,cytosol,extracellular region,extracellular space,growth factor activity,heparin binding,hypoxanthine salvage,inosine biosynthetic process,multicellular organism development,neutrophil degranulation,protein homodimerization activity,proteoglycan binding,regulation of receptor activity,zinc ion bindingC=0, G=31 C=0.0, G=1.0 0.00001 465.739 31 C=0/0, G=15/16

chr22:17662679 T/T C T SNV ADA2 ADA2:intronic:NM_001282225.1 1 100 intronic NM_001282225.1c.1442+31G>Ap.? -1.37 Adenosine/AMP deaminase,Adenosine/AMP deaminase N-terminalrs41282461 0.3245 YES 4.891E-2 (pos.17662679) adenosine catabolic process,adenosine deaminase activity,adenosine receptor binding,azurophil granule lumen,cellular protein metabolic process,cytosol,extracellular region,extracellular space,growth factor activity,heparin binding,hypoxanthine salvage,inosine biosynthetic process,multicellular organism development,neutrophil degranulation,protein homodimerization activity,proteoglycan binding,regulation of receptor activity,zinc ion bindingC=0, T=32 C=0.0, T=1.0 0.00001 485.14 32 C=0/0, T=14/18

chr22:17662699 G/G A G SNV ADA2 ADA2:intronic:NM_001282225.1 1 100 intronic NM_001282225.1c.1442+11T>Cp.? 0.01 Adenosine/AMP deaminase,Adenosine/AMP deaminase N-terminalrs58754958 0.3349 YES 4.868E-2 (pos.17662699) adenosine catabolic process,adenosine deaminase activity,adenosine receptor binding,azurophil granule lumen,cellular protein metabolic process,cytosol,extracellular region,extracellular space,growth factor activity,heparin binding,hypoxanthine salvage,inosine biosynthetic process,multicellular organism development,neutrophil degranulation,protein homodimerization activity,proteoglycan binding,regulation of receptor activity,zinc ion bindingBenign A=0, G=32 A=0.0, G=1.0 0.00001 485.141 32 A=0/0, G=14/18

chr11:7727886 T/T C T SNV OVCH2 OVCH2:exonic:NM_198185.4 1 100 1 missense NM_198185.4c.56G>A p.Arg19Gln 0.18 0.91 43 0 0(COSM429902),0(COSM4415412)CUB domain,Trypsinrs7927138 0.3667 YES 4.736E-1 (pos.7727886) acute_myeloid_leukaemia,adenocarcinoma,carcinoma C=0, T=40 C=0.0, T=1.0 0.00001 644.249 40 C=0/0, T=20/20

chr22:17662917 C/C G C SNV ADA2 ADA2:intronic:NM_001282225.1 1 100 intronic NM_001282225.1c.1240-5C>Gp.? -0.3 0(COSM6353743),0(COSM6353744)Adenosine/AMP deaminase,Adenosine/AMP deaminase N-terminalrs3764846,rs755716078 0.3231 YES 4.907E-2;0.0;1.16E-4 (pos.17662917)carcinoma adenosine catabolic process,adenosine deaminase activity,adenosine receptor binding,azurophil granule lumen,cellular protein metabolic process,cytosol,extracellular region,extracellular space,growth factor activity,heparin binding,hypoxanthine salvage,inosine biosynthetic process,multicellular organism development,neutrophil degranulation,protein homodimerization activity,proteoglycan binding,regulation of receptor activity,zinc ion bindingBenign G=0, C=37 G=0.0, C=1.0 0.00001 583.707 37 G=0/0, C=14/23

chr22:17684355 G/G A G SNV ADA2 ADA2:intronic:NM_001282225.1 1 100 intronic NM_001282225.1c.753+98T>Cp.? -0.3 Adenosine/AMP deaminase,Adenosine/AMP deaminase N-terminalrs5747022 YES adenosine catabolic process,adenosine deaminase activity,adenosine receptor binding,azurophil granule lumen,cellular protein metabolic process,cytosol,extracellular region,extracellular space,growth factor activity,heparin binding,hypoxanthine salvage,inosine biosynthetic process,multicellular organism development,neutrophil degranulation,protein homodimerization activity,proteoglycan binding,regulation of receptor activity,zinc ion bindingA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=7/17

chr2:42990336 T/G T G SNV OXER1 OXER1:exonic:NM_148962.4 1 53.33 1 synonymous NM_148962.4c.984A>C p.(=) -1.76 0.01(COSM442907)7 transmembrane receptor (rhodopsin family)rs1992286 0.4528 YES 7.796E-1 (pos.42990336) adenocarcinoma 5(S)-hydroxyperoxy-6E,8Z,11Z,14Z-icosatetraenoic acid binding,5-hydroxy-6E,8Z,11Z,14Z-icosatetraenoic acid binding,5-oxo-6E,8Z,11Z,14Z-icosatetraenoic acid binding,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,integral component of membrane,plasma membrane,regulation of cAMP biosynthetic processT=21, G=24 T=0.4667, G=0.5333 0.00001 276.154 45 T=5/16, G=6/18

chr22:18370066 A/A C A SNV MICAL3 MICAL3:intronic:NM_015241.2 1 100 intronic NM_015241.2c.2004+23G>Tp.? -1.97 CAMSAP CH domain,Calponin homology (CH) domain,FAD binding domain,LIM domain,Protein of unknown function (DUF3585)rs4819472 0.0034 1.0 (pos.18370066) Microtubule-associated monooxygenase, calponin and LIM domains-containing 3FAD binding,actin binding,actin filament depolymerization,cell cortex,cell cycle,cell division,cell projection,cytoskeleton organization,cytosol,exocytosis,metal ion binding,midbody,nucleoplasm,nucleus,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, NAD(P)H as one donor, and incorporation of one atom of oxygen,plasma membrane,protein binding,spindleC=0, A=28 C=0.0, A=1.0 0.00001 408.711 28 C=0/0, A=10/18

chr13:97639414 T/T C T SNV OXGR1 OXGR1:exonic:NM_080818.4 1 100 4 synonymous NM_080818.4c.600G>A p.(=) -2.42 0.05(COSM3753765)7 transmembrane receptor (rhodopsin family)rs9284174 0.4657 YES 4.371E-1 (pos.97639414) acute_myeloid_leukaemia,adenocarcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,integral component of membrane,plasma membraneC=0, T=39 C=0.0, T=1.0 0.00001 628.353 39 C=0/0, T=14/25

chr22:19165216 G/A G A SNV SLC25A1 SLC25A1:intronic:NM_005984.4 1 57.14 intronic NM_005984.4c.441+24C>Tp.? 1.02 Mitochondrial carrier proteinrs2854642 0.0639 YES 5.251E-2;0.0 (pos.19165216) Solute carrier family 25 (mitochondrial citrate transporter), member 1citrate transmembrane transporter activity,extracellular exosome,fatty-acyl-CoA biosynthetic process,gluconeogenesis,integral component of membrane,mitochondrial citrate transport,mitochondrial inner membrane,mitochondrial transport,nucleus,transport,tricarboxylic acid transmembrane transport,tricarboxylic acid transmembrane transporter activityBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic DiseasesSodium Citrate G=12, A=16 G=0.4286, A=0.5714 0.00001 161.77 28 G=8/4, A=12/4

chr3:16327855 T/G T G SNV OXNAD1 OXNAD1:exonic:NM_138381.4 1 51.85 5 missense NM_138381.4c.190T>G p.Ser64Ala 1.87 0.55 99 0.001 0.75(COSM3759855)Ferric reductase NAD binding domain,Oxidoreductase NAD-binding domainrs842274 0.425 YES 5.131E-1 (pos.16327855) acute_myeloid_leukaemia,adenocarcinoma,carcinomabiological_process,cellular_component,mitochondrion,molecular_function,oxidation-reduction process,oxidoreductase activityT=13, G=14 T=0.4815, G=0.5185 0.00001 133.034 27 T=7/6, G=9/5

chr17:3568012 A/G A G SNV

P2RX5-

TAX1BP3,TA

X1BP3 P2RX5-TAX1BP3:exonic_nc:NR_037928.1, TAX1BP3:exonic:NM_014604.31

50

2 synonymous NM_014604.3, NR_037928.1c.120T>C p.(=) 0.31 PDZ domain,PDZ domain (Also known as DHR or GLGF)rs8278 0.1069 YES 6.912E-1 (pos.3568012) TAX1-binding protein 3Rho protein signal transduction,Wnt signaling pathway,actin cytoskeleton,activation of GTPase activity,beta-catenin binding,cytoplasm,cytosol,extracellular exosome,fibrillar center,intracellular,intracellular membrane-bounded organelle,negative regulation of Wnt signaling pathway,negative regulation of cell proliferation,negative regulation of protein localization to cell surface,plasma membrane,protein C-terminus binding,protein binding,regulation of Wnt signaling pathwayA=10, G=10 A=0.5, G=0.5 0.00001 82.8865 20 A=4/6, G=3/7

chr22:19959955 G/G A G SNV ARVCF ARVCF:intronic:NM_001670.2 1 100 intronic NM_001670.2c.2642-21T>Cp.? 0.79 Armadillo/beta-catenin-like repeatrs2073744,rs771720447 0.0912 YES 0.0 (pos.19959952),5.42E-1 (pos.19959955)Armadillo repeat gene deleted in VCFScalcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,cell adhesion,cytoplasm,intracellular,multicellular organism development,nucleus,plasma membrane,protein binding22q11 Deletion Syndrome;Abnormalities, Multiple;Cardiovascular Abnormalities;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DiGeorge Syndrome;Endocrine System Diseases;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hemic and Lymphatic Diseases;Hypoparathyroidism;Lymphatic Abnormalities;Lymphatic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Parathyroid Diseases;Peripheral Nervous System DiseasesA=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=9/21

chr22:19960188 C/C T C SNV ARVCF ARVCF:intronic:NM_001670.2 1 100 intronic NM_001670.2c.2641+72A>Gp.? -0.46 Armadillo/beta-catenin-like repeatrs2518823 YES Armadillo repeat gene deleted in VCFScalcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,cell adhesion,cytoplasm,intracellular,multicellular organism development,nucleus,plasma membrane,protein binding22q11 Deletion Syndrome;Abnormalities, Multiple;Cardiovascular Abnormalities;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DiGeorge Syndrome;Endocrine System Diseases;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hemic and Lymphatic Diseases;Hypoparathyroidism;Lymphatic Abnormalities;Lymphatic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Parathyroid Diseases;Peripheral Nervous System DiseasesT=0, C=54 T=0.0, C=1.0 0.00001 798.1 54 T=0/0, C=30/24

chr22:20129106 T/C T C SNV ZDHHC8 ZDHHC8:intronic:NM_001185024.1 1 50 intronic NM_001185024.1c.1125+53T>Cp.? -2.9 DHHC palmitoyltransferasers77480122 YES Zinc finger DHHC domain-containing protein 8Golgi apparatus,cytoplasmic vesicle membrane,cytosol,high-density lipoprotein particle assembly,integral component of membrane,locomotory behavior,mitochondrion,palmitoyltransferase activity,positive regulation of protein targeting to mitochondrion,protein palmitoylation,protein-cysteine S-palmitoyltransferase activity,regulation of autophagy of mitochondrionT=26, C=26 T=0.5, C=0.5 0.00001 256.251 52 T=12/14, C=11/15

chr22:21377301 A/A C A SNV P2RX6 P2RX6:exonic:NM_005446.4 1 100 5 synonymous NM_005446.4c.534C>A p.(=) -4.7 0.02(COSM4135189),0.02(COSM4135190)ATP P2X receptorrs1548411 0.4762 YES 6.385E-1;0.0 (pos.21377301)neoplasm ATP binding,blood coagulation,cation transmembrane transport,cell junction,channel activity,cytoplasm,excitatory postsynaptic potential,extracellularly ATP-gated cation channel activity,identical protein binding,integral component of nuclear inner membrane,integral component of plasma membrane,muscle contraction,plasma membrane,postsynapse,protein homooligomerization,purinergic nucleotide receptor activity,purinergic nucleotide receptor signaling pathway,response to ATP,signal transduction,transmembrane signaling receptor activity,transportDigestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte DisordersC=0, A=56 C=0.0, A=1.0 0.00001 831.504 56 C=0/0, A=41/15

chr22:20784908 TT/GA TT GA MNV SCARF2 SCARF2:intronic:NM_182895.4 2 57.14 intronic NM_182895.4c.1074-64AA>TCp.? -0.31, 0.08 Human growth factor-like EGFrs35574298,rs56935344,rs879193YES Scavenger receptor class F, member 2focal adhesion,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,integral component of membrane,protein binding,receptor-mediated endocytosis,scavenger receptor activityAbnormalities, Multiple;Arachnodactyly;Blepharophimosis;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Joint Diseases;Limb Deformities, Congenital;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesTT=9, GA=12TT=0.4286, GA=0.5714 0.00001 109.102 21 TT=3/6, GA=5/7

chr22:21213380 T/T C T SNV

PI4KA,SNAP

29 PI4KA:upstream:NM_058004.3, SNAP29:utr_5:NM_004782.3 1
100

intronic NM_058004.3, NM_004782.3c.-367G>A, c.-19C>Tp.?, p.? -1.49 rs1061063 0.4724 YES 4.213E-1 (pos.21213380) Phosphatidylinositol 4-kinase, catalytic, alpha,Synaptosomal-associated protein, 29kD1-phosphatidylinositol 4-kinase activity,ATP binding,Golgi membrane,Golgi-associated vesicle membrane,SNAP receptor activity,SNARE complex,actin cytoskeleton organization,autophagosome,autophagosome maturation,autophagosome membrane,autophagosome membrane docking,azurophil granule membrane,cadherin binding,centrosome,ciliary pocket membrane,cilium assembly,cytoplasm,cytosol,exocytosis,extracellular exosome,focal adhesion,intracellular,kinase activity,membrane,membrane fusion,multi-organism membrane organization,neutrophil degranulation,nucleoplasm,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-mediated signaling,phosphorylation,plasma membrane,presynapse,protein binding,protein transport,signal transduction,synaptic vesicle fusion to presynaptic active zone membrane,synaptic vesicle priming,syntaxin binding,vesicle targeting,viral RNA genome replication,viral replication complex,viral replication complex formation and maintenanceAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Genetic Diseases, Inborn;Keratoderma, Palmoplantar;Keratosis;Nervous System Diseases;Neurocutaneous Syndromes;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign C=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=24/3

chr22:21327834 G/G C G SNV AIFM3 AIFM3:intronic:NM_144704.2 1 100 intronic NM_144704.2c.245+25C>Gp.? -1.73 rs178265,rs796262481 0.0345 YES 9.993E-1;0.0 (pos.21327834) Apoptosis-inducing factor, mitochondria-associated, 32 iron, 2 sulfur cluster binding,cytosol,endoplasmic reticulum,execution phase of apoptosis,flavin adenine dinucleotide binding,metal ion binding,mitochondrial inner membrane,mitochondrion,nucleus,oxidation-reduction process,oxidoreductase activityC=0, G=31 C=0.0, G=1.0 0.00001 465.819 31 C=0/0, G=6/25

chr1:43212431 G/G A G SNV P3H1 P3H1:utr_3:NM_001243246.1 1 100 14 utr_3 NM_001243246.1c.2567T>C p.? -0.15 0(COSM4595215)2OG-Fe(II) oxygenase superfamilyrs4660662,rs756267392 0.0;0.0 (pos.43212430),1.0 (pos.43212431)squamous_cell_carcinomaProlyl 3-hydroxylase 1L-ascorbic acid binding,bone development,chaperone-mediated protein folding,collagen binding,collagen metabolic process,endoplasmic reticulum,endoplasmic reticulum lumen,extracellular exosome,iron ion binding,macromolecular complex,membrane,molecular_function,negative regulation of cell proliferation,negative regulation of post-translational protein modification,oxidation-reduction process,peptidyl-proline hydroxylation,procollagen-proline 3-dioxygenase activity,protein complex binding,protein folding,protein hydroxylation,protein stabilization,proteinaceous extracellular matrix,regulation of protein secretionBone Diseases;Bone Diseases, Developmental;Collagen Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Genetic Diseases, Inborn;Musculoskeletal Diseases;Osteochondrodysplasias;Osteogenesis Imperfecta;Skin and Connective Tissue DiseasesL-Proline,Succinic acid,Vitamin CLikely benign A=0, G=50 A=0.0, G=1.0 0.00001 828.087 50 A=0/0, G=20/30

chr22:21332122 A/A G A SNV AIFM3 AIFM3:intronic:NM_144704.2 1 100 intronic NM_144704.2c.1360-55G>Ap.? -0.17 rs178277 0.4362 YES Apoptosis-inducing factor, mitochondria-associated, 32 iron, 2 sulfur cluster binding,cytosol,endoplasmic reticulum,execution phase of apoptosis,flavin adenine dinucleotide binding,metal ion binding,mitochondrial inner membrane,mitochondrion,nucleus,oxidation-reduction process,oxidoreductase activityG=0, A=29 G=0.0, A=1.0 0.00001 427.601 29 G=0/0, A=17/12

chr22:21349037 G/G A G SNV LZTR1 LZTR1:intronic:NM_006767.3 1 100 intronic NM_006767.3c.1785+21A>Gp.? -0.76 BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs178292 0.2342 YES 7.275E-1;4.674E-4 (pos.21349037) Leucine-zipper-like regulator-1DNA binding transcription factor activity,Golgi apparatus,anatomical structure morphogenesis,regulation of transcription, DNA-templatedAstrocytoma;Autistic Disorder;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Genetic Diseases, Inborn;Glioblastoma;Glioma;Gliosarcoma;Heart Defects, Congenital;Heart Diseases;Heredodegenerative Disorders, Nervous System;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Syndromes, Hereditary;Nerve Sheath Neoplasms;Nervous System Diseases;Neurilemmoma;Neurocutaneous Syndromes;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurofibroma;Neurofibromatoses;Neuroma;Noonan Syndrome;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue DiseasesA=0, G=55 A=0.0, G=1.0 0.00001 815.642 55 A=0/0, G=10/45

chr12:6939850 G/G A G SNV P3H3 P3H3:exonic:NM_014262.4 1 100 5 missense NM_014262.4c.900A>G p.Thr300Ala 0.35 58 rs10744716 0.4726 YES 6.964E-1 (pos.6939850) Prolyl 3-hydroxylase 3L-ascorbic acid binding,catalytic complex,collagen biosynthetic process,collagen metabolic process,endoplasmic reticulum,iron ion binding,negative regulation of cell proliferation,oxidation-reduction process,peptidyl-lysine hydroxylation,peptidyl-proline hydroxylation,procollagen-proline 3-dioxygenase activityArthritis;Joint Diseases;Musculoskeletal Diseases;Osteoarthritis;Rheumatic DiseasesL-Proline,Succinic acid,Vitamin CA=0, G=52 A=0.0, G=1.0 0.00001 766.954 52 A=0/0, G=24/28

chr17:39959189 G/G C G SNV P3H4 P3H4:utr_3:NM_006455.2 1 100 8 utr_3 NM_006455.2c.1334G>C p.? -1.77 rs1065029 0.1115 YES 9.999E-1 (pos.39959189) Proyly 3-hydroxylase 4bone remodeling,catalytic complex,collagen biosynthetic process,collagen fibril organization,condensed nuclear chromosome,endoplasmic reticulum,nucleolus,peptidyl-lysine hydroxylation,synaptonemal complex,synaptonemal complex assemblyC=0, G=24 C=0.0, G=1.0 0.00001 334.111 24 C=0/0, G=13/11

chr4:135121066 T/G T G SNV PABPC4L PABPC4L:exonic:NM_001114734.1 1 56 2 missense NM_001114734.1c.1283A>C p.His428Pro 2.59 77 0.51(COSM3825201),0.51(COSM3825202)RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs11099273 YES 9.739E-1 (pos.135121066)carcinoma,ductal_carcinoma,squamous_cell_carcinoma T=11, G=14 T=0.44, G=0.56 0.00001 134.35 25 T=3/8, G=4/10

chr22:43289473 G/A G A SNV PACSIN2 PACSIN2:exonic:NM_001184970.2 1 47.37 3 synonymous NM_001184970.2c.207C>T p.(=) -2.88 0.04(COSM3759237)Fes/CIP4, and EFC/F-BAR homology domain,SH3 domain,Variant SH3 domainrs5759013 0.4498 YES 9.575E-2 (pos.43289473) adenocarcinoma,hepatocellular_carcinoma,neoplasmProtein kinase C and casein kinase substrate in neurons 2actin cytoskeleton organization,cadherin binding,caveola,caveola assembly,caveolin-mediated endocytosis,cell projection morphogenesis,cell-cell junction,cytoplasm,cytoplasmic vesicle membrane,cytoskeletal protein binding,cytoskeleton,cytosol,early endosome,extracellular exosome,extrinsic component of membrane,focal adhesion,identical protein binding,intracellular membrane-bounded organelle,membrane organization,negative regulation of endocytosis,nuclear speck,phosphatidic acid binding,plasma membrane,plasma membrane tubulation,protein binding,protein localization to endosome,recycling endosome membrane,regulation of endocytosis,ruffle membrane,transporter activityArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=20, A=18 G=0.5263, A=0.4737 0.00001 179.803 38 G=7/13, A=6/12

chrX:55116466 G/G C G SNV PAGE2 PAGE2:exonic:NM_207339.3 1 100 2 missense NM_207339.3c.13C>G p.Leu5Val -0.3 1 32 0 rs1845444 0.0057 YES 1.0 (pos.55116466) P antigen family, member 2protein binding C=0, G=113 C=0.0, G=1.0 0.00001 1795.68 113 C=0/0, G=61/52

chr12:103237468 C/C G C SNV PAH PAH:exonic:NM_000277.1 1 100 11 synonymous NM_000277.1c.1155C>G p.(=) -0.18 ACT domain,Biopterin-dependent aromatic amino acid hydroxylasers772897 0.161 YES 8.414E-1;0.0 (pos.103237468) Phenylalanine hydroxylaseL-phenylalanine catabolic process,aromatic amino acid family metabolic process,catecholamine biosynthetic process,cellular amino acid biosynthetic process,cytosol,extracellular exosome,iron ion binding,monooxygenase activity,neurotransmitter biosynthetic process,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced pteridine as one donor, and incorporation of one atom of oxygen,phenylalanine 4-monooxygenase activityAmino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Phenylketonuria;Phenylketonuria, Maternal;Phenylketonurias;Pregnancy Complications;Recommended Newborn Screening PanelsBeta(2-Thienyl)Alanine,Droxidopa,Epinephrine,L-Phenylalanine,L-erythro-7,8-dihydrobiopterin,Norepinephrine,Norleucine,Quinonoid 7,8-Tetrahydrobiopterin,SapropterinBenign G=0, C=25 G=0.0, C=1.0 0.00001 352.956 25 G=0/0, C=11/14

chr3:196555296 T/C T C SNV PAK2 PAK2:utr_3:NM_002577.4 1 57.14 15 utr_3 NM_002577.4c.1595T>C p.? 0.48 P21-Rho-binding domain,Protein kinase domain,Protein tyrosine kinasers200028313 0.0027 0.0 (pos.196555296) Protein kinase N2,p21-activated kinase 2ATP binding,Fc-epsilon receptor signaling pathway,Rac GTPase binding,Rho protein signal transduction,T cell costimulation,T cell receptor signaling pathway,actin cytoskeleton organization,apoptotic process,cadherin binding,cell migration,cellular response to organic cyclic compound,cytoplasm,cytosol,dendritic spine development,identical protein binding,interleukin-12-mediated signaling pathway,negative regulation of apoptotic process,negative regulation of cysteine-type endopeptidase activity involved in execution phase of apoptosis,negative regulation of protein kinase activity,nucleus,peptidyl-serine phosphorylation,perinuclear region of cytoplasm,phosphorylation,plasma membrane,positive regulation of extrinsic apoptotic signaling pathway,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of protein tyrosine kinase activity,protein autophosphorylation,protein binding,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,protFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Mental Disorders;Proteinuria;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Urination Disorders;Urologic DiseasesT=21, C=28 T=0.4286, C=0.5714 0.00001 335.938 49 T=10/11, C=19/9

chr5:102345546 A/C A C SNV PAM PAM:exonic:NM_000919.3 1 50 20 synonymous NM_000919.3c.2307A>C p.(=) 0.74 0.78(COSM4407104),0.78(COSM4407105),0.78(COSM4407106)Copper type II ascorbate-dependent monooxygenase, C-terminal domain,Copper type II ascorbate-dependent monooxygenase, N-terminal domain,NHL repeatrs2230457 0.2907 YES 4.216E-1 (pos.102345546)hepatocellular_carcinomaMyc-binding protein 2,Peptidylglycine alpha-amidating monooxygenaseL-ascorbic acid binding,calcium ion binding,cell surface,central nervous system development,copper ion binding,extracellular exosome,heart development,integral component of membrane,lactation,limb development,long-chain fatty acid metabolic process,maternal process involved in female pregnancy,membrane,neuron projection,odontogenesis,ovulation cycle process,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced ascorbate as one donor, and incorporation of one atom of oxygen,peptide amidation,peptide metabolic process,peptidylamidoglycolate lyase activity,peptidylglycine monooxygenase activity,perikaryon,perinuclear region of cytoplasm,plasma membrane,protein amidation,protein binding,protein homooligomerization,protein kinase binding,regulation of actin cytoskeleton organization,regulation of protein secretion,regulation of transcription from RNA polymerase II promoter,response to copper ion,response to drug,response to estradAnxiety Disorders;Brain Diseases;Central Nervous System Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Epilepsy;Glucose Metabolism Disorders;Mental Disorders;Metabolic Diseases;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;SeizuresCopper,N-Alpha-Acetyl-3,5-Diiodotyrosylglycine,Threonine Derivative,Vitamin CA=26, C=26 A=0.5, C=0.5 0.00001 256.251 52 A=14/12, C=10/16

chr12:56722060 G/G T G SNV PAN2 PAN2:exonic:NM_001127460.2 1 100 4 missense NM_001127460.2c.535A>C p.Ile179Leu -2.65 0.45 5 0.001 0.02(COSM4147298)Exonuclease,Ubiquitin carboxyl-terminal hydrolasers1918496 0.0038 YES 9.999E-1 (pos.56722060) neoplasm NACHT domain-, leucine-rich repeat-c and PYD-containing protein 4,PABP-dependent poly(A) nuclease 2,Retinol dehydrogenase 143'-5'-exoribonuclease activity,P-body,PAN complex,RNA phosphodiester bond hydrolysis, exonucleolytic,cytosol,mRNA processing,metal ion binding,nuclear-transcribed mRNA poly(A) tail shortening,nucleic acid binding,nucleus,poly(A)-specific ribonuclease activity,protein bindingT=0, G=30 T=0.0, G=1.0 0.00001 446.639 30 T=0/0, G=15/15

chr10:91404448 C/G C G SNV PANK1 PANK1:exonic:NM_148977.2 1 53.33 1 synonymous NM_148977.2c.612G>C p.(=) 0.17 0.12(COSM3752030)Fumble rs11185826 0.2118 YES 3.649E-1 (pos.91404448) Wilms_tumour,adenocarcinoma,neoplasmPantothenate kinase 1ATP binding,cell periphery,clathrin coat,coenzyme A biosynthetic process,coenzyme biosynthetic process,cytosol,nucleus,pantothenate kinase activity,phosphorylation,recycling endosomeC=28, G=32 C=0.4667, G=0.5333 0.00001 323.557 60 C=17/11, G=26/6

chr10:135204950 G/G C G SNV PAOX PAOX:exonic:NM_152911.3 1 100 7 synonymous NM_152911.3c.1527C>G p.(=) -1.22 0.04(COSM427291),0.04(COSM427292)Flavin containing amine oxidoreductase,NAD(P)-binding Rossmann-like domainrs1046175 0.1243 YES 9.694E-1 (pos.135204950)osteosarcoma Polyamine oxidaseN(1),N(12)-diacetylspermine:oxygen oxidoreductase (3-acetamidopropanal-forming) activity,N1-acetylspermidine:oxygen oxidoreductase (3-acetamidopropanal-forming) activity,N1-acetylspermine:oxygen oxidoreductase (3-acetamidopropanal-forming) activity,oxidation-reduction process,peroxisomal matrix,polyamine biosynthetic process,polyamine catabolic process,polyamine oxidase activity,positive regulation of spermidine biosynthetic process,putrescine biosynthetic process,putrescine catabolic process,receptor binding,spermidine catabolic process,spermidine:oxygen oxidoreductase (3-aminopropanal-forming) activity,spermine catabolic process,spermine:oxygen oxidoreductase (spermidine-forming) activityBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Nervous System Diseases;Stroke;Vascular DiseasesC=0, G=75 C=0.0, G=1.0 0.00001 1192.76 75 C=0/0, G=20/55

chr10:135205009 G/G C G SNV PAOX PAOX:utr_3:NM_152911.3 1 100 7 utr_3 NM_152911.3c.1586C>G p.? -0.29 0.01(COSM4144548)Flavin containing amine oxidoreductase,NAD(P)-binding Rossmann-like domainrs1046178 0.1212 YES 9.686E-1;0.0 (pos.135205009)neoplasm Polyamine oxidaseN(1),N(12)-diacetylspermine:oxygen oxidoreductase (3-acetamidopropanal-forming) activity,N1-acetylspermidine:oxygen oxidoreductase (3-acetamidopropanal-forming) activity,N1-acetylspermine:oxygen oxidoreductase (3-acetamidopropanal-forming) activity,oxidation-reduction process,peroxisomal matrix,polyamine biosynthetic process,polyamine catabolic process,polyamine oxidase activity,positive regulation of spermidine biosynthetic process,putrescine biosynthetic process,putrescine catabolic process,receptor binding,spermidine catabolic process,spermidine:oxygen oxidoreductase (3-aminopropanal-forming) activity,spermine catabolic process,spermine:oxygen oxidoreductase (spermidine-forming) activityBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Nervous System Diseases;Stroke;Vascular DiseasesC=0, G=76 C=0.0, G=1.0 0.00001 1206.23 76 C=0/0, G=17/59

chr5:6748659 C/C T C SNV PAPD7 PAPD7:exonic:NM_006999.4 1 100 8 synonymous NM_006999.4c.792T>C p.(=) -2.3 0.05(COSM149790)Cid1 family poly A polymerase,Nucleotidyltransferase domainrs274681 0.2958 YES 6.062E-1 (pos.6748659) adenocarcinoma,carcinomaATP binding,Golgi apparatus,SMC family protein binding,double-strand break repair,mRNA processing,metal ion binding,mitotic chromosome condensation,nuclear membrane,nucleoplasm,nucleotidyltransferase activity,nucleus,polynucleotide adenylyltransferase activity,response to drug,sister chromatid cohesionT=0, C=34 T=0.0, C=1.0 0.00001 524.17 34 T=0/0, C=9/25

chr10:34688287 A/A G A SNV PARD3 PARD3:exonic:NM_019619.3 1 100 7 synonymous NM_019619.3c.861C>T p.(=) 2.96 N-terminal of Par3 and HAL proteins,PDZ domain (Also known as DHR or GLGF)rs2796011 0.0022 1.0 (pos.34688287) Partitioning-defective protein 3, C. elegans, homolog ofadherens junction,asymmetric cell division,axonal growth cone,axonogenesis,bicellular tight junction,bicellular tight junction assembly,cell cortex,cell cycle,cell junction,cell-cell junction,cytoskeleton,cytosol,endomembrane system,establishment of epithelial cell polarity,establishment or maintenance of cell polarity,identical protein binding,internode region of axon,myelination in peripheral nervous system,negative regulation of peptidyl-threonine phosphorylation,neuronal cell body,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3-phosphate binding,phosphatidylinositol-4,5-bisphosphate binding,plasma membrane,positive regulation of myelination,protein binding,protein complex,protein complex assembly,protein kinase C-activating G-protein coupled receptor signaling pathway,protein phosphatase binding,protein targeting to membrane,regulation of cellular localization,transforming growth factor beta receptor signaling pathwayG=0, A=24 G=0.0, A=1.0 0.00001 334.791 24 G=0/0, A=13/11

chr2:206480486 T/C T C SNV PARD3B PARD3B:exonic:NM_152526.5 1 53.33 22 synonymous NM_152526.5c.3381T>C p.(=) -0.53 N-terminal of Par3 and HAL proteins,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs56272619 0.0274 YES 0.0 (pos.206480486) bicellular tight junction,cell cycle,cell division,cell junction,endomembrane system,membrane,protein binding,protein complexAcquired Immunodeficiency Syndrome;Autistic Disorder;Child Development Disorders, Pervasive;HIV Infections;Immune System Diseases;Immunologic Deficiency Syndromes;Mental Disorders;Neurodevelopmental DisordersT=14, C=16 T=0.4667, C=0.5333 0.00001 159.775 30 T=10/4, C=3/13

chr22:22899360 GAAAG/GAAAGGAAGA GAAAG MNV PRAME PRAME:intronic:NM_206954.2 2 100 intronic NM_206954.2c.-76-34TC>CTp.? -0.7, -1.01, -0.1, 0.28, -1.51 rs200263167,rs2283799,rs371038270,rs386819951,rs544636732,rs8139318YES Preferentially expressed antigen in melanomaapoptotic process,cell differentiation,negative regulation of apoptotic process,negative regulation of cell differentiation,negative regulation of retinoic acid receptor signaling pathway,negative regulation of transcription, DNA-templated,nucleus,plasma membrane,positive regulation of cell proliferation,protein binding,regulation of growth,retinoic acid receptor binding,transcription, DNA-templatedAdenocarcinoma;Blood Protein Disorders;Bone Marrow Diseases;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Carcinoma, Renal Cell;Cardiovascular Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glioma;Head and Neck Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Kidney Neoplasms;Leukemia;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Lung Diseases;Lung Neoplasms;Lymphoproliferative Disorders;Male Urogenital Diseases;Medulloblastoma;Melanoma;Multiple Myeloma;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Plasma Cell;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;NeuroendocrinGAAGA=0, GAAAG=37GAAGA=0.0, GAAAG=1.0 0.00001 581.76 37 GAAGA=0/0, GAAAG=14/23

chr22:24109550 C/C T C SNV CHCHD10 CHCHD10:intronic:NM_213720.2 1 100 intronic NM_213720.2c.261+11A>Gp.? 0.22 CHCH domain rs131444 0.0987 YES 7.191E-1 (pos.24109550) Coiled-coil-helix-coiled-coil-helix domain-containing protein 10ATP biosynthetic process,mitochondrial intermembrane space,mitochondrion,mitochondrion organization,molecular_function,negative regulation of ATP citrate synthase activity,nucleus,oxidative phosphorylationAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesBenign T=0, C=38 T=0.0, C=1.0 0.00001 603.015 38 T=0/0, C=29/9

chr22:24125565 A/A G A SNV MMP11 MMP11:intronic:NM_005940.4 1 100 intronic NM_005940.4c.1334-33G>Ap.? -1.44 Hemopexin,Matrixinrs2877173 0.071 YES 7.177E-1;0.0 (pos.24125565) Matrix metalloproteinase 11 (stromelysin 3)Golgi lumen,basement membrane organization,collagen catabolic process,collagen fibril organization,extracellular matrix,extracellular matrix disassembly,extracellular region,metalloendopeptidase activity,multicellular organism development,negative regulation of fat cell differentiation,proteinaceous extracellular matrix,proteolysis,serine-type endopeptidase activity,zinc ion bindingAbortion, Spontaneous;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Female Urogenital Diseases and Pregnancy Complications;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Pregnancy Complications;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms1-Benzyloxycarbonylamino-2-Phenyl-Ethyl)-{2-1-Carbamoyl-2-(1h-Indol-3-Yl)-Ethylcarbamoyl-5-Phenyl-Pentyl}-Phosphinic Acid,MarimastatG=0, A=34 G=0.0, A=1.0 0.00001 524.186 34 G=0/0, A=9/25

chr22:24176287 G/A G A SNV

DERL3,SMA

RCB1 SMARCB1:intronic:NM_003073.4, DERL3:downstream:NM_001135751.11
50

intronic NM_003073.4, NM_001135751.1c.1119-41G>A, c.*727C>Tp.?, p.? -0.76 0.03(COSM1090)SNF5 / SMARCB1 / INI1rs5030613 0.1284 YES 1.716E-1 (pos.24176287) acute_lymphoblastic_leukaemia,plasma_cell_myelomaDER1-like domain family, member 3,SWI/SNF related, matrix associated, actin dependent regulator of chromatin, subfamily b, member 1ATP-dependent chromatin remodeling,DNA binding,DNA integration,DNA repair,RNA polymerase I CORE element sequence-specific DNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,SWI/SNF complex,Tat protein binding,XY body,blastocyst hatching,cell cycle,cell differentiation,chromatin remodeling,covalent chromatin modification,endoplasmic reticulum membrane,endoplasmic reticulum unfolded protein response,fibrillar center,integral component of endoplasmic reticulum membrane,intracellular membrane-bounded organelle,nBAF complex,negative regulation of cell proliferation,negative regulation of histone H3-K9 dimethylation,negative regulation of histone H3-K9 trimethylation,negative regulation of retrograde protein transport, ER to cytosol,nervous system development,npBAF complex,nuclear chromatin,nuclear chromosome,nucleolus,nucleoplasm,nucleosomal DNA binding,nucleosome disassembly,nucleus,p53 binding,positive regulatiAbnormalities, Multiple;Brain Diseases;Brain Neoplasms;Central Nervous System Diseases;Central Nervous System Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hand Deformities;Hand Deformities, Congenital;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Jaw Abnormalities;Jaw Diseases;Kidney Diseases;Kidney Neoplasms;Limb Deformities, Congenital;Male Urogenital Diseases;Maxillofacial Abnormalities;Mental Disorders;Micrognathism;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Complex and Mixed;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neoplastic Syndromes, Hereditary;Nerve Sheath Neoplasms;Nervous System Diseases;Nervous System Neoplasms;Neurilemmoma;Neurobehavioral Manifestations;Neurocutaneous Syndromes;NeurodegeneratiG=21, A=21 G=0.5, A=0.5 0.00001 228.437 42 G=12/9, A=14/7

chr22:24472270 G/G A G SNV CABIN1 CABIN1:intronic:NM_012295.3 1 100 intronic NM_012295.3c.2748+37A>Gp.? -0.12 MEF2 binding rs2283807 0.1791 YES 6.097E-1 (pos.24472270) Calcineurin-binding protein 1DNA replication-independent nucleosome assembly,aggresome,cell surface receptor signaling pathway,covalent chromatin modification,cytosol,negative regulation of catalytic activity,nucleoplasm,nucleosome binding,nucleus,protein phosphatase inhibitor activityCardiomegaly;Cardiovascular Diseases;Heart DiseasesA=0, G=38 A=0.0, G=1.0 0.00001 603.785 38 A=0/0, G=17/21

chr22:24480503 A/A G A SNV CABIN1 CABIN1:intronic:NM_012295.3 1 100 intronic NM_012295.3c.2911-29G>Ap.? -2.71 MEF2 binding rs4820581 0.0633 YES 9.063E-1 (pos.24480503) Calcineurin-binding protein 1DNA replication-independent nucleosome assembly,aggresome,cell surface receptor signaling pathway,covalent chromatin modification,cytosol,negative regulation of catalytic activity,nucleoplasm,nucleosome binding,nucleus,protein phosphatase inhibitor activityCardiomegaly;Cardiovascular Diseases;Heart DiseasesG=0, A=39 G=0.0, A=1.0 0.00001 623.978 39 G=0/0, A=13/26

chr13:25009099 C/C A C SNV PARP4 PARP4:exonic:NM_006437.3 1 100 31 missense NM_006437.3c.4180T>G p.Ser1394Ala -3.58 1 99 0 0(COSM5021784)BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Poly(ADP-ribose) polymerase catalytic domain,Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domainrs9511259 0.0448 YES 9.983E-1 (pos.25009099) osteosarcoma Poly(ADP-ribose) polymerase 4DNA binding,DNA repair,NAD+ ADP-ribosyltransferase activity,cell death,cellular protein modification process,cellular response to DNA damage stimulus,cytoplasm,cytosol,enzyme binding,extracellular exosome,inflammatory response,intracellular ribonucleoprotein complex,membrane,nucleus,protein ADP-ribosylation,protein binding,regulation of telomerase activity,response to drug,spindle microtubule,transportCardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Death, Sudden, Cardiac;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heart Arrest;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by SiteA=0, C=40 A=0.0, C=1.0 0.00001 644.261 40 A=0/0, C=4/36

chr22:24944053 T/T C T SNV GUCD1 GUCD1:intronic:NM_031444.3 1 100 intronic NM_031444.3c.129-12G>Ap.? -3.41 Guanylylate cyclase,Peptidase_C39 like familyrs4822506 YES 1.0 (pos.24944053) protein bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=4/22

chr13:25020863 A/A G A SNV PARP4 PARP4:exonic:NM_006437.3 1 100 27 missense NM_006437.3c.3322C>T p.Arg1108Cys -0.22 0.42 180 0 0.01(COSM5021785)BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Poly(ADP-ribose) polymerase catalytic domain,Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domainrs9318554 0.0551 YES 9.811E-1 (pos.25020863) osteosarcoma Poly(ADP-ribose) polymerase 4DNA binding,DNA repair,NAD+ ADP-ribosyltransferase activity,cell death,cellular protein modification process,cellular response to DNA damage stimulus,cytoplasm,cytosol,enzyme binding,extracellular exosome,inflammatory response,intracellular ribonucleoprotein complex,membrane,nucleus,protein ADP-ribosylation,protein binding,regulation of telomerase activity,response to drug,spindle microtubule,transportCardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Death, Sudden, Cardiac;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heart Arrest;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by SiteG=0, A=32 G=0.0, A=1.0 0.00001 485.136 32 G=0/0, A=17/15

chr13:25021200 C/C A C SNV PARP4 PARP4:exonic:NM_006437.3 1 100 26 missense NM_006437.3c.3239T>G p.Leu1080Arg -0.02 0.86 102 0 BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Poly(ADP-ribose) polymerase catalytic domain,Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domainrs9318558 0.0458 YES 9.981E-1;0.0 (pos.25021200) Poly(ADP-ribose) polymerase 4DNA binding,DNA repair,NAD+ ADP-ribosyltransferase activity,cell death,cellular protein modification process,cellular response to DNA damage stimulus,cytoplasm,cytosol,enzyme binding,extracellular exosome,inflammatory response,intracellular ribonucleoprotein complex,membrane,nucleus,protein ADP-ribosylation,protein binding,regulation of telomerase activity,response to drug,spindle microtubule,transportCardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Death, Sudden, Cardiac;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heart Arrest;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by SiteA=0, C=31 A=0.0, C=1.0 0.00001 465.814 31 A=0/0, C=6/25

chr13:25021211 T/T C T SNV PARP4 PARP4:exonic:NM_006437.3 1 100 26 synonymous NM_006437.3c.3228G>A p.(=) -0.27 0.05(COSM4595044)BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Poly(ADP-ribose) polymerase catalytic domain,Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domainrs7333856 YES 8.127E-1 (pos.25021211) squamous_cell_carcinomaPoly(ADP-ribose) polymerase 4DNA binding,DNA repair,NAD+ ADP-ribosyltransferase activity,cell death,cellular protein modification process,cellular response to DNA damage stimulus,cytoplasm,cytosol,enzyme binding,extracellular exosome,inflammatory response,intracellular ribonucleoprotein complex,membrane,nucleus,protein ADP-ribosylation,protein binding,regulation of telomerase activity,response to drug,spindle microtubule,transportCardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Death, Sudden, Cardiac;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heart Arrest;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by SiteC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=6/25

chr13:25021245 G/G A G SNV PARP4 PARP4:exonic:NM_006437.3 1 100 26 missense NM_006437.3c.3194T>C p.Val1065Ala 0.48 1 64 0 0(COSM4591789)BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Poly(ADP-ribose) polymerase catalytic domain,Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domainrs7334587 YES 5.708E-1 (pos.25021245) squamous_cell_carcinomaPoly(ADP-ribose) polymerase 4DNA binding,DNA repair,NAD+ ADP-ribosyltransferase activity,cell death,cellular protein modification process,cellular response to DNA damage stimulus,cytoplasm,cytosol,enzyme binding,extracellular exosome,inflammatory response,intracellular ribonucleoprotein complex,membrane,nucleus,protein ADP-ribosylation,protein binding,regulation of telomerase activity,response to drug,spindle microtubule,transportCardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Death, Sudden, Cardiac;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heart Arrest;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by SiteA=0, G=34 A=0.0, G=1.0 0.00001 524.181 34 A=0/0, G=9/25

chr13:25029218 T/T C T SNV PARP4 PARP4:exonic:NM_006437.3 1 100 22 missense NM_006437.3c.2695G>A p.Ala899Thr 5.87 0.03 58 1 0.96(COSM4147649)BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Poly(ADP-ribose) polymerase catalytic domain,Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domainrs2275660 0.2299 YES 6.84E-1;0.0 (pos.25029218)neoplasm Poly(ADP-ribose) polymerase 4DNA binding,DNA repair,NAD+ ADP-ribosyltransferase activity,cell death,cellular protein modification process,cellular response to DNA damage stimulus,cytoplasm,cytosol,enzyme binding,extracellular exosome,inflammatory response,intracellular ribonucleoprotein complex,membrane,nucleus,protein ADP-ribosylation,protein binding,regulation of telomerase activity,response to drug,spindle microtubule,transportCardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Death, Sudden, Cardiac;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heart Arrest;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by SiteC=0, T=27 C=0.0, T=1.0 0.00001 389.985 27 C=0/0, T=24/3

chr1:62261168 G/G A G SNV PATJ PATJ:exonic:NM_176877.3 1 100 10 missense NM_176877.3c.1198A>G p.Ile400Val 0.53 0.2 29 0.008 0.61(COSM1126971)L27_2,PDZ domain (Also known as DHR or GLGF)rs7516332 0.4848 YES 4.165E-1 (pos.62261168) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmINAD, Drosophila, homolog of A=0, G=81 A=0.0, G=1.0 0.00001 1281.61 81 A=0/0, G=37/44

chr1:62330080 G/G T G SNV PATJ PATJ:exonic:NM_176877.3 1 100 20 missense NM_176877.3c.2610T>G p.Ile870Met 4.73 1 10 0 L27_2,PDZ domain (Also known as DHR or GLGF)rs2799627 1.00E-04 1.0;0.0 (pos.62330080) INAD, Drosophila, homolog of T=0, G=27 T=0.0, G=1.0 0.00001 389.988 27 T=0/0, G=4/23

chr15:44966389 C/C T C SNV PATL2 PATL2:exonic:NM_001145112.1 1 100 4 missense NM_001145112.1c.262A>G p.Met88Val 0.15 1 21 0 Topoisomerase II-associated protein PAT1rs8026845 3.00E-04 1.0 (pos.44966389) Protein associated with topoisomerase II, S. Cerevisiae, homolog ofP-body,RNA binding,cytoplasm,cytoplasmic mRNA processing body assembly,deadenylation-dependent decapping of nuclear-transcribed mRNA,intracellular ribonucleoprotein complex,negative regulation of cytoplasmic mRNA processing body assembly,negative regulation of translation,nucleus,protein bindingT=0, C=51 T=0.0, C=1.0 0.00001 754.572 51 T=0/0, C=20/31

chr22:26222505 A/A G A SNV MYO18B MYO18B:intronic:NM_032608.6 1 100 intronic NM_032608.6c.2786+39G>Ap.? -0.17 IQ calmodulin-binding motif,Myosin head (motor domain)rs2331162 0.272 YES 6.758E-1 (pos.26222505) Myosin XVIIIBATP binding,Z disc,actin binding,cardiac muscle fiber development,filamentous actin,in utero embryonic development,motor activity,myosin complex,nucleus,sarcomere,unconventional myosin complex,vasculogenesisAdenoma;Mesothelioma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neoplasms, MesothelialG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=12/8

chr22:26228797 G/G A G SNV MYO18B MYO18B:intronic:NM_032608.6 1 100 intronic NM_032608.6c.2980-87A>Gp.? -0.49 IQ calmodulin-binding motif,Myosin head (motor domain)rs3859879 YES Myosin XVIIIBATP binding,Z disc,actin binding,cardiac muscle fiber development,filamentous actin,in utero embryonic development,motor activity,myosin complex,nucleus,sarcomere,unconventional myosin complex,vasculogenesisAdenoma;Mesothelioma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neoplasms, MesothelialA=0, G=31 A=0.0, G=1.0 0.00001 465.549 31 A=0/0, G=14/17

chr7:127251188 G/G T G SNV PAX4 PAX4:exonic:NM_006193.2 1 100 9 missense NM_006193.2c.962A>C p.His321Pro -1.29 0.7 77 0 'Paired box' domain,Homeobox domainrs712701 0.2004 YES 4.202E-1 (pos.127251188) Paired box homeotic gene-4DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,animal organ morphogenesis,cell differentiation,circadian rhythm,endocrine pancreas development,negative regulation of apoptotic process,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,pancreas development,positive regulation of cell differentiation,protein binding,regulation of transcription, DNA-templated,response to cAMP,response to drug,retina development in camera-type eye,sequence-specific DNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II distal enhancer sequence-specific bindingAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Melanoma;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Nutritional and Metabolic DiseasesBenign T=0, G=93 T=0.0, G=1.0 0.00001 1555.33 93 T=0/0, G=41/52

chr22:26239906 G/G A G SNV MYO18B MYO18B:intronic:NM_032608.6 1 100 intronic NM_032608.6c.3368+45A>Gp.? -1.73 IQ calmodulin-binding motif,Myosin head (motor domain)rs5761269 0.2872 YES 9.964E-1 (pos.26239906) Myosin XVIIIBATP binding,Z disc,actin binding,cardiac muscle fiber development,filamentous actin,in utero embryonic development,motor activity,myosin complex,nucleus,sarcomere,unconventional myosin complex,vasculogenesisAdenoma;Mesothelioma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neoplasms, MesothelialA=0, G=35 A=0.0, G=1.0 0.00001 543.903 35 A=0/0, G=22/13

chr21:47329352 C/C T C SNV PCBP3 PCBP3:exonic:NM_020528.2 1 100 6 synonymous NM_020528.2c.423T>C p.(=) -0.14 0.2(COSM3758953),0.2(COSM3758954)KH domain rs2277812 0.3065 YES 9.964E-1 (pos.47329352) adenocarcinomaPoly(rC)-binding protein 3C-rich single-stranded DNA binding,RNA binding,cytosol,double-stranded DNA binding,extracellular exosome,intracellular ribonucleoprotein complex,mRNA metabolic process,negative regulation of transcription from RNA polymerase II promoter,nucleus,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific bindingT=0, C=74 T=0.0, C=1.0 0.00001 1170.13 74 T=0/0, C=27/47

chr5:141336264 T/T G T SNV PCDH12 PCDH12:exonic:NM_016580.3 1 100 1 missense NM_016580.3c.1153C>A p.His385Asn 0.36 0.55 68 0 0.02(COSM5959151)Cadherin domain,Cadherin-likers164075 0.484 YES 8.187E-1;0.0 (pos.141336264)carcinoma Protocadherin 12 (cadherin, vascular endothelial, 2)calcium ion binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,cell adhesion,cell-cell junction,cell-cell signaling,extracellular exosome,glycogen metabolic process,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of plasma membrane,labyrinthine layer development,neuron recognition,plasma membraneG=0, T=146 G=0.0, T=1.0 0.00001 2463.61 146 G=0/0, T=71/75

chr22:26879823 A/A C A SNV SRRD SRRD:upstream:NM_001013694.2 1 100 intronic NM_001013694.2c.-34C>A p.? -0.85 rs71322613,rs968425 YES 8.5E-1 (pos.26879823) SRR1 domain-containing proteinrhythmic process Benign C=0, A=24 C=0.0, A=1.0 0.00001 334.789 24 C=0/0, A=9/15

chr5:141335241 A/G A G SNV PCDH12 PCDH12:exonic:NM_016580.3 1 97.5 1 synonymous NM_016580.3c.2176T>C p.(=) 0.18 Cadherin domain,Cadherin-likers164073,rs754836147 0.4409 YES 0.0 (pos.141335227),8.253E-1 (pos.141335241)Protocadherin 12 (cadherin, vascular endothelial, 2)calcium ion binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,cell adhesion,cell-cell junction,cell-cell signaling,extracellular exosome,glycogen metabolic process,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of plasma membrane,labyrinthine layer development,neuron recognition,plasma membraneA=1, G=39 A=0.025, G=0.975 0.00001 611.634 40 A=0/1, G=17/22

chr13:61986918 C/A C A SNV PCDH20 PCDH20:exonic:NM_022843.3 1 97.06 2 synonymous NM_022843.3c.1314G>T p.(=) -0.38 Cadherin domainrs3812872 0.2931 YES 9.28E-1 (pos.61986918) Protocadherin 20RNA binding,calcium ion binding,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membraneC=1, A=33 C=0.0294, A=0.9706 0.00001 492.834 34 C=1/0, A=19/14

chr13:67802339 T/T A T SNV PCDH9 PCDH9:exonic:NM_203487.2 1 100 2 synonymous NM_203487.2c.234T>A p.(=) -0.05 Cadherin domain,Cadherin-like,Protocadherinrs8000556 0.2019 YES 7.06E-1 (pos.67802339) Protocadherin 9calcium ion binding,cell-cell contact zone,forebrain development,growth cone,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membraneChild Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental Disorders;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, T=96 A=0.0, T=1.0 0.00001 1618.01 96 A=0/0, T=36/60

chr5:140263290 G/G T G SNV

PCDHA1,PC

DHA10,PCD

HA11,PCDH

A12,PCDHA

13,PCDHA2,

PCDHA3,PC

DHA4,PCDH

A5,PCDHA6,

PCDHA7,PC

DHA8,PCDH

A9 PCDHA13:exonic:NM_018904.2, PCDHA12:intronic:NM_018903.3, PCDHA11:intronic:NM_018902.4, PCDHA10:intronic:NM_018901.3, PCDHA1:intronic:NM_018900.3, PCDHA5:intronic:NM_018908.2, PCDHA4:intronic:NM_018907.3, PCDHA3:intronic:NM_018906.2, PCDHA2:intronic:NM_018905.2, PCDHA9:intronic:NM_031857.1, PCDHA8:intronic:NM_018911.2, PCDHA7:intronic:NM_018910.2, PCDHA6:intronic:NM_018909.31

100

1 synonymous NM_018900.3, NM_018905.2, NM_018906.2, NM_018907.3, NM_018908.2, NM_018909.3, NM_018910.2, NM_018911.2, NM_031857.1, NM_018901.3, NM_018902.4, NM_018903.3, NM_018904.2c.2394+95021T>G, c.2388+86353T>G, c.2394+80114T>G, c.2385+74133T>G, c.2352+59578T>G, c.2394+53220T>G, c.2355+46967T>G, c.2394+39990T>G, c.2394+32816T>G, c.2388+25269T>G, c.2391+12211T>G, c.2367+5866T>G, c.1437T>Gp.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.(=)-4.79 0.03(COSM6352440)Cadherin C-terminal cytoplasmic tail, catenin-binding region,Cadherin domain,Cadherin-likers251380 0.3284 YES 4.899E-1 (pos.140263290)carcinoma Protocadherin-alpha 1,Protocadherin-alpha 10,Protocadherin-alpha 11,Protocadherin-alpha 12,Protocadherin-alpha 13,Protocadherin-alpha 2,Protocadherin-alpha 3,Protocadherin-alpha 4,Protocadherin-alpha 5,Protocadherin-alpha 6,Protocadherin-alpha 7,Protocadherin-alpha 8,Protocadherin-alpha 9calcium ion binding,cell adhesion,cell-cell recognition,cell-cell signaling,endoplasmic reticulum,extracellular region,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,integral component of plasma membrane,nervous system development,nucleus,plasma membrane,protein bindingAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsT=0, G=93 T=0.0, G=1.0 0.00001 1555.33 93 T=0/0, G=55/38

chr22:29877165 G/G GC G INDEL NEFH NEFH:intronic:NM_021076.3 1 100 intronic NM_021076.3c.883+31GC>Gp.? 0.24, -0.22 Intermediate filament protein,Repeat of unknown function (DUF1388) Neurofilament, heavy polypeptideaxon,axon development,axonogenesis,cell projection assembly,cellular response to leukemia inhibitory factor,cytoplasm,dynein complex binding,kinesin binding,microtubule binding,microtubule cytoskeleton organization,mitochondrion,myelin sheath,neurofibrillary tangle,neurofilament,neurofilament bundle assembly,peripheral nervous system neuron axonogenesis,postsynaptic density,protein binding, bridging,protein kinase binding,regulation of organelle transport along microtubule,structural constituent of cytoskeleton,structural molecule activityAmyotrophic Lateral Sclerosis;Brain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Endocrine System Diseases;Genetic Diseases, Inborn;Hypothyroidism;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 Proteinopathies;Thyroid DiseasesGC=0, G=23 GC=0.0, G=1.0 0.00001 274.536 23 GC=0/0, G=18/5

chr22:29881884 A/A G A SNV NEFH NEFH:intronic:NM_021076.3 1 100 intronic NM_021076.3c.1208+48G>Ap.? -0.16 Intermediate filament protein,Repeat of unknown function (DUF1388)rs4823040 0.051 YES 1.0 (pos.29881884) Neurofilament, heavy polypeptideaxon,axon development,axonogenesis,cell projection assembly,cellular response to leukemia inhibitory factor,cytoplasm,dynein complex binding,kinesin binding,microtubule binding,microtubule cytoskeleton organization,mitochondrion,myelin sheath,neurofibrillary tangle,neurofilament,neurofilament bundle assembly,peripheral nervous system neuron axonogenesis,postsynaptic density,protein binding, bridging,protein kinase binding,regulation of organelle transport along microtubule,structural constituent of cytoskeleton,structural molecule activityAmyotrophic Lateral Sclerosis;Brain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Endocrine System Diseases;Genetic Diseases, Inborn;Hypothyroidism;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 Proteinopathies;Thyroid DiseasesG=0, A=30 G=0.0, A=1.0 0.00001 446.639 30 G=0/0, A=9/21

chr22:29904519 C/C T C SNV THOC5 THOC5:intronic:NM_001002879.1 1 100 intronic NM_001002879.1c.1989-10A>Gp.? -1.16 Fms-interacting proteinrs2283859,rs781723592 0.2553 YES 2.08E-1;0.0 (pos.29904519) THO complex 5RNA export from nucleus,RNA splicing,THO complex,THO complex part of transcription export complex,cytoplasm,mRNA 3'-end processing,mRNA binding,mRNA export from nucleus,monocyte differentiation,negative regulation of DNA damage checkpoint,nuclear chromosome, telomeric region,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, elongation,primitive hemopoiesis,protein binding,termination of RNA polymerase II transcription,transcription export complex,viral mRNA export from host cell nucleusT=0, C=37 T=0.0, C=1.0 0.00001 583.706 37 T=0/0, C=17/20

chr5:140255792 A/A C A SNV

PCDHA1,PC

DHA10,PCD

HA11,PCDH

A12,PCDHA

2,PCDHA3,P

CDHA4,PCD

HA5,PCDHA

6,PCDHA7,P

CDHA8,PCD

HA9 PCDHA1:intronic:NM_018900.3, PCDHA5:intronic:NM_018908.2, PCDHA4:intronic:NM_018907.3, PCDHA3:intronic:NM_018906.2, PCDHA2:intronic:NM_018905.2, PCDHA9:intronic:NM_031857.1, PCDHA12:exonic:NM_018903.3, PCDHA8:intronic:NM_018911.2, PCDHA11:intronic:NM_018902.4, PCDHA7:intronic:NM_018910.2, PCDHA10:intronic:NM_018901.3, PCDHA6:intronic:NM_018909.31

100

1 synonymous NM_018900.3, NM_018905.2, NM_018906.2, NM_018907.3, NM_018908.2, NM_018909.3, NM_018910.2, NM_018911.2, NM_031857.1, NM_018901.3, NM_018902.4, NM_018903.3c.2394+87523C>A, c.2388+78855C>A, c.2394+72616C>A, c.2385+66635C>A, c.2352+52080C>A, c.2394+45722C>A, c.2355+39469C>A, c.2394+32492C>A, c.2394+25318C>A, c.2388+17771C>A, c.2391+4713C>A, c.735C>Ap.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.(=)-4.7 0.04(COSM4003330)Cadherin C-terminal cytoplasmic tail, catenin-binding region,Cadherin domain,Cadherin-likers251377 0.4913 YES 4.5E-1 (pos.140255792) acute_myeloid_leukaemia,carcinomaProtocadherin-alpha 1,Protocadherin-alpha 10,Protocadherin-alpha 11,Protocadherin-alpha 12,Protocadherin-alpha 2,Protocadherin-alpha 3,Protocadherin-alpha 4,Protocadherin-alpha 5,Protocadherin-alpha 6,Protocadherin-alpha 7,Protocadherin-alpha 8,Protocadherin-alpha 9calcium ion binding,cell adhesion,cell-cell recognition,cell-cell signaling,endoplasmic reticulum,extracellular region,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,integral component of plasma membrane,nervous system development,nucleus,plasma membrane,protein bindingAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsC=0, A=48 C=0.0, A=1.0 0.00001 810.427 48 C=0/0, A=30/18

chr22:29924212 C/C T C SNV THOC5 THOC5:intronic:NM_001002879.1 1 100 intronic NM_001002879.1c.967-46A>Gp.? -0.66 Fms-interacting proteinrs5763297 0.2316 YES 4.345E-1;0.0 (pos.29924212) THO complex 5RNA export from nucleus,RNA splicing,THO complex,THO complex part of transcription export complex,cytoplasm,mRNA 3'-end processing,mRNA binding,mRNA export from nucleus,monocyte differentiation,negative regulation of DNA damage checkpoint,nuclear chromosome, telomeric region,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, elongation,primitive hemopoiesis,protein binding,termination of RNA polymerase II transcription,transcription export complex,viral mRNA export from host cell nucleusT=0, C=30 T=0.0, C=1.0 0.00001 446.628 30 T=0/0, C=10/20

chr22:29925284 C/C T C SNV THOC5 THOC5:intronic:NM_001002879.1 1 100 intronic NM_001002879.1c.848-56A>Gp.? -0.41 Fms-interacting proteinrs2302141 0.2266 YES THO complex 5RNA export from nucleus,RNA splicing,THO complex,THO complex part of transcription export complex,cytoplasm,mRNA 3'-end processing,mRNA binding,mRNA export from nucleus,monocyte differentiation,negative regulation of DNA damage checkpoint,nuclear chromosome, telomeric region,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, elongation,primitive hemopoiesis,protein binding,termination of RNA polymerase II transcription,transcription export complex,viral mRNA export from host cell nucleusT=0, C=31 T=0.0, C=1.0 0.00001 465.782 31 T=0/0, C=15/16

chr22:30738737 A/A G A SNV SF3A1 SF3A1:intronic:NM_005877.5 1 100 intronic NM_005877.5c.726+57C>Tp.? 0.25 Pre-mRNA splicing factor PRP21 like protein,Surp module,Ubiquitin family,Ubiquitin-like domainrs5753080 0.1754 YES Splicing factor 3A, subunit 1RNA binding,RNA processing,U2 snRNP,U2-type prespliceosome,U2-type spliceosomal complex,catalytic step 2 spliceosome,mRNA 3'-splice site recognition,mRNA processing,mRNA splicing, via spliceosome,nuclear speck,nucleoplasm,protein binding,regulation of alternative mRNA splicing, via spliceosome,spliceosomal complexG=0, A=34 G=0.0, A=1.0 0.00001 524.186 34 G=0/0, A=24/10



chr5:140236950 G/G C G SNV

PCDHA1,PC

DHA10,PCD

HA2,PCDHA

3,PCDHA4,P

CDHA5,PCD

HA6,PCDHA

7,PCDHA8,P

CDHA9 PCDHA1:intronic:NM_018900.3, PCDHA5:intronic:NM_018908.2, PCDHA4:intronic:NM_018907.3, PCDHA3:intronic:NM_018906.2, PCDHA2:intronic:NM_018905.2, PCDHA9:intronic:NM_031857.1, PCDHA8:intronic:NM_018911.2, PCDHA7:intronic:NM_018910.2, PCDHA10:exonic:NM_018901.3, PCDHA6:intronic:NM_018909.31

100

1 missense NM_018900.3, NM_018905.2, NM_018906.2, NM_018907.3, NM_018908.2, NM_018909.3, NM_018910.2, NM_018911.2, NM_031857.1, NM_018901.3c.2394+68681C>G, c.2388+60013C>G, c.2394+53774C>G, c.2385+47793C>G, c.2352+33238C>G, c.2394+26880C>G, c.2355+20627C>G, c.2394+13650C>G, c.2394+6476C>G, c.1317C>Gp.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.Ser439Arg1.21 0.15 110 0.059 0.25(COSM5805041),0.25(COSM5805042),0.25(COSM5805043)rs251362 0.4534 YES 4.599E-1;0.0 (pos.140236950)neoplasm Protocadherin-alpha 1,Protocadherin-alpha 10,Protocadherin-alpha 2,Protocadherin-alpha 3,Protocadherin-alpha 4,Protocadherin-alpha 5,Protocadherin-alpha 6,Protocadherin-alpha 7,Protocadherin-alpha 8,Protocadherin-alpha 9calcium ion binding,cell adhesion,cell-cell recognition,cell-cell signaling,endoplasmic reticulum,extracellular region,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,integral component of plasma membrane,nervous system development,nucleus,plasma membrane,protein bindingAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsC=0, G=68 C=0.0, G=1.0 0.00001 1052.09 68 C=0/0, G=37/31

chr22:30795742 G/C G C SNV SEC14L2 SEC14L2:intronic:NM_012429.4 1 50 intronic NM_012429.4c.130+35G>Cp.? 0.55 CRAL/TRIO domain,Divergent CRAL/TRIO domainrs142517473 0.0144 YES 1.172E-4 (pos.30795742) Sec14-like 2 cytoplasm,cytosol,extracellular exosome,integral component of membrane,nucleus,phospholipid binding,positive regulation of transcription, DNA-templated,regulation of cholesterol biosynthetic process,transcription, DNA-templated,transport,transporter activity,vitamin E bindingPalmitic Acid,Vitamin E G=12, C=14 G=0.4615, C=0.5385 0.00001 161.093 28 G=5/7, C=9/5

chr22:30812549 G/G C G SNV SEC14L2 SEC14L2:intronic:NM_012429.4 1 100 intronic NM_012429.4c.1081+157C>Gp.? -0.14 CRAL/TRIO domain,Divergent CRAL/TRIO domainrs5997642 YES Sec14-like 2 cytoplasm,cytosol,extracellular exosome,integral component of membrane,nucleus,phospholipid binding,positive regulation of transcription, DNA-templated,regulation of cholesterol biosynthetic process,transcription, DNA-templated,transport,transporter activity,vitamin E bindingPalmitic Acid,Vitamin E C=0, G=51 C=0.0, G=1.0 0.00001 754.582 51 C=0/0, G=25/26

chr5:140237109 G/G T G SNV

PCDHA1,PC

DHA10,PCD

HA2,PCDHA

3,PCDHA4,P

CDHA5,PCD

HA6,PCDHA

7,PCDHA8,P

CDHA9 PCDHA1:intronic:NM_018900.3, PCDHA5:intronic:NM_018908.2, PCDHA4:intronic:NM_018907.3, PCDHA3:intronic:NM_018906.2, PCDHA2:intronic:NM_018905.2, PCDHA9:intronic:NM_031857.1, PCDHA8:intronic:NM_018911.2, PCDHA7:intronic:NM_018910.2, PCDHA10:exonic:NM_018901.3, PCDHA6:intronic:NM_018909.31

100

1 synonymous NM_018900.3, NM_018905.2, NM_018906.2, NM_018907.3, NM_018908.2, NM_018909.3, NM_018910.2, NM_018911.2, NM_031857.1, NM_018901.3c.2394+68840T>G, c.2388+60172T>G, c.2394+53933T>G, c.2385+47952T>G, c.2352+33397T>G, c.2394+27039T>G, c.2355+20786T>G, c.2394+13809T>G, c.2394+6635T>G, c.1476T>Gp.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.(=)-0.38 0.01(COSM1744050),0.01(COSM1744051),0.01(COSM1744052)rs251363 0.3691 YES 4.66E-1 (pos.140237109) adenocarcinomaProtocadherin-alpha 1,Protocadherin-alpha 10,Protocadherin-alpha 2,Protocadherin-alpha 3,Protocadherin-alpha 4,Protocadherin-alpha 5,Protocadherin-alpha 6,Protocadherin-alpha 7,Protocadherin-alpha 8,Protocadherin-alpha 9calcium ion binding,cell adhesion,cell-cell recognition,cell-cell signaling,endoplasmic reticulum,extracellular region,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,integral component of plasma membrane,nervous system development,nucleus,plasma membrane,protein bindingAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsT=0, G=35 T=0.0, G=1.0 0.00001 543.894 35 T=0/0, G=17/18

chr22:30862146 A/A C A SNV SEC14L3 SEC14L3:intronic:NM_174975.4 1 100 intronic NM_174975.4c.580+175G>Tp.? 1.02 CRAL/TRIO domainrs1047917 YES Sec14-like 3 extracellular exosome,integral component of membrane,intracellular,lipid binding,transport,transporter activityVitamin E C=0, A=20 C=0.0, A=1.0 0.00001 263.786 20 C=0/0, A=9/11

chr22:30862400 A/A T A SNV SEC14L3 SEC14L3:intronic:NM_174975.4 1 100 intronic NM_174975.4c.520-19A>Tp.? -0.35 CRAL/TRIO domainrs1057995 0.3916 YES 8.498E-1 (pos.30862400) Sec14-like 3 extracellular exosome,integral component of membrane,intracellular,lipid binding,transport,transporter activityVitamin E T=0, A=70 T=0.0, A=1.0 0.00001 1092.09 70 T=0/0, A=56/14

chr5:140237387 G/G T G SNV

PCDHA1,PC

DHA10,PCD

HA2,PCDHA

3,PCDHA4,P

CDHA5,PCD

HA6,PCDHA

7,PCDHA8,P

CDHA9 PCDHA1:intronic:NM_018900.3, PCDHA5:intronic:NM_018908.2, PCDHA4:intronic:NM_018907.3, PCDHA3:intronic:NM_018906.2, PCDHA2:intronic:NM_018905.2, PCDHA9:intronic:NM_031857.1, PCDHA8:intronic:NM_018911.2, PCDHA7:intronic:NM_018910.2, PCDHA10:exonic:NM_018901.3, PCDHA6:intronic:NM_018909.31

100

1 missense NM_018900.3, NM_018905.2, NM_018906.2, NM_018907.3, NM_018908.2, NM_018909.3, NM_018910.2, NM_018911.2, NM_031857.1, NM_018901.3c.2394+69118T>G, c.2388+60450T>G, c.2394+54211T>G, c.2385+48230T>G, c.2352+33675T>G, c.2394+27317T>G, c.2355+21064T>G, c.2394+14087T>G, c.2394+6913T>G, c.1754T>Gp.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.Val585Gly0.5 1 109 0 0.01(COSM3722956),0.01(COSM3722957)rs251364 0.3767 YES 4.686E-1 (pos.140237387)adenocarcinoma,basal_cell_carcinoma,carcinoma,squamous_cell_carcinomaProtocadherin-alpha 1,Protocadherin-alpha 10,Protocadherin-alpha 2,Protocadherin-alpha 3,Protocadherin-alpha 4,Protocadherin-alpha 5,Protocadherin-alpha 6,Protocadherin-alpha 7,Protocadherin-alpha 8,Protocadherin-alpha 9calcium ion binding,cell adhesion,cell-cell recognition,cell-cell signaling,endoplasmic reticulum,extracellular region,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,integral component of plasma membrane,nervous system development,nucleus,plasma membrane,protein bindingAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsT=0, G=68 T=0.0, G=1.0 0.00001 1051.21 68 T=0/0, G=27/41

chr5:140237548 G/G A G SNV

PCDHA1,PC

DHA10,PCD

HA2,PCDHA

3,PCDHA4,P

CDHA5,PCD

HA6,PCDHA

7,PCDHA8,P

CDHA9 PCDHA1:intronic:NM_018900.3, PCDHA5:intronic:NM_018908.2, PCDHA4:intronic:NM_018907.3, PCDHA3:intronic:NM_018906.2, PCDHA2:intronic:NM_018905.2, PCDHA9:intronic:NM_031857.1, PCDHA8:intronic:NM_018911.2, PCDHA7:intronic:NM_018910.2, PCDHA10:exonic:NM_018901.3, PCDHA6:intronic:NM_018909.31

100

1 missense NM_018900.3, NM_018905.2, NM_018906.2, NM_018907.3, NM_018908.2, NM_018909.3, NM_018910.2, NM_018911.2, NM_031857.1, NM_018901.3c.2394+69279A>G, c.2388+60611A>G, c.2394+54372A>G, c.2385+48391A>G, c.2352+33836A>G, c.2394+27478A>G, c.2355+21225A>G, c.2394+14248A>G, c.2394+7074A>G, c.1915A>Gp.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.Thr639Ala-0.61 1 58 0 0.02(COSM4999253),0.02(COSM4999254)rs630162 0.3762 YES 4.704E-1 (pos.140237548)adenocarcinoma,carcinoma,ductal_carcinomaProtocadherin-alpha 1,Protocadherin-alpha 10,Protocadherin-alpha 2,Protocadherin-alpha 3,Protocadherin-alpha 4,Protocadherin-alpha 5,Protocadherin-alpha 6,Protocadherin-alpha 7,Protocadherin-alpha 8,Protocadherin-alpha 9calcium ion binding,cell adhesion,cell-cell recognition,cell-cell signaling,endoplasmic reticulum,extracellular region,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,integral component of plasma membrane,nervous system development,nucleus,plasma membrane,protein bindingAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsA=0, G=83 A=0.0, G=1.0 0.00001 1349.38 83 A=0/0, G=50/33

chr22:31266777 C/C T C SNV OSBP2 OSBP2:intronic:NM_030758.3 1 100 intronic NM_030758.3c.1107+108T>Cp.? -2.62 Oxysterol-binding protein,PH domain,Pleckstrin homology domainrs4820909 Oxysterol-binding protein 2apical dendrite,cholesterol binding,lipid transport,membrane,protein binding,spermatid developmentT=0, C=32 T=0.0, C=1.0 0.00001 485.14 32 T=0/0, C=12/20

chr22:31266830 C/C T C SNV OSBP2 OSBP2:intronic:NM_030758.3 1 100 intronic NM_030758.3c.1107+161T>Cp.? -2.71 Oxysterol-binding protein,PH domain,Pleckstrin homology domainrs4820030 YES Oxysterol-binding protein 2apical dendrite,cholesterol binding,lipid transport,membrane,protein binding,spermatid developmentT=0, C=28 T=0.0, C=1.0 0.00001 411.139 28 T=0/0, C=7/21

chr22:31285680 G/A G A SNV

LOC107985

544,OSBP2 LOC107985544:exonic_nc:NR_146603.1, OSBP2:intronic:NM_030758.31
57.14

intronic NM_030758.3, NR_146603.1c.1623+57G>Ap.? -0.71 Oxysterol-binding protein,PH domain,Pleckstrin homology domainrs5749186 YES Oxysterol-binding protein 2apical dendrite,cholesterol binding,lipid transport,membrane,protein binding,spermatid developmentG=9, A=12 G=0.4286, A=0.5714 0.00001 109.102 21 G=6/3, A=7/5

chr5:140228164 A/A C A SNV

PCDHA1,PC

DHA2,PCDH

A3,PCDHA4,

PCDHA5,PC

DHA6,PCDH

A7,PCDHA8,

PCDHA9 PCDHA1:intronic:NM_018900.3, PCDHA5:intronic:NM_018908.2, PCDHA4:intronic:NM_018907.3, PCDHA3:intronic:NM_018906.2, PCDHA2:intronic:NM_018905.2, PCDHA9:exonic:NM_031857.1, PCDHA8:intronic:NM_018911.2, PCDHA7:intronic:NM_018910.2, PCDHA6:intronic:NM_018909.31

100

1 missense NM_018900.3, NM_018905.2, NM_018906.2, NM_018907.3, NM_018908.2, NM_018909.3, NM_018910.2, NM_018911.2, NM_031857.1c.2394+59895C>A, c.2388+51227C>A, c.2394+44988C>A, c.2385+39007C>A, c.2352+24452C>A, c.2394+18094C>A, c.2355+11841C>A, c.2394+4864C>A, c.84C>Ap.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.Ser28Arg0.18 0.05 110 0.006 0.54(COSM4003324),0.54(COSM4003325)rs251353 0.4635 YES 4.78E-1 (pos.140228164) acute_myeloid_leukaemia,neoplasmProtocadherin-alpha 1,Protocadherin-alpha 2,Protocadherin-alpha 3,Protocadherin-alpha 4,Protocadherin-alpha 5,Protocadherin-alpha 6,Protocadherin-alpha 7,Protocadherin-alpha 8,Protocadherin-alpha 9calcium ion binding,cell adhesion,cell-cell recognition,cell-cell signaling,endoplasmic reticulum,extracellular region,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,integral component of plasma membrane,nervous system development,nucleus,plasma membrane,protein bindingAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsC=0, A=81 C=0.0, A=1.0 0.00001 1313.57 81 C=0/0, A=52/29

chr5:140229086 G/G C G SNV

PCDHA1,PC

DHA2,PCDH

A3,PCDHA4,

PCDHA5,PC

DHA6,PCDH

A7,PCDHA8,

PCDHA9 PCDHA1:intronic:NM_018900.3, PCDHA5:intronic:NM_018908.2, PCDHA4:intronic:NM_018907.3, PCDHA3:intronic:NM_018906.2, PCDHA2:intronic:NM_018905.2, PCDHA9:exonic:NM_031857.1, PCDHA8:intronic:NM_018911.2, PCDHA7:intronic:NM_018910.2, PCDHA6:intronic:NM_018909.31

100

1 missense NM_018900.3, NM_018905.2, NM_018906.2, NM_018907.3, NM_018908.2, NM_018909.3, NM_018910.2, NM_018911.2, NM_031857.1c.2394+60817C>G, c.2388+52149C>G, c.2394+45910C>G, c.2385+39929C>G, c.2352+25374C>G, c.2394+19016C>G, c.2355+12763C>G, c.2394+5786C>G, c.1006C>Gp.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.Leu336Val-0.78 1 32 0 0(COSM4003326),0(COSM4003327)rs251354 0.3856 YES 4.837E-1 (pos.140229086)acute_myeloid_leukaemiaProtocadherin-alpha 1,Protocadherin-alpha 2,Protocadherin-alpha 3,Protocadherin-alpha 4,Protocadherin-alpha 5,Protocadherin-alpha 6,Protocadherin-alpha 7,Protocadherin-alpha 8,Protocadherin-alpha 9calcium ion binding,cell adhesion,cell-cell recognition,cell-cell signaling,endoplasmic reticulum,extracellular region,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,integral component of plasma membrane,nervous system development,nucleus,plasma membrane,protein bindingAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsC=0, G=26 C=0.0, G=1.0 0.00001 371.42 26 C=0/0, G=10/16

chr22:31687142 C/C G C SNV PIK3IP1 PIK3IP1:intronic:NM_052880.4 1 100 intronic NM_052880.4c.187+24C>Gp.? 0.51 Kringle domainrs5753544 YES 1.0 (pos.31687142) extracellular exosome,integral component of membrane,negative regulation of phosphatidylinositol 3-kinase activity,negative regulation of phosphatidylinositol 3-kinase signaling,phosphatidylinositol 3-kinase catalytic subunit binding,plasma membrane,protein bindingG=0, C=75 G=0.0, C=1.0 0.00001 1169.72 75 G=0/0, C=33/42

chr22:31904170 G/G A G SNV SFI1 SFI1:intronic:NM_001007467.2 1 100 intronic NM_001007467.2c.-29-71A>Gp.? -0.71 rs2413054 YES SFI1, yeast, homolog ofG2/M transition of mitotic cell cycle,centriole,centrosome,ciliary basal body-plasma membrane docking,cytosol,negative regulation of phosphatase activity,phosphatase binding,protein binding,regulation of G2/M transition of mitotic cell cycleA=0, G=41 A=0.0, G=1.0 0.00001 664.609 41 A=0/0, G=15/26

chr22:31971173 TCTT/TCTT T TCTT INDEL SFI1 SFI1:intronic:NM_001007467.2 3 100 intronic NM_001007467.2c.923-44T>TCTTp.? -0.11 SFI1, yeast, homolog ofG2/M transition of mitotic cell cycle,centriole,centrosome,ciliary basal body-plasma membrane docking,cytosol,negative regulation of phosphatase activity,phosphatase binding,protein binding,regulation of G2/M transition of mitotic cell cycleT=0, TCTT=25T=0.0, TCTT=1.0 0.00001 353.019 25 T=0/0, TCTT=17/8

chr5:140230370 CC/CC AA CC MNV

PCDHA1,PC

DHA2,PCDH

A3,PCDHA4,

PCDHA5,PC

DHA6,PCDH

A7,PCDHA8,

PCDHA9 PCDHA1:intronic:NM_018900.3, PCDHA5:intronic:NM_018908.2, PCDHA4:intronic:NM_018907.3, PCDHA3:intronic:NM_018906.2, PCDHA2:intronic:NM_018905.2, PCDHA9:exonic:NM_031857.1, PCDHA8:intronic:NM_018911.2, PCDHA7:intronic:NM_018910.2, PCDHA6:intronic:NM_018909.32

100

1 missense NM_018900.3, NM_018905.2, NM_018906.2, NM_018907.3, NM_018908.2, NM_018909.3, NM_018910.2, NM_018911.2, NM_031857.1c.2394+62101AA>CC, c.2388+53433AA>CC, c.2394+47194AA>CC, c.2385+41213AA>CC, c.2352+26658AA>CC, c.2394+20300AA>CC, c.2355+14047AA>CC, c.2394+7070AA>CC, c.2290_2291delAAinsCCp.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.Lys764Pro-1.32, -0.61 1 103 0 0.02(COSM3927817),0.02(COSM3927818)rs35021536,rs369636,rs369639,rs8800011500.376 YES 4.806E-1 (pos.140230371),4.809E-1 (pos.140230370)adenocarcinoma,carcinoma,neoplasmProtocadherin-alpha 1,Protocadherin-alpha 2,Protocadherin-alpha 3,Protocadherin-alpha 4,Protocadherin-alpha 5,Protocadherin-alpha 6,Protocadherin-alpha 7,Protocadherin-alpha 8,Protocadherin-alpha 9calcium ion binding,cell adhesion,cell-cell recognition,cell-cell signaling,endoplasmic reticulum,extracellular region,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,integral component of plasma membrane,nervous system development,nucleus,plasma membrane,protein bindingAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsAA=0, CC=59AA=0.0, CC=1.0 0.00001 885.368 59 AA=0/0, CC=29/30

chr22:32002294 T/C T C SNV SFI1 SFI1:intronic:NM_001007467.2 1 57.14 intronic NM_001007467.2c.2055-20T>Cp.? -0.47 rs5753723 0.2111 YES 9.295E-1 (pos.32002294) SFI1, yeast, homolog ofG2/M transition of mitotic cell cycle,centriole,centrosome,ciliary basal body-plasma membrane docking,cytosol,negative regulation of phosphatase activity,phosphatase binding,protein binding,regulation of G2/M transition of mitotic cell cycleT=12, C=16 T=0.4286, C=0.5714 0.00001 157.699 28 T=6/6, C=8/8

chr22:32179850 C/C G C SNV DEPDC5 DEPDC5:intronic:NM_001242896.1 1 100 intronic NM_001242896.1c.484-43G>Cp.? -0.51 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),Vacuolar membrane-associated protein Iml1rs138286,rs764672407 0.0404 YES 0.0 (pos.32179848),9.999E-1 (pos.32179850)DEP domain-containing protein 5GATOR1 complex,GTPase activator activity,cellular response to amino acid starvation,cytosol,intracellular,intracellular signal transduction,lysosomal membrane,lysosome,negative regulation of TOR signaling,negative regulation of TORC1 signaling,perinuclear region of cytoplasm,positive regulation of GTPase activity,protein complex binding,regulation of autophagyAdenocarcinoma;Brain Diseases;Carcinoma;Carcinoma, Hepatocellular;Central Nervous System Diseases;Digestive System Diseases;Digestive System Neoplasms;Epilepsies, Partial;Epilepsy;Hepatitis;Hepatitis C;Hepatitis C, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System DiseasesG=0, C=28 G=0.0, C=1.0 0.00001 408.718 28 G=0/0, C=12/16

chr5:140559914 C/C T C SNV PCDHB8 PCDHB8:exonic:NM_019120.4 1 100 1 missense NM_019120.4c.2299T>C p.Phe767Leu 3.38 22 0.8(COSM4003344)Cadherin cytoplasmic C-terminal,Cadherin domain,Cadherin-likers2740583 0.3483 YES 1.351E-1;0.0 (pos.140559914)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmProtocadherin-beta 8calcium ion binding,cell adhesion,chemical synaptic transmission,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of plasma membrane,synapse assemblyMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasT=0, C=70 T=0.0, C=1.0 0.00001 1092.09 70 T=0/0, C=31/39

chr22:32804313 A/A G A SNV RTCB RTCB:intronic:NM_014306.4 1 100 intronic NM_014306.4c.173-84C>Tp.? 0.09 tRNA-splicing ligase RtcBrs5754073 YES RNA 2-prime, 3-prime cyclic phosphate and 5-prime-OH ligaseATP binding,RNA binding,RNA ligase (ATP) activity,cytoplasm,cytosol,endoplasmic reticulum membrane,intracellular membrane-bounded organelle,metal ion binding,nuclear envelope,nucleoplasm,nucleus,protein binding,tRNA splicing, via endonucleolytic cleavage and ligation,tRNA-splicing ligase complex,vinculin bindingSucrose G=0, A=71 G=0.0, A=1.0 0.00001 1111.45 71 G=0/0, A=19/52

chr5:140568034 CA/CA C CA INDEL PCDHB9 PCDHB9:exonic:NM_019119.4 1 100 1 unknown NM_019119.4 -0.66 Cadherin cytoplasmic C-terminal,Cadherin domain,Cadherin-likers33974901,rs397788714,rs7823315401.00E-04 YES 1.0;0.0 (pos.140568034) Protocadherin-beta 9calcium ion binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,cell adhesion,chemical synaptic transmission,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,plasma membrane,synapse assemblyC=0, CA=23 C=0.0, CA=1.0 0.00001 289.507 23 C=0/0, CA=8/15

chr5:140710705 A/A G A SNV PCDHGA1 PCDHGA1:exonic:NM_018912.2 1 100 1 missense NM_018912.2c.454G>A p.Val152Ile 2.37 0.21 29 0 rs2472647 0.025 YES 8.765E-1 (pos.140710705) Protocadherin-gamma, subfamily A, member 1calcium ion binding,cell adhesion,cell-cell signaling,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of plasma membrane,nervous system developmentG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=9/11

chr5:140798639 G/C G C SNV

PCDHGA1,P

CDHGA10,P

CDHGA2,PC

DHGA3,PCD

HGA4,PCDH

GA5,PCDHG

A6,PCDHGA

7,PCDHGA8,

PCDHGA9,P

CDHGB1,PC

DHGB2,PCD

HGB3,PCDH

GB4,PCDHG

B5,PCDHGB

6,PCDHGB7 PCDHGA8:intronic:NM_032088.1, PCDHGA7:intronic:NM_018920.3, PCDHGA6:intronic:NM_018919.2, PCDHGB7:exonic:NM_018927.3, PCDHGA5:intronic:NM_018918.2, PCDHGB6:intronic:NM_018926.2, PCDHGA4:intronic:NM_018917.3, PCDHGB5:intronic:NM_018925.2, PCDHGA3:intronic:NM_018916.3, PCDHGB4:intronic:NM_003736.2, PCDHGA2:intronic:NM_018915.3, PCDHGB3:intronic:NM_018924.4, PCDHGA1:intronic:NM_018912.2, PCDHGB2:intronic:NM_018923.2, PCDHGA9:intronic:NM_018921.2, PCDHGA10:intronic:NM_018913.2, PCDHGB1:intronic:NM_018922.21

50

1 missense NM_018912.2, NM_018915.3, NM_018916.3, NM_018922.2, NM_018917.3, NM_018923.2, NM_018918.2, NM_018924.4, NM_018919.2, NM_018920.3, NM_003736.2, NM_032088.1, NM_018925.2, NM_018921.2, NM_018926.2, NM_018913.2, NM_018927.3c.2422-75735G>C, c.2425-75735G>C, c.2424+72615G>C, c.2409+66403G>C, c.2514+61451G>C, c.2421+56516G>C, c.2421+52321G>C, c.2415+46263G>C, c.2424+42565G>C, c.2424+33749G>C, c.2397+28791G>C, c.2424+23835G>C, c.2397+18548G>C, c.2424+13696G>C, c.2418+8452G>C, c.2436+3461G>C, c.1213G>Cp.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.Val405Leu0.66 0.38 32 0.18 rs17208397 0.1577 YES 3.551E-2 (pos.140798639) Protocadherin-gamma, subfamily A, member 1,Protocadherin-gamma, subfamily A, member 10,Protocadherin-gamma, subfamily A, member 2,Protocadherin-gamma, subfamily A, member 3,Protocadherin-gamma, subfamily A, member 4,Protocadherin-gamma, subfamily A, member 5,Protocadherin-gamma, subfamily A, member 6,Protocadherin-gamma, subfamily A, member 7,Protocadherin-gamma, subfamily A, member 8,Protocadherin-gamma, subfamily A, member 9,Protocadherin-gamma, subfamily B, member 1,Protocadherin-gamma, subfamily B, member 2,Protocadherin-gamma, subfamily B, member 3,Protocadherin-gamma, subfamily B, member 4,Protocadherin-gamma, subfamily B, member 5,Protocadherin-gamma, subfamily B, member 6,Protocadherin-gamma, subfamily B, member 7RNA binding,biological_process,calcium ion binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,cell adhesion,cell-cell signaling,endosome to lysosome transport,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of plasma membrane,intracellular,lipid tube assembly involved in organelle fusion,membrane,molecular_function,nervous system development,spermatogenesisBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesG=12, C=12 G=0.5, C=0.5 0.00001 106.708 24 G=2/10, C=5/7

chr5:140719090 G/A G A SNV

PCDHGA1,P

CDHGA2 PCDHGA2:exonic:NM_018915.3, PCDHGA1:intronic:NM_018912.2 1
52.27

1 synonymous NM_018912.2, NM_018915.3c.2421+6418G>A, c.552G>Ap.?, p.(=) -3.99 0.03(COSM6351853),0.03(COSM6351854)rs6861047 0.1587 YES 6.461E-2 (pos.140719090)carcinoma Protocadherin-gamma, subfamily A, member 1,Protocadherin-gamma, subfamily A, member 2calcium ion binding,cell adhesion,cell-cell signaling,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of plasma membrane,nervous system developmentG=42, A=46 G=0.4773, A=0.5227 0.00001 511.718 88 G=25/17, A=15/31

chr5:140774288 C/C T C SNV

PCDHGA1,P

CDHGA2,PC

DHGA3,PCD

HGA4,PCDH

GA5,PCDHG

A6,PCDHGA

7,PCDHGA8,

PCDHGB1,P

CDHGB2,PC

DHGB3,PCD

HGB4 PCDHGA8:exonic:NM_032088.1, PCDHGA7:intronic:NM_018920.3, PCDHGA6:intronic:NM_018919.2, PCDHGA5:intronic:NM_018918.2, PCDHGA4:intronic:NM_018917.3, PCDHGA3:intronic:NM_018916.3, PCDHGB4:intronic:NM_003736.2, PCDHGA2:intronic:NM_018915.3, PCDHGB3:intronic:NM_018924.4, PCDHGA1:intronic:NM_018912.2, PCDHGB2:intronic:NM_018923.2, PCDHGB1:intronic:NM_018922.21

100

1 synonymous NM_018912.2, NM_018915.3, NM_018916.3, NM_018922.2, NM_018917.3, NM_018923.2, NM_018918.2, NM_018924.4, NM_018919.2, NM_018920.3, NM_003736.2, NM_032088.1c.2421+61616T>C, c.2424+53326T>C, c.2424+48264T>C, c.2409+42052T>C, c.2514+37100T>C, c.2421+32165T>C, c.2421+27970T>C, c.2415+21912T>C, c.2424+18214T>C, c.2424+9398T>C, c.2397+4440T>C, c.1908T>Cp.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.(=)-6.4 rs4912749 1.00E-04 9.999E-1 (pos.140774288) Protocadherin-gamma, subfamily A, member 1,Protocadherin-gamma, subfamily A, member 2,Protocadherin-gamma, subfamily A, member 3,Protocadherin-gamma, subfamily A, member 4,Protocadherin-gamma, subfamily A, member 5,Protocadherin-gamma, subfamily A, member 6,Protocadherin-gamma, subfamily A, member 7,Protocadherin-gamma, subfamily A, member 8,Protocadherin-gamma, subfamily B, member 1,Protocadherin-gamma, subfamily B, member 2,Protocadherin-gamma, subfamily B, member 3,Protocadherin-gamma, subfamily B, member 4calcium ion binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,cell adhesion,cell-cell signaling,endosome to lysosome transport,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of plasma membrane,intracellular,lipid tube assembly involved in organelle fusion,membrane,nervous system developmentT=0, C=36 T=0.0, C=1.0 0.00001 563.744 36 T=0/0, C=11/25

chr5:140750044 C/C T C SNV

PCDHGA1,P

CDHGA2,PC

DHGA3,PCD

HGA4,PCDH

GA5,PCDHG

B1,PCDHGB

2,PCDHGB3 PCDHGA5:intronic:NM_018918.2, PCDHGA4:intronic:NM_018917.3, PCDHGA3:intronic:NM_018916.3, PCDHGA2:intronic:NM_018915.3, PCDHGB3:exonic:NM_018924.4, PCDHGA1:intronic:NM_018912.2, PCDHGB2:intronic:NM_018923.2, PCDHGB1:intronic:NM_018922.21

100

1 missense NM_018912.2, NM_018915.3, NM_018916.3, NM_018922.2, NM_018917.3, NM_018923.2, NM_018918.2, NM_018924.4c.2421+37372T>C, c.2424+29082T>C, c.2424+24020T>C, c.2409+17808T>C, c.2514+12856T>C, c.2421+7921T>C, c.2421+3726T>C, c.83T>Cp.?, p.?, p.?, p.?, p.?, p.?, p.?, p.Val28Ala-0.88 1 64 0 0.02(COSM4591948),0.02(COSM4591949)rs6860609 YES 1.0 (pos.140750044) squamous_cell_carcinomaProtocadherin-gamma, subfamily A, member 1,Protocadherin-gamma, subfamily A, member 2,Protocadherin-gamma, subfamily A, member 3,Protocadherin-gamma, subfamily A, member 4,Protocadherin-gamma, subfamily A, member 5,Protocadherin-gamma, subfamily B, member 1,Protocadherin-gamma, subfamily B, member 2,Protocadherin-gamma, subfamily B, member 3calcium ion binding,cell adhesion,cell-cell signaling,endosome to lysosome transport,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of plasma membrane,intracellular,lipid tube assembly involved in organelle fusion,membrane,nervous system developmentT=0, C=39 T=0.0, C=1.0 0.00001 623.977 39 T=0/0, C=23/16

chr5:140732220 C/A C A SNV

PCDHGA1,P

CDHGA2,PC

DHGA3,PCD

HGB1 PCDHGA3:intronic:NM_018916.3, PCDHGA2:intronic:NM_018915.3, PCDHGA1:intronic:NM_018912.2, PCDHGB1:exonic:NM_018922.21

47.62

1 missense NM_018912.2, NM_018915.3, NM_018916.3, NM_018922.2c.2421+19548C>A, c.2424+11258C>A, c.2424+6196C>A, c.2393C>Ap.?, p.?, p.?, p.Pro798His 0.06 0.12 77 0.717 rs200777796 7.00E-04 0.0 (pos.140732220) Protocadherin-gamma, subfamily A, member 1,Protocadherin-gamma, subfamily A, member 2,Protocadherin-gamma, subfamily A, member 3,Protocadherin-gamma, subfamily B, member 1calcium ion binding,cell adhesion,cell-cell signaling,endosome to lysosome transport,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of plasma membrane,intracellular,lipid tube assembly involved in organelle fusion,membrane,nervous system developmentC=11, A=10 C=0.5238, A=0.4762 0.00001 82.29 21 C=7/4, A=8/2

chr20:56137895 G/C G C SNV PCK1 PCK1:exonic:NM_002591.3 1 95.45 4 missense NM_002591.3c.550G>C p.Val184Leu 4.39 1 32 0 0.26(COSM3736801),0.26(COSM3736802)Phosphoenolpyruvate carboxykinase C-terminal P-loop domain,Phosphoenolpyruvate carboxykinase N-terminal domainrs707555 0.1343 YES 7.835E-1 (pos.56137895) acute_myeloid_leukaemia,malignant_melanoma,neoplasmPhosphoenolpyruvate carboxykinase-1 (soluble)GDP binding,GTP binding,aging,carboxylic acid binding,cellular response to cAMP,cellular response to fructose stimulus,cellular response to glucagon stimulus,cellular response to hypoxia,cellular response to insulin stimulus,cellular response to interleukin-1,cellular response to potassium ion starvation,cellular response to retinoic acid,cellular response to tumor necrosis factor,cytoplasm,cytosol,extracellular exosome,gluconeogenesis,glucose homeostasis,glucose metabolic process,glycerol biosynthetic process from pyruvate,internal protein amino acid acetylation,magnesium ion binding,manganese ion binding,oxaloacetate metabolic process,phosphoenolpyruvate carboxykinase (GTP) activity,positive regulation of transcription from RNA polymerase II promoter in response to acidic pH,response to activity,response to insulin,response to interleukin-6,response to lipopolysaccharide,response to methionineAdenocarcinoma;Carbohydrate Metabolism, Inborn Errors;Carcinoma;Carcinoma, Hepatocellular;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Liver Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition1-(2-Fluorobenzyl)-3-Butyl-8-(N-Acetyl-4-Aminobenzyl)-Xanthine,1-Allyl-3-Butyl-8-(N-Acetyl-4-Aminobenzyl)-Xanthine,Phosphoenolpyruvate,Phosphomethylphosphonic Acid-Guanylate EsterBenign G=1, C=21 G=0.0455, C=0.9545 0.00001 271.545 22 G=0/1, C=13/8

chr20:56137866 C/T C T SNV PCK1 PCK1:exonic:NM_002591.3 1 50 4 missense NM_002591.3c.521C>T p.Thr174Met 7.13 0 81 1 0.93(COSM253800),0.93(COSM3933887)Phosphoenolpyruvate carboxykinase C-terminal P-loop domain,Phosphoenolpyruvate carboxykinase N-terminal domainrs199822253 1.00E-04 0.0 (pos.56137866) carcinoma Phosphoenolpyruvate carboxykinase-1 (soluble)GDP binding,GTP binding,aging,carboxylic acid binding,cellular response to cAMP,cellular response to fructose stimulus,cellular response to glucagon stimulus,cellular response to hypoxia,cellular response to insulin stimulus,cellular response to interleukin-1,cellular response to potassium ion starvation,cellular response to retinoic acid,cellular response to tumor necrosis factor,cytoplasm,cytosol,extracellular exosome,gluconeogenesis,glucose homeostasis,glucose metabolic process,glycerol biosynthetic process from pyruvate,internal protein amino acid acetylation,magnesium ion binding,manganese ion binding,oxaloacetate metabolic process,phosphoenolpyruvate carboxykinase (GTP) activity,positive regulation of transcription from RNA polymerase II promoter in response to acidic pH,response to activity,response to insulin,response to interleukin-6,response to lipopolysaccharide,response to methionineAdenocarcinoma;Carbohydrate Metabolism, Inborn Errors;Carcinoma;Carcinoma, Hepatocellular;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Liver Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition1-(2-Fluorobenzyl)-3-Butyl-8-(N-Acetyl-4-Aminobenzyl)-Xanthine,1-Allyl-3-Butyl-8-(N-Acetyl-4-Aminobenzyl)-Xanthine,Phosphoenolpyruvate,Phosphomethylphosphonic Acid-Guanylate EsterC=11, T=11 C=0.5, T=0.5 0.00001 94.596 22 C=11/0, T=4/7

chr20:56137834 A/G A G SNV PCK1 PCK1:exonic:NM_002591.3 1 47.62 4 synonymous NM_002591.3c.489A>G p.(=) -4.04 0.04(COSM3722977),0.04(COSM3722978)Phosphoenolpyruvate carboxykinase C-terminal P-loop domain,Phosphoenolpyruvate carboxykinase N-terminal domainrs1062601 0.4951 YES 3.614E-2 (pos.56137834) diffuse_large_B_cell_lymphoma,neoplasm,squamous_cell_carcinomaPhosphoenolpyruvate carboxykinase-1 (soluble)GDP binding,GTP binding,aging,carboxylic acid binding,cellular response to cAMP,cellular response to fructose stimulus,cellular response to glucagon stimulus,cellular response to hypoxia,cellular response to insulin stimulus,cellular response to interleukin-1,cellular response to potassium ion starvation,cellular response to retinoic acid,cellular response to tumor necrosis factor,cytoplasm,cytosol,extracellular exosome,gluconeogenesis,glucose homeostasis,glucose metabolic process,glycerol biosynthetic process from pyruvate,internal protein amino acid acetylation,magnesium ion binding,manganese ion binding,oxaloacetate metabolic process,phosphoenolpyruvate carboxykinase (GTP) activity,positive regulation of transcription from RNA polymerase II promoter in response to acidic pH,response to activity,response to insulin,response to interleukin-6,response to lipopolysaccharide,response to methionineAdenocarcinoma;Carbohydrate Metabolism, Inborn Errors;Carcinoma;Carcinoma, Hepatocellular;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Liver Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition1-(2-Fluorobenzyl)-3-Butyl-8-(N-Acetyl-4-Aminobenzyl)-Xanthine,1-Allyl-3-Butyl-8-(N-Acetyl-4-Aminobenzyl)-Xanthine,Phosphoenolpyruvate,Phosphomethylphosphonic Acid-Guanylate EsterBenign A=11, G=10 A=0.5238, G=0.4762 0.00001 82.2558 21 A=11/0, G=4/6

chr14:24567498 C/C A C SNV PCK2 PCK2:exonic:NM_004563.3 1 100 3 missense NM_004563.3c.362A>C p.Gln121Pro 5.79 1 76 0 0.27(COSM4590325),0.27(COSM4590326)Phosphoenolpyruvate carboxykinase C-terminal P-loop domain,Phosphoenolpyruvate carboxykinase N-terminal domainrs3021119 YES 1.0 (pos.24567498) squamous_cell_carcinomaPhosphoenolpyruvate carboxykinase 2, mitochondrialGTP binding,NADH oxidation,cellular response to glucose stimulus,cellular response to tumor necrosis factor,extracellular exosome,gluconeogenesis,kinase activity,metal ion binding,mitochondrial matrix,mitochondrion,oxaloacetate metabolic process,phosphoenolpyruvate carboxykinase (GTP) activity,phosphoenolpyruvate carboxykinase activity,phosphorylation,positive regulation of insulin secretion,protein binding,pyruvate metabolic process,response to dexamethasone,response to lipopolysaccharideBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Mental Retardation, X-Linked;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Nutritional and Metabolic Diseases;Pyruvate Dehydrogenase Complex Deficiency Disease;Pyruvate Metabolism, Inborn ErrorsA=0, C=31 A=0.0, C=1.0 0.00001 465.746 31 A=0/0, C=15/16

chr21:47773103 A/A C A SNV PCNT PCNT:exonic:NM_006031.5 1 100 10 synonymous NM_006031.5c.1542C>A p.(=) -5.28 0.02(COSM1130514)Pericentrin-AKAP-450 domain of centrosomal targeting proteinrs2249057 0.3307 YES 4.264E-1;0.0 (pos.47773103)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmNucleoporin 85kD,PericentrinG2/M transition of mitotic cell cycle,calmodulin binding,centriolar satellite,centriole,centrosome,ciliary basal body-plasma membrane docking,cilium assembly,cytosol,membrane,microtubule,microtubule cytoskeleton organization,microtubule organizing center,mitotic spindle organization,positive regulation of intracellular protein transport,protein binding,protein complex scaffold activity,regulation of G2/M transition of mitotic cell cycle,signal transductionBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Fetal Growth Retardation;Genetic Diseases, Inborn;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Osteochondrodysplasias;Pregnancy ComplicationsBenign C=0, A=39 C=0.0, A=1.0 0.00001 623.955 39 C=0/0, A=23/16

chr22:36708049 C/C CTCCTGTGAC INDEL MYH9 MYH9:intronic:NM_002473.5 8 100 intronic NM_002473.5c.1728+45TCACAGGAG>Gp.? -0.33, -1.16, -0.76, -0.85, -0.21, -4.13, -4.72, -0.46, -1.27 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs1014580671,rs3842715,rs766453736YES 6.114E-1 (pos.36708049) Myosin, heavy polypeptide-9, nonmuscleADP binding,ATP binding,ATPase activity,COP9 signalosome,RNA binding,actin binding,actin cytoskeleton,actin cytoskeleton reorganization,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,actomyosin,actomyosin contractile ring,actomyosin structure organization,angiogenesis,blood vessel endothelial cell migration,brush border,cadherin binding,calmodulin binding,cell leading edge,cell-cell adherens junction,cleavage furrow,cytokinetic process,cytoplasm,cytosol,establishment of T cell polarity,establishment of meiotic spindle localization,extracellular exosome,extracellular matrix,focal adhesion,immunological synapse,in utero embryonic development,integrin complex,integrin-mediated signaling pathway,leukocyte migration,meiotic spindle organization,membrane,membrane protein ectodomain proteolysis,microfilament motor activity,monocyte differentiation,motor activity,myoblast fusion,myosin II complex,myosin II filament,myosin complex,negative regulation of actin filament severing,neuBlood Platelet Disorders;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ear Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypertension;Hypertension, Renal;Kidney Diseases;Kidney Failure, Chronic;Male Urogenital Diseases;Nephritis;Nephritis, Hereditary;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Sensation Disorders;Skin and Connective Tissue Diseases;Thrombocytopenia;Urogenital Abnormalities;Urologic Diseases;Vascular DiseasesBenign CTCCTGTGA=0, C=26CTCCTGTGA=0.0, C=1.0 0.00001 371.42 26 CTCCTGTGA=0/0, C=8/18

chr22:36708084 T/T C T SNV MYH9 MYH9:intronic:NM_002473.5 1 100 intronic NM_002473.5c.1728+10G>Ap.? -1.97 IQ calmodulin-binding motif,Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs2413396 0.0878 YES 8.899E-1 (pos.36708084) Myosin, heavy polypeptide-9, nonmuscleADP binding,ATP binding,ATPase activity,COP9 signalosome,RNA binding,actin binding,actin cytoskeleton,actin cytoskeleton reorganization,actin filament binding,actin filament-based movement,actin-dependent ATPase activity,actomyosin,actomyosin contractile ring,actomyosin structure organization,angiogenesis,blood vessel endothelial cell migration,brush border,cadherin binding,calmodulin binding,cell leading edge,cell-cell adherens junction,cleavage furrow,cytokinetic process,cytoplasm,cytosol,establishment of T cell polarity,establishment of meiotic spindle localization,extracellular exosome,extracellular matrix,focal adhesion,immunological synapse,in utero embryonic development,integrin complex,integrin-mediated signaling pathway,leukocyte migration,meiotic spindle organization,membrane,membrane protein ectodomain proteolysis,microfilament motor activity,monocyte differentiation,motor activity,myoblast fusion,myosin II complex,myosin II filament,myosin complex,negative regulation of actin filament severing,neuBlood Platelet Disorders;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ear Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypertension;Hypertension, Renal;Kidney Diseases;Kidney Failure, Chronic;Male Urogenital Diseases;Nephritis;Nephritis, Hereditary;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Sensation Disorders;Skin and Connective Tissue Diseases;Thrombocytopenia;Urogenital Abnormalities;Urologic Diseases;Vascular DiseasesBenign C=0, T=28 C=0.0, T=1.0 0.00001 408.717 28 C=0/0, T=8/20

chr22:36872750 G/G T G SNV TXN2 TXN2:intronic:NM_012473.3 1 100 intronic NM_012473.3c.387+30A>Cp.? -0.58 Thioredoxin,Thioredoxin-like domainrs2281082,rs768831310 0.1957 YES 0.0 (pos.36872749),2.666E-1 (pos.36872750)Thioredoxin 2cell,cell redox homeostasis,cellular response to nutrient levels,cellular response to oxidative stress,dendrite,glycerol ether metabolic process,mitochondrial matrix,mitochondrion,neuronal cell body,nucleolus,oxidation-reduction process,peptide-methionine (R)-S-oxide reductase activity,peptide-methionine (S)-S-oxide reductase activity,protein binding,protein complex binding,protein disulfide oxidoreductase activity,response to axon injury,response to drug,response to glucose,response to hormone,response to hypoxia,response to nutrient,response to organic cyclic compoundCardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Reperfusion Injury;Spinal Dysraphism;Vascular DiseasesT=0, G=57 T=0.0, G=1.0 0.00001 849.603 57 T=0/0, G=49/8

chr21:47777063 A/A G A SNV PCNT PCNT:exonic:NM_006031.5 1 100 13 missense NM_006031.5c.2111G>A p.Gly704Glu 3.84 1 98 0 0.04(COSM4135102)Pericentrin-AKAP-450 domain of centrosomal targeting proteinrs2839223 0.1243 YES 8.131E-1 (pos.47777063) neoplasm Nucleoporin 85kD,PericentrinG2/M transition of mitotic cell cycle,calmodulin binding,centriolar satellite,centriole,centrosome,ciliary basal body-plasma membrane docking,cilium assembly,cytosol,membrane,microtubule,microtubule cytoskeleton organization,microtubule organizing center,mitotic spindle organization,positive regulation of intracellular protein transport,protein binding,protein complex scaffold activity,regulation of G2/M transition of mitotic cell cycle,signal transductionBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Fetal Growth Retardation;Genetic Diseases, Inborn;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Osteochondrodysplasias;Pregnancy ComplicationsBenign G=0, A=78 G=0.0, A=1.0 0.00001 1249.36 78 G=0/0, A=41/37

chr21:47836653 T/T C T SNV PCNT PCNT:exonic:NM_006031.5 1 100 30 missense NM_006031.5c.6821C>T p.Pro2274Leu 0.04 0.45 98 0.001 0.08(COSM3759001)Pericentrin-AKAP-450 domain of centrosomal targeting proteinrs2070425 0.2562 YES 4.011E-1 (pos.47836653) adenocarcinoma,carcinoma,neoplasmNucleoporin 85kD,PericentrinG2/M transition of mitotic cell cycle,calmodulin binding,centriolar satellite,centriole,centrosome,ciliary basal body-plasma membrane docking,cilium assembly,cytosol,membrane,microtubule,microtubule cytoskeleton organization,microtubule organizing center,mitotic spindle organization,positive regulation of intracellular protein transport,protein binding,protein complex scaffold activity,regulation of G2/M transition of mitotic cell cycle,signal transductionBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Fetal Growth Retardation;Genetic Diseases, Inborn;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Osteochondrodysplasias;Pregnancy ComplicationsBenign C=0, T=33 C=0.0, T=1.0 0.00001 504.583 33 C=0/0, T=10/23

chr22:36907098 C/C T C SNV EIF3D EIF3D:intronic:NM_003753.3 1 100 intronic NM_003753.3c.1634-51A>Gp.? -2.68 Eukaryotic translation initiation factor 3 subunit 7 (eIF-3)rs728785 0.2977 YES 2.502E-1 (pos.36907098) Eukaryotic translation initiation factor 3, subunit DIRES-dependent viral translational initiation,RNA binding,cap-dependent translational initiation,cytosol,eukaryotic translation initiation factor 3 complex,eukaryotic translation initiation factor 3 complex, eIF3m,formation of cytoplasmic translation initiation complex,mRNA cap binding,membrane,positive regulation of mRNA binding,positive regulation of translation,protein binding,translation initiation factor activity,translational initiation,viral translational termination-reinitiationT=0, C=33 T=0.0, C=1.0 0.00001 504.577 33 T=0/0, C=11/22

chr22:37163329 T/T C T SNV

IFT27,LOC1

05373021 IFT27:intronic:NM_001177701.2, LOC105373021:downstream:NR_134623.11
100

intronic NR_134623.1, NM_001177701.2c.174+21G>Ap.? -2 Ras family,Ras of Complex, Roc, domain of DAPkinasers1048012 0.191 YES 9.099E-1 (pos.37163329) Intraflagellar transport 27, Chlamydomonas, homolog ofGTP binding,GTPase activity,Golgi apparatus,centrosome,ciliary tip,cilium,cochlea development,endosome,inner ear receptor stereocilium organization,intracellular protein transport,intraciliary transport,intraciliary transport involved in cilium assembly,intraciliary transport particle B,motile cilium,protein binding,smoothened signaling pathway,sperm midpiece,sperm principal pieceAbnormalities, Multiple;Bardet-Biedl Syndrome;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Hypothalamic Diseases;Nervous System DiseasesC=0, T=41 C=0.0, T=1.0 0.00001 653.105 41 C=0/0, T=22/19

chr1:233134086 T/T C T SNV PCNX2 PCNX2:exonic:NM_014801.3 1 100 32 missense NM_014801.3c.5702G>A p.Ser1901Asn 1.9 0.09 46 0 0.42(COSM3751000),0.42(COSM3751001)Pecanex protein (C-terminus)rs56231757 0.2287 YES 1.491E-1 (pos.233134086)adenocarcinoma,carcinomaPecanex, Drosophila, homolog of, 2biological_process,cellular_component,integral component of membrane,molecular_functionC=0, T=61 C=0.0, T=1.0 0.00001 916.073 61 C=0/0, T=37/24

chr11:65383896 C/C G C SNV PCNX3 PCNX3:exonic:NM_032223.3 1 100 1 synonymous NM_032223.3c.114G>C p.(=) 0.02 0.31(COSM4594946)Pecanex protein (C-terminus)rs7947140 YES 1.0;0.0 (pos.65383896) squamous_cell_carcinomaPecanex, Drosophila, homolog of, 3integral component of membrane G=0, C=110 G=0.0, C=1.0 0.00001 1737.98 110 G=0/0, C=52/58

chr19:1482396 G/A G A SNV PCSK4 PCSK4:exonic:NM_017573.4 1 50 14 missense NM_017573.4c.1775C>T p.Thr592Ile 0.2 0.2 89 0.483 Peptidase S8 pro-domain,Proprotein convertase P-domain,Subtilase familyrs61733913 0.0085 0.0 (pos.1482396) Proprotein convertase subtilisin/kexin type 4acrosomal membrane,acrosomal vesicle,acrosome reaction,binding of sperm to zona pellucida,fertilization,integral component of membrane,protein binding,protein processing,proteolysis,reproductive process,serine-type endopeptidase activity,sperm capacitationG=27, A=27 G=0.5, A=0.5 0.00001 262.864 54 G=17/10, A=15/12

chr1:55523033 G/G A G SNV PCSK9 PCSK9:exonic:NM_174936.3 1 100 7 synonymous NM_174936.3c.1026A>G p.(=) 0.94 Peptidase inhibitor I9,Subtilase familyrs509504 2.00E-04 1.0 (pos.55523033) Proprotein convertase, subtilisin/kexin-type, 9COPII-coated ER to Golgi transport vesicle,Golgi apparatus,PCSK9-AnxA2 complex,PCSK9-LDLR complex,RNA binding,apolipoprotein binding,apolipoprotein receptor binding,apoptotic process,cell surface,cellular protein metabolic process,cellular response to insulin stimulus,cellular response to starvation,cholesterol homeostasis,cholesterol metabolic process,cytoplasm,early endosome,endolysosome membrane,endoplasmic reticulum,endoplasmic reticulum lumen,extracellular region,extracellular space,extrinsic component of external side of plasma membrane,kidney development,late endosome,lipoprotein metabolic process,liver development,low-density lipoprotein particle binding,low-density lipoprotein particle clearance,low-density lipoprotein particle receptor binding,low-density lipoprotein particle receptor catabolic process,lysosomal membrane,lysosomal transport,lysosome,negative regulation of low-density lipoprotein particle clearance,negative regulation of low-density lipoprotein particle receptor binding,negative reguACMG Recommendations...;Arterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Dyslipidemias;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Hypercholesterolemia;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Kidney Diseases;Kidney Neoplasms;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Complex and Mixed;Neoplastic Syndromes, Hereditary;Nutritional and Metabolic Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Vascular Diseases;Wilms TumorAlirocumab,EvolocumabConflicting interpretations of pathogenicityA=0, G=71 A=0.0, G=1.0 0.00001 1110.89 71 A=0/0, G=45/26

chr1:55529187 A/A G A SNV PCSK9 PCSK9:exonic:NM_174936.3 1 100 12 missense NM_174936.3c.2009G>A p.Gly670Glu 0.51 1 98 0 Peptidase inhibitor I9,Subtilase familyrs505151 0.0353 YES 9.46E-1 (pos.55529187) Proprotein convertase, subtilisin/kexin-type, 9COPII-coated ER to Golgi transport vesicle,Golgi apparatus,PCSK9-AnxA2 complex,PCSK9-LDLR complex,RNA binding,apolipoprotein binding,apolipoprotein receptor binding,apoptotic process,cell surface,cellular protein metabolic process,cellular response to insulin stimulus,cellular response to starvation,cholesterol homeostasis,cholesterol metabolic process,cytoplasm,early endosome,endolysosome membrane,endoplasmic reticulum,endoplasmic reticulum lumen,extracellular region,extracellular space,extrinsic component of external side of plasma membrane,kidney development,late endosome,lipoprotein metabolic process,liver development,low-density lipoprotein particle binding,low-density lipoprotein particle clearance,low-density lipoprotein particle receptor binding,low-density lipoprotein particle receptor catabolic process,lysosomal membrane,lysosomal transport,lysosome,negative regulation of low-density lipoprotein particle clearance,negative regulation of low-density lipoprotein particle receptor binding,negative reguACMG Recommendations...;Arterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Dyslipidemias;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Hypercholesterolemia;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Kidney Diseases;Kidney Neoplasms;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Complex and Mixed;Neoplastic Syndromes, Hereditary;Nutritional and Metabolic Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Vascular Diseases;Wilms TumorAlirocumab,EvolocumabBenign/Likely benignG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=3/18

chr17:53851228 T/T C T SNV PCTP PCTP:exonic:NM_021213.3 1 100 4 synonymous NM_021213.3c.483C>T p.(=) -0.14 0.25(COSM4130420)START domain rs2960062 0.0305 YES 9.38E-1 (pos.53851228) neoplasm Phosphatidylcholine transfer proteincytosol,lipid binding,lipid transport,phosphatidylcholine binding,phosphatidylcholine biosynthetic process,phosphatidylcholine transporter activity,phospholipid transport,protein bindingDi-Linoleoyl-3-Sn-Phosphatidylcholine,Palmitoyl-Linoleoyl PhosphatidylcholineC=0, T=39 C=0.0, T=1.0 0.00001 623.746 39 C=0/0, T=22/17

chr6:165832227 T/T C T SNV PDE10A PDE10A:exonic:NM_001130690.2 1 100 11 synonymous NM_001130690.2c.894G>A p.(=) -0.75 0.07(COSM3761643),0.07(COSM4419950)3'5'-cyclic nucleotide phosphodiesterase,GAF domainrs220740 0.2917 YES 9.298E-2 (pos.165832227)acute_myeloid_leukaemia,adenocarcinoma,carcinomaPhosphodiesterase 10A3',5'-cyclic-AMP phosphodiesterase activity,3',5'-cyclic-GMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,G-protein coupled receptor signaling pathway,cAMP binding,cAMP catabolic process,cGMP binding,cGMP catabolic process,cGMP-stimulated cyclic-nucleotide phosphodiesterase activity,cytosol,drug binding,membrane,metal ion binding,perikaryon,regulation of cAMP-mediated signaling,regulation of protein kinase A signalingAttention Deficit and Disruptive Behavior Disorders;Conduct Disorder;Mental Disorders;Neurodevelopmental Disorders2-({4-4-(pyridin-4-ylmethyl)-1H-pyrazol-3-ylphenoxy}methyl)quinoline,2-{4-(1-methyl-4-pyridin-4-yl-1H-pyrazol-3-yl)phenoxymethyl}quinoline,2-{4-(4-pyridin-4-yl-1H-pyrazol-3-yl)phenoxymethyl}quinoline,4,5-bis(4-methoxyphenyl)-2-thiophen-2-yl-1H-imidazole,6,7-DIMETHOXY-4-(3R)-3-(2-NAPHTHYLOXY)PYRROLIDIN-1-YLQUINAZOLINE,6,7-DIMETHOXY-4-(3R)-3-(QUINOXALIN-2-YLOXY)PYRROLIDIN-1-YLQUINAZOLINE,Caffeine,Dipyridamole,Papaverine,Tofisopam,Trapidil,TriflusalC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=23/8



chr22:38025375 C/C T C SNV GGA1 GGA1:intronic:NM_013365.4 1 100 intronic NM_013365.4c.1094-94T>Cp.? -0.18 Adaptin C-terminal domain,GAT domain,VHS domainrs2071766 YES Golgi associated, gamma adaptin ear containing, ARF binding protein 1ADP-ribosylation factor binding,Golgi apparatus,cellular protein metabolic process,clathrin adaptor complex,early endosome membrane,endosome membrane,intracellular,intracellular membrane-bounded organelle,intracellular protein transport,membrane,molecular_function,nucleoplasm,positive regulation of protein catabolic process,protein binding,protein complex,protein heterodimerization activity,toxin transport,vesicle-mediated transportT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=8/16

chr22:38043444 C/A C A SNV

LOC101927

051,SH3BP1 SH3BP1:intronic:NM_018957.4, LOC101927051:intronic_nc:NR_109952.11
95.83

intronic NM_018957.4, NR_109952.1c.1119-4C>Ap.? -1.81 0.11(COSM5505506),0.11(COSM5505507)BAR domain,RhoGAP domainrs3213528 0.4679 YES 2.54E-1;0.0 (pos.38043444)carcinoma SH3 domain-binding protein 1GTPase activator activity,SH3 domain binding,actin filament organization,adherens junction,bicellular tight junction,cell junction assembly,cell leading edge,cell migration,cytosol,establishment of epithelial cell apical/basal polarity,exocyst,filopodium assembly,lamellipodium,negative regulation of small GTPase mediated signal transduction,nucleus,phagocytic cup,phagocytosis, engulfment,positive regulation of GTPase activity,protein binding,regulation of actin cytoskeleton organization,regulation of actin filament depolymerization,regulation of blood vessel endothelial cell migration,semaphorin receptor binding,semaphorin-plexin signaling pathwayC=2, A=46 C=0.0417, A=0.9583 0.00001 746.121 48 C=2/0, A=29/17

chr7:32209425 G/G A G SNV PDE1C PDE1C:exonic:NM_001191058.3 1 100 3 missense NM_001191058.3c.280T>C p.Ser94Pro 6.42 1 74 0 3'5'-cyclic nucleotide phosphodiesterase,3'5'-cyclic nucleotide phosphodiesterase N-terminalrs386711852,rs977625 1.0 (pos.32209425) Phosphodiesterase 1C3',5'-cyclic-nucleotide phosphodiesterase activity,calmodulin binding,calmodulin-dependent cyclic-nucleotide phosphodiesterase activity,cilium,cytosol,metal ion binding,sensory perception of smell,signal transductionEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Mental Disorders;Substance-Related DisordersCaffeine,Trapidil A=0, G=62 A=0.0, G=1.0 0.00001 930.378 62 A=0/0, G=32/30

chr12:20766559 T/T C T SNV PDE3A PDE3A:exonic:NM_000921.4 1 100 3 synonymous NM_000921.4c.1194C>T p.(=) 0.13 3'5'-cyclic nucleotide phosphodiesterasers10743380 0.0663 YES 9.972E-1;0.0 (pos.20766559) Phosphodiesterase 3A, cGMP-inhibited3',5'-cyclic-AMP phosphodiesterase activity,3',5'-cyclic-GMP phosphodiesterase activity,G-protein coupled receptor signaling pathway,cAMP binding,cAMP catabolic process,cAMP-mediated signaling,cGMP-inhibited cyclic-nucleotide phosphodiesterase activity,cGMP-mediated signaling,cellular response to cGMP,cellular response to transforming growth factor beta stimulus,cytosol,diterpenoid metabolic process,integral component of membrane,lipid metabolic process,metal ion binding,negative regulation of apoptotic process,negative regulation of vascular permeability,oocyte maturation,positive regulation of oocyte development,positive regulation of vascular permeability,protein binding,regulation of meiotic nuclear division,response to cAMP,response to drugBrachydactyly;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Embolism and Thrombosis;Genital Diseases, Male;Glucose Metabolism Disorders;Heart Diseases;Hypertension;Infertility;Infertility, Male;Limb Deformities, Congenital;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Infarction;Myocardial Ischemia;Nutritional and Metabolic Diseases;Thrombosis;Vascular DiseasesAminophylline,Amrinone,Anagrelide,Caffeine,Cilostazol,Enoximone,Ibudilast,Levosimendan,Milrinone,Oxtriphylline,Theophylline,Tofisopam,TrapidilC=0, T=34 C=0.0, T=1.0 0.00001 524.139 34 C=0/0, T=19/15

chr22:38142468 G/G A G SNV TRIOBP TRIOBP:intronic:NM_001039141.2 1 100 intronic NM_001039141.2c.5323-5311A>Gp.? 0.4 PH domain rs5756803,rs745576759,rs918940057YES 0.0 (pos.38142449),1.0 (pos.38142468) Trio- and F-actin-binding proteinGTP-Rho binding,actin cytoskeleton,actin filament binding,actin modification,barbed-end actin filament capping,cell cycle,cell division,cytoplasm,focal adhesion,microtubule organizing center,midbody,myosin II binding,nucleus,positive regulation of substrate adhesion-dependent cell spreading,regulation of actin cytoskeleton organization,ubiquitin protein ligase bindingEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersA=0, G=41 A=0.0, G=1.0 0.00001 664.693 41 A=0/0, G=18/23

chr19:18329240 C/C T C SNV PDE4C PDE4C:exonic:NM_000923.5 1 100 11 synonymous NM_000923.5c.1134A>G p.(=) 0.94 0.09(COSM148534),0.09(COSM5762332)3'5'-cyclic nucleotide phosphodiesterasers1042050 0.382 YES 2.035E-1 (pos.18329240) acute_myeloid_leukaemia,adenocarcinoma,neoplasmPhosphodiesterase-4C, cAMP-specific (dunce, Drosophila, homolog phosphodiesterase E1)3',5'-cyclic-AMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,G-protein coupled receptor signaling pathway,cAMP catabolic process,cilium,cytosol,extracellular space,metal ion binding,protein binding,signal transductionCaffeine,Crisaborole,Dyphylline,Ibudilast,Iloprost,Piclamilast,Roflumilast,TrapidilT=0, C=26 T=0.0, C=1.0 0.00001 383.787 26 T=0/0, C=12/14

chr22:38503847 T/T C T SNV BAIAP2L2 BAIAP2L2:intronic:NM_025045.5 1 100 intronic NM_025045.5c.276+12G>Ap.? -1.34 IRSp53/MIM homology domain,Variant SH3 domainrs6001006 0.2502 YES 6.722E-1 (pos.38503847) Bai1-associated protein 2-like 2actin crosslink formation,actin cytoskeleton,actin filament bundle assembly,cell-cell contact zone,clathrin complex,cytoplasmic vesicle membrane,cytosol,insulin receptor signaling pathway,membrane organization,phospholipid binding,plasma membrane,plasma membrane organization,positive regulation of actin cytoskeleton reorganization,positive regulation of actin filament polymerization,vesicle membraneC=0, T=36 C=0.0, T=1.0 0.00001 563.734 36 C=0/0, T=29/7

chr4:120528327 A/A G A SNV PDE5A PDE5A:exonic:NM_001083.3 1 100 2 missense NM_001083.3c.278C>T p.Ala93Val 1.02 0.13 64 0 3'5'-cyclic nucleotide phosphodiesterase,GAF domainrs3733526 0.1808 YES 8.952E-1 (pos.120528327) Phosphodiesterase 5A3',5'-cyclic-GMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,cGMP binding,cGMP catabolic process,cellular_component,cytosol,metal ion binding,negative regulation of T cell proliferation,negative regulation of cardiac muscle contraction,positive regulation of MAP kinase activity,positive regulation of cardiac muscle hypertrophy,positive regulation of oocyte development,protein binding,regulation of cGMP metabolic process,relaxation of cardiac muscle,signal transductionCardiovascular Diseases;Erectile Dysfunction;Genital Diseases, Male;Heart Diseases;Male Urogenital Diseases;Metabolic Diseases;Neoplasm Metastasis;Neoplasms;Neoplastic Processes;Nervous System Diseases;Nutritional and Metabolic Diseases;Sexual Dysfunction, Physiological;Vascular Diseases3-isobutyl-1-methyl-7H-xanthine,5-ethoxy-4-(1-methyl-7-oxo-3-propyl-6,7-dihydro-1H-pyrazolo4,3-dpyrimidin-5-yl)thiophene-2-sulfonamide,Avanafil,Caffeine,Citric Acid,Dipyridamole,Gamma-GlutamylS-(2-Iodobenzyl)CysteinylGlycine,Guanosine-5'-Monophosphate,OSI-461,Pentoxifylline,Sildenafil,Tadalafil,Theophylline,Trapidil,Udenafil,VardenafilG=0, A=58 G=0.0, A=1.0 0.00001 863.358 58 G=0/0, A=27/31

chr4:120474859 A/G A G SNV PDE5A PDE5A:exonic:NM_001083.3 1 47.37 8 synonymous NM_001083.3c.1242T>C p.(=) 1.84 0.83(COSM4002921),0.83(COSM4002922)3'5'-cyclic nucleotide phosphodiesterase,GAF domainrs11947234 0.2863 YES 3.9E-1 (pos.120474859) acute_myeloid_leukaemia,adenocarcinomaPhosphodiesterase 5A3',5'-cyclic-GMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,cGMP binding,cGMP catabolic process,cellular_component,cytosol,metal ion binding,negative regulation of T cell proliferation,negative regulation of cardiac muscle contraction,positive regulation of MAP kinase activity,positive regulation of cardiac muscle hypertrophy,positive regulation of oocyte development,protein binding,regulation of cGMP metabolic process,relaxation of cardiac muscle,signal transductionCardiovascular Diseases;Erectile Dysfunction;Genital Diseases, Male;Heart Diseases;Male Urogenital Diseases;Metabolic Diseases;Neoplasm Metastasis;Neoplasms;Neoplastic Processes;Nervous System Diseases;Nutritional and Metabolic Diseases;Sexual Dysfunction, Physiological;Vascular Diseases3-isobutyl-1-methyl-7H-xanthine,5-ethoxy-4-(1-methyl-7-oxo-3-propyl-6,7-dihydro-1H-pyrazolo4,3-dpyrimidin-5-yl)thiophene-2-sulfonamide,Avanafil,Caffeine,Citric Acid,Dipyridamole,Gamma-GlutamylS-(2-Iodobenzyl)CysteinylGlycine,Guanosine-5'-Monophosphate,OSI-461,Pentoxifylline,Sildenafil,Tadalafil,Theophylline,Trapidil,Udenafil,VardenafilA=50, G=45 A=0.5263, G=0.4737 0.00001 488.471 95 A=31/19, G=28/17

chr22:40641980 A/A G A SNV TNRC6B TNRC6B:intronic:NM_001162501.1 1 100 intronic NM_001162501.1c.6-39G>A p.? 0.28 Argonaute hook,TNRC6-PABC binding domainrs3752513 0.3999 YES 5.438E-1 (pos.40641980) Trinucleotide repeat-containing gene 6BP-body,RNA binding,Wnt signaling pathway, calcium modulating pathway,cytosol,gene silencing by RNA,miRNA mediated inhibition of translation,nucleic acid binding,positive regulation of nuclear-transcribed mRNA catabolic process, deadenylation-dependent decay,positive regulation of nuclear-transcribed mRNA poly(A) tail shortening,posttranscriptional gene silencing by RNA,protein binding,regulation of megakaryocyte differentiationAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Leiomyoma;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Muscle Tissue;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=0, A=42 G=0.0, A=1.0 0.00001 685.218 42 G=0/0, A=35/7

chr22:40800544 C/T C T SNV SGSM3 SGSM3:intronic:NM_015705.5 1 52.38 intronic NM_015705.5c.367-17C>Tp.? -1.99 RUN domain,Rab-GTPase-TBC domain,SH3 domain,Variant SH3 domainrs2235318 0.1695 YES 1.998E-1;0.0 (pos.40800544) Small G protein signaling modulator 3GTPase activator activity,Rab GTPase binding,Rap protein signal transduction,activation of GTPase activity,cell cycle arrest,cytosol,endomembrane system,gap junction,intracellular protein transport,plasma membrane to endosome transport,positive regulation of GTPase activity,positive regulation of protein catabolic process,protein binding,regulation of Rab protein signal transduction,regulation of cilium assembly,regulation of vesicle fusionBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesC=10, T=11 C=0.4762, T=0.5238 0.00001 95.2532 21 C=5/5, T=2/9

chr22:40801986 C/T C T SNV SGSM3 SGSM3:intronic:NM_015705.5 1 50 intronic NM_015705.5c.815-96C>Tp.? -1.55 RUN domain,Rab-GTPase-TBC domain,SH3 domain,Variant SH3 domainrs9607716 YES Small G protein signaling modulator 3GTPase activator activity,Rab GTPase binding,Rap protein signal transduction,activation of GTPase activity,cell cycle arrest,cytosol,endomembrane system,gap junction,intracellular protein transport,plasma membrane to endosome transport,positive regulation of GTPase activity,positive regulation of protein catabolic process,protein binding,regulation of Rab protein signal transduction,regulation of cilium assembly,regulation of vesicle fusionBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesC=15, T=15 C=0.5, T=0.5 0.00001 145.565 30 C=8/7, T=8/7

chr22:40803367 C/T C T SNV SGSM3 SGSM3:intronic:NM_015705.5 1 45.45 intronic NM_015705.5c.1368+35C>Tp.? -0.68 RUN domain,Rab-GTPase-TBC domain,SH3 domain,Variant SH3 domainrs77222252 0.0509 YES 4.78E-3;0.0 (pos.40803367) Small G protein signaling modulator 3GTPase activator activity,Rab GTPase binding,Rap protein signal transduction,activation of GTPase activity,cell cycle arrest,cytosol,endomembrane system,gap junction,intracellular protein transport,plasma membrane to endosome transport,positive regulation of GTPase activity,positive regulation of protein catabolic process,protein binding,regulation of Rab protein signal transduction,regulation of cilium assembly,regulation of vesicle fusionBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesC=17, T=15 C=0.5313, T=0.4688 0.00001 157.052 33 C=7/10, T=5/10

chr22:41244398 C/G C G SNV ST13 ST13:intronic:NM_003932.4 1 47.62 intronic NM_003932.4c.169-25G>Cp.? -1.03 Tetratricopeptide repeatrs138344 0.4662 YES 5.765E-2 (pos.41244398) Suppression of tumorigenicity 13Hsp70 protein binding,chaperone binding,chaperone cofactor-dependent protein refolding,cytoplasm,cytosol,dATP binding,extracellular exosome,identical protein binding,negative regulation of protein refolding,protein binding,protein binding, bridging,protein complex,protein complex binding,protein dimerization activity,protein domain specific binding,protein folding,protein homooligomerization,unfolded protein bindingC=11, G=10 C=0.5238, G=0.4762 0.00001 82.29 21 C=3/8, G=6/4

chr22:41545611 C/C G C SNV EP300 EP300:intronic:NM_001429.3 1 100 intronic NM_001429.3c.2380-154G>Cp.? 0.21 Bromodomain,Creb binding,Domain of Unknown Function (DUF902),Histone acetylation protein,KIX domain,TAZ zinc finger,Zinc finger, ZZ typers4479527 YES E1A-binding protein, 300kDB cell differentiation,DNA binding,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,N-terminal peptidyl-lysine acetylation,Notch signaling pathway,RNA polymerase II activating transcription factor binding,RNA polymerase II core promoter sequence-specific DNA binding,STAT family protein binding,acetyltransferase activity,activating transcription factor binding,androgen receptor binding,animal organ morphogenesis,apoptotic process,beta-catenin binding,beta-catenin-TCF complex assembly,cellular response to UV,chromatin DNA binding,chromatin binding,chromosome,circadian rhythm,core promoter binding,cytosol,damaged DNA binding,fat cell differentiation,heart development,histone H2B acetylation,histone H4 acetylation,histone acetylation,histone acetyltransferase activity,histone acetyltransferase complex,histone butyryltransferase activity,histone crotonyltransferase activity,internal peptidyl-lysine acetylation,internal protein amino acid acetylation,intrinsic apoptotic Abnormalities, Multiple;Adenocarcinoma;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Bronchogenic;Carcinoma, Squamous Cell;Carcinoma, Transitional Cell;Cardiovascular Diseases;Central Nervous System Diseases;Chromosome Disorders;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dermatitis;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Drug Eruptions;Drug Hypersensitivity;Dysostoses;Endocrine System Diseases;Endometrial Neoplasms;Erythema;Erythema Multiforme;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Head and Neck Neoplasms;Heart Diseases;Hemic anG=0, C=63 G=0.0, C=1.0 0.00001 958.865 63 G=0/0, C=32/31

chr22:41864216 C/C A C SNV

ACO2,PHF5

A PHF5A:intronic:NM_032758.3, ACO2:upstream:NM_001098.2 1
100

intronic NM_032758.3, NM_001098.2c.53-65T>G, c.-935A>Cp.?, p.? 0.57 PHF5-like proteinrs505533 0.2109 YES Aconitase, mitochondrial3 iron, 4 sulfur cluster binding,4 iron, 4 sulfur cluster binding,DNA binding,DNA binding transcription factor activity,RNA binding,U12-type spliceosomal complex,U2 snRNP,aconitate hydratase activity,catalytic step 2 spliceosome,citrate metabolic process,generation of precursor metabolites and energy,iron ion binding,isocitrate metabolic process,liver development,mRNA splicing, via spliceosome,metabolic process,metal ion binding,mitochondrial matrix,mitochondrion,myelin sheath,nuclear matrix,nuclear speck,nucleoplasm,positive regulation of transcription, DNA-templated,precatalytic spliceosome,response to isolation stress,transcription, DNA-templated,tricarboxylic acid cycleAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial4-Hydroxy-Aconitate Ion,Aconitate Ion,Alpha-Methylisocitric Acid,Isocitric Acid,Tricarballylic AcidA=0, C=51 A=0.0, C=1.0 0.00001 753.962 51 A=0/0, C=19/32

chr22:42016699 C/G C G SNV

DESI1,XRCC

6 XRCC6:upstream:NM_001469.4, DESI1:intronic:NM_015704.2 1
52.38

intronic NM_015704.2, NM_001469.4c.88+57G>C, c.-1310C>Gp.?, p.? -0.44 PPPDE putative peptidase domainrs2267437 0.4415 YES Desumoylating isopeptidase 1,X-ray repair, complementing defecting, in chinese hamster, 65'-deoxyribose-5-phosphate lyase activity,ATP binding,ATP-dependent DNA helicase activity,DNA binding,DNA duplex unwinding,DNA ligation,DNA recombination,Ku70:Ku80 complex,RNA binding,activation of innate immune response,brain development,cellular hyperosmotic salinity response,cellular response to X-ray,cellular response to gamma radiation,cyclin binding,cytoplasm,cytosol,damaged DNA binding,double-strand break repair via classical nonhomologous end joining,double-strand break repair via nonhomologous end joining,double-stranded DNA binding,double-stranded telomeric DNA binding,establishment of integrated proviral latency,extracellular region,ficolin-1-rich granule lumen,identical protein binding,innate immune response,membrane,negative regulation of transcription, DNA-templated,neutrophil degranulation,nonhomologous end joining complex,nuclear chromosome, telomeric region,nuclear telomere cap complex,nucleolus,nucleoplasm,nucleus,peptidase activity,positive regulation of protein kinase activity,positive regC=10, G=11 C=0.4762, G=0.5238 0.00001 95.3095 21 C=2/8, G=7/4

chr4:648643 A/A G A SNV PDE6B PDE6B:exonic:NM_000283.3 1 100 6 missense NM_000283.3c.958G>A p.Val320Ile 2.67 1 29 0 0.03(COSM4159133)3'5'-cyclic nucleotide phosphodiesterase,GAF domainrs10902758 0 1.0 (pos.648643) neoplasm Phosphodiesterase-6B, cGMP-specific, rod, beta3',5'-cyclic-GMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,GMP metabolic process,Wnt signaling pathway, calcium modulating pathway,integral component of membrane,metal ion binding,photoreceptor disc membrane,phototransduction, visible light,plasma membrane,regulation of cytosolic calcium ion concentration,regulation of rhodopsin mediated signaling pathway,retina development in camera-type eye,rhodopsin mediated signaling pathway,signal transduction,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Vision DisordersCaffeine,TrapidilBenign G=0, A=29 G=0.0, A=1.0 0.00001 427.559 29 G=0/0, A=3/26

chr22:42109917 G/G A G SNV MEI1 MEI1:intronic:NM_152513.3 1 100 intronic NM_152513.3c.350-89A>Gp.? 0.51 rs5758431 YES cell,male meiosis I,meiosis I,meiotic telomere clustering,spermatid developmentA=0, G=35 A=0.0, G=1.0 0.00001 543.903 35 A=0/0, G=22/13

chr10:95372764 C/T C T SNV PDE6C PDE6C:exonic:NM_006204.3 1 53.33 1 synonymous NM_006204.3c.282C>T p.(=) 1.1 0.87(COSM3752060)3'5'-cyclic nucleotide phosphodiesterase,GAF domainrs12781149 0.0967 YES 4.632E-4 (pos.95372764) adenocarcinoma,hepatocellular_carcinomaPhosphodiesterase-6C, cGMP-specific, cone, alpha prime3',5'-cyclic-GMP phosphodiesterase activity,cGMP binding,metal ion binding,phototransduction, visible light,plasma membrane,retinal cone cell development,visual perceptionAmphetamine-Related Disorders;Color Vision Defects;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Mental Disorders;Nervous System Diseases;Neurologic Manifestations;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Substance-Related Disorders;Vision DisordersCaffeine,TrapidilBenign/Likely benignC=14, T=16 C=0.4667, T=0.5333 0.00001 158.949 30 C=6/8, T=7/9

chr5:76704849 C/C T C SNV PDE8B PDE8B:exonic:NM_003719.3 1 100 14 synonymous NM_003719.3c.1497T>C p.(=) -0.36 0.13(COSM4595169)3'5'-cyclic nucleotide phosphodiesterase,PAS domain,PAS fold,PDE8 phosphodiesterasers186753 YES 1.0 (pos.76704849) squamous_cell_carcinomaPhosphodiesterase 8B3',5'-cyclic-AMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,G-protein coupled receptor signaling pathway,cAMP catabolic process,cellular_component,cyclic nucleotide metabolic process,cytosol,metal ion binding,negative regulation of insulin secretionAdrenal Gland Diseases;Adrenal Hyperplasia, Congenital;Adrenogenital Syndrome;Articulation Disorders;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Communication Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Dysarthria;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gonadal Disorders;Language Disorders;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Muscle Hypertonia;Muscle Rigidity;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Speech Disorders;Steroid Metabolism, Inborn Errors;Urogenital AbnormalitiesCaffeine,Trapidil T=0, C=55 T=0.0, C=1.0 0.00001 814.907 55 T=0/0, C=16/39

chr4:186423637 A/A G A SNV PDLIM3 PDLIM3:exonic:NM_014476.5 1 100 8 synonymous NM_014476.5c.906C>T p.(=) -3.19 0.03(COSM4808684),0.03(COSM4808685)Domain of unknown function (DUF4749),LIM domain,PDZ domain (Also known as DHR or GLGF)rs4635850 0.1465 YES 8.066E-1 (pos.186423637)ductal_carcinoma Z disc,actin cytoskeleton,actin filament organization,cytoskeletal protein binding,cytosol,heart development,metal ion binding,protein binding,structural constituent of muscleBenign G=0, A=28 G=0.0, A=1.0 0.00001 408.714 28 G=0/0, A=13/15

chr5:131602166 C/C T C SNV PDLIM4 PDLIM4:exonic:NM_003687.3 1 100 3 synonymous NM_003687.3c.255T>C p.(=) 0.04 0.11(COSM6352199)Domain of unknown function (DUF4749),LIM domain,PDZ domain (Also known as DHR or GLGF)rs1007602 0.3512 YES 3.299E-1 (pos.131602166)carcinoma actin cytoskeleton reorganization,alpha-actinin binding,cytoplasm,cytoskeleton,dendritic spine,early endosome lumen,excitatory chemical synaptic transmission,filamentous actin,lamellipodium,metal ion binding,nucleus,perinuclear region of cytoplasm,postsynaptic membrane,protein binding,protein homodimerization activity,protein phosphatase binding,recycling endosome lumen,stress fiberAdnexal Diseases;Bone Diseases;Bone Diseases, Metabolic;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Musculoskeletal Diseases;Neoplasms;Osteoporosis;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeT=0, C=109 T=0.0, C=1.0 0.00001 1718.89 109 T=0/0, C=73/36

chr22:43564963 G/G C G SNV TTLL12 TTLL12:intronic:NM_015140.3 1 100 intronic NM_015140.3c.1645-45G>Cp.? -0.24 Tubulin-tyrosine ligase familyrs138931 0.3199 YES 9.808E-1;0.0 (pos.43564963) ATP binding,catalytic activity,cellular protein modification processCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dental Enamel Hypoplasia;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesC=0, G=24 C=0.0, G=1.0 0.00001 334.776 24 C=0/0, G=13/11

chr4:95531417 G/G A G SNV PDLIM5 PDLIM5:exonic:NM_001256426.1 1 100 10 synonymous NM_001256426.1c.837A>G p.(=) -0.29 Domain of unknown function (DUF4749),LIM domain,PDZ domain (Also known as DHR or GLGF)rs10017461 YES 9.697E-1 (pos.95531417) Cardiovascular Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Male Urogenital Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Vascular DiseasesA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=13/9

chr4:95578588 A/A G A SNV PDLIM5 PDLIM5:exonic:NM_001256426.1 1 100 15 missense NM_001256426.1c.1562G>A p.Ser521Asn 6.27 1 46 0.001 Domain of unknown function (DUF4749),LIM domain,PDZ domain (Also known as DHR or GLGF)rs13107595 0.0063 YES 1.0 (pos.95578588) Cardiovascular Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Male Urogenital Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Vascular DiseasesG=0, A=52 G=0.0, A=1.0 0.00001 767.002 52 G=0/0, A=36/16

chr1:13940864 G/G C G SNV PDPN PDPN:exonic:NM_006474.4 1 100 5 missense NM_006474.4c.668C>G p.Ala223Gly 0.52 1 60 0 Podoplanin rs2486188 0.0452 YES 9.999E-1 (pos.13940864) Podoplanin Rho protein signal transduction,actin-mediated cell contraction,amino acid transmembrane transporter activity,amino acid transport,apical plasma membrane,basolateral plasma membrane,cell junction,cell morphogenesis,cell projection,cell proliferation,cell-cell adhesion,chaperone binding,chemokine binding,cytoplasmic vesicle,cytosol,external side of plasma membrane,filopodium,filopodium membrane,folic acid transport,folic acid transporter activity,integral component of membrane,integral component of plasma membrane,invadopodium,invadopodium organization,lamellipodium,lamellipodium membrane,leading edge of lamellipodium,lung alveolus development,lung development,lymph node development,lymphangiogenesis,lymphatic endothelial cell fate commitment,membrane,membrane raft,microvillus membrane,negative regulation of apoptotic process,negative regulation of cell proliferation,plasma membrane,platelet activation,positive regulation of cell migration,positive regulation of cellular component movement,positive regulation Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Lung Diseases;Male Urogenital Diseases;Respiratory Tract Diseases;Urologic DiseasesC=0, G=47 C=0.0, G=1.0 0.00001 789.29 47 C=0/0, G=15/32

chr22:44582499 C/C T C SNV PARVG PARVG:intronic:NM_022141.6 1 100 intronic NM_022141.6c.144+747T>Cp.? -0.54 0(COSM6245919)Calponin homology (CH) domainrs79478 YES 7.683E-1 (pos.44582499) neoplasm Parvin, gammaactin binding,actin cytoskeleton reorganization,cell-matrix adhesion,cytoplasm,cytoskeleton,focal adhesion,plasma membrane,protein bindingT=0, C=68 T=0.0, C=1.0 0.00001 1050.94 68 T=0/0, C=33/35

chr22:45218223 T/T C T SNV

ARHGAP8,P

RR5-

ARHGAP8 ARHGAP8:intronic:NM_001017526.1, PRR5-ARHGAP8:intronic:NM_181334.51

100

intronic NM_181334.5, NM_001017526.1c.780-28C>T, c.480-28C>Tp.?, p.? -0.21 CRAL/TRIO domain,Divergent CRAL/TRIO domain,RhoGAP domainrs136662 0.0394 YES 9.206E-1 (pos.45218223) GTPase-activating protein, RHO, 8GTPase activator activity,cytoplasm,cytosol,positive regulation of ERK1 and ERK2 cascade,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,signal transductionColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsC=0, T=50 C=0.0, T=1.0 0.00001 852.743 50 C=0/0, T=38/12

chr22:45682975 A/G A G SNV UPK3A UPK3A:intronic:NM_006953.3 1 56 intronic NM_006953.3c.209-78A>Gp.? -3.12 rs2673087 YES Uroplakin 3Aapical plasma membrane,cell morphogenesis,endoplasmic reticulum membrane,epithelial cell differentiation,extracellular exosome,integral component of membrane,kidney development,potassium ion homeostasis,protein binding,sodium ion homeostasis,urea transport,urinary bladder development,water transportCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Urologic DiseasesA=11, G=14 A=0.44, G=0.56 0.00001 134.35 25 A=9/2, G=3/11

chr10:119042761 C/T C T SNV PDZD8 PDZD8:utr_3:NM_173791.4 1 47.37 5 utr_3 NM_173791.4c.3483G>A p.? -0.64 PDZ domain,PDZ domain (Also known as DHR or GLGF),Phorbol esters/diacylglycerol binding domain (C1 domain)rs363293 0.0022 YES 1.0 (pos.119042761) PDZ domain-containing protein 8cytoskeleton organization,intracellular,intracellular signal transduction,membrane,metal ion binding,regulation of cell morphogenesis,viral processC=40, T=36 C=0.5263, T=0.4737 0.00001 364.05 76 C=18/22, T=24/12

chr1:156877457 T/C T C SNV PEAR1 PEAR1:exonic:NM_001080471.1 1 97.5 7 missense NM_001080471.1c.700T>C p.Ser234Pro 2.07 1 74 0 Human growth factor-like EGF,Laminin EGF domainrs1952294 5.00E-04 1.0 (pos.156877457) Platelet endothelial aggregation receptor 1integral component of membrane,negative regulation of Notch signaling pathway,phagocytic cup,recognition of apoptotic cellT=1, C=39 T=0.025, C=0.975 0.00001 611.389 40 T=1/0, C=21/18

chr22:45794925 A/A C A SNV SMC1B SMC1B:intronic:NM_148674.4 1 100 intronic NM_148674.4c.1113+50G>Tp.? 0.75 AAA ATPase domain,AAA domain, putative AbiEii toxin, Type IV TA system,RecF/RecN/SMC N terminal domain,SMC proteins Flexible Hinge Domainrs79154 0.4791 YES 7.078E-1;0.0 (pos.45794925) ATP binding,DNA binding,chromosome, centromeric region,cytosol,lateral element,meiotic cell cycle,meiotic cohesin complex,nuclear meiotic cohesin complex,nucleoplasm,sister chromatid cohesionFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, A=20 C=0.0, A=1.0 0.00001 263.786 20 C=0/0, A=17/3

chr22:45810278 AC/AC A AC INDEL

RIBC2,SMC1

B SMC1B:upstream:NM_148674.4, RIBC2:exonic:NM_015653.4 1
100

intronic NM_148674.4, NM_015653.4c.-830T>GT p.? 0.62 RIB43A rs111381981,rs397816070,rs594049930.0022 1.0 (pos.45810278) neoplasm ATP binding,DNA binding,chromosome, centromeric region,cytosol,lateral element,meiotic cell cycle,meiotic cohesin complex,nuclear meiotic cohesin complex,nucleoplasm,nucleus,protein binding,sister chromatid cohesionBreast Diseases;Breast Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue Diseases;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, AC=40 A=0.0, AC=1.0 0.00001 630.396 40 A=0/0, AC=20/20

chr17:4575283 G/G A G SNV PELP1 PELP1:exonic:NM_014389.2 1 100 16 synonymous NM_014389.2c.3153T>C p.(=) -4.51 NUC202 domain,rRNA processing/ribosome biogenesisrs3862485,rs745599970 0.0611 YES 0.0;0.0 (pos.4575277),9.989E-1 (pos.4575283)Proline-, glutamic acid-, and leucine-rich protein 1MLL1 complex,RNA binding,cellular response to estrogen stimulus,chromatin binding,cytoplasm,nucleolus,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,rRNA processing,transcription factor binding,transcription, DNA-templated,transcriptionally active chromatinA=0, G=63 A=0.0, G=1.0 0.00001 958.917 63 A=0/0, G=42/21

chr19:33878198 G/G A G SNV PEPD PEPD:utr_3:NM_000285.3 1 100 15 utr_3 NM_000285.3c.1534T>C p.? -1.15 Aminopeptidase P, N-terminal domain,Metallopeptidase family M24rs1061338 0.2479 YES Peptidase D (prolidase)aminopeptidase activity,cellular amino acid metabolic process,collagen catabolic process,extracellular exosome,manganese ion binding,metallocarboxypeptidase activity,proline dipeptidase activity,protein binding,proteolysisAbnormalities, Multiple;Amino Acid Metabolism, Inborn Errors;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hepatomegaly;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Prolidase Deficiency;Respiratory Tract Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Ulcer;Skin and Connective Tissue DiseasesBenign A=0, G=27 A=0.0, G=1.0 0.00001 385.406 27 A=0/0, G=20/7

chr22:46724558 C/C T C SNV GTSE1 GTSE1:intronic:NM_016426.6 1 100 intronic NM_016426.6c.1725-27T>Cp.? -0.97 G-2 and S-phase expressed 1rs140053 0.0755 YES 9.999E-1 (pos.46724558) DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,cytoplasmic microtubule,cytosol,membrane,microtubule-based process,molecular_function,negative regulation of microtubule binding,nucleoplasm,positive regulation of cell migration,positive regulation of protein export from nucleus,positive regulation of protein localization to nucleus,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein stabilization,regulation of cell cycle G2/M phase transitionT=0, C=65 T=0.0, C=1.0 0.00001 991.316 65 T=0/0, C=48/17

chr19:33878837 A/A G A SNV PEPD PEPD:exonic:NM_000285.3 1 100 14 missense NM_000285.3c.1303C>T p.Leu435Phe 2.27 0.96 22 0.001 0.59(COSM3756628)Aminopeptidase P, N-terminal domain,Metallopeptidase family M24rs17570,rs749640022,rs7580312510.2398 YES 0.0 (pos.33878834),0.0 (pos.33878835),2.841E-1 (pos.33878837)adenocarcinoma,hepatocellular_carcinoma,neoplasm,squamous_cell_carcinomaPeptidase D (prolidase)aminopeptidase activity,cellular amino acid metabolic process,collagen catabolic process,extracellular exosome,manganese ion binding,metallocarboxypeptidase activity,proline dipeptidase activity,protein binding,proteolysisAbnormalities, Multiple;Amino Acid Metabolism, Inborn Errors;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hepatomegaly;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Prolidase Deficiency;Respiratory Tract Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Ulcer;Skin and Connective Tissue DiseasesBenign G=0, A=62 G=0.0, A=1.0 0.00001 938.191 62 G=0/0, A=39/23

chr2:239161957 C/T C T SNV PER2 PER2:exonic:NM_022817.2 1 57.14 19 missense NM_022817.2c.2707G>A p.Val903Ile 0.08 0.19 29 0.984 PAS domain,PAS fold,Period protein 2/3C-terminal regionrs35333999 0.0456 YES 0.0 (pos.239161957) Period, Drosophila, homolog of, 2circadian regulation of gene expression,circadian regulation of translation,circadian rhythm,fatty acid metabolic process,gluconeogenesis,glycogen biosynthetic process,histone H3 deacetylation,lactate biosynthetic process,negative regulation of circadian rhythm,negative regulation of fat cell proliferation,negative regulation of protein ubiquitination,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription regulatory region DNA binding,negative regulation of transcription, DNA-templated,nucleolus,nucleus,perinuclear region of cytoplasm,protein binding,regulation of cell cycle,regulation of circadian rhythm,regulation of glutamate uptake involved in transmission of nerve impulse,regulation of insulin secretion,regulation of neurogenesis,regulation of vasoconstriction,response to ischemia,transcription coactivator activity,transcription factor activity, transcription factor binding,transcription regulatory region sequence-specific DNA binding,transcription, DNA-Alcohol-Related Disorders;Alcoholic Intoxication;Bone Marrow Diseases;Chronobiology Disorders;Dyssomnias;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukemia;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Mental Disorders;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Sleep Disorders, Circadian Rhythm;Sleep Wake Disorders;Substance Withdrawal Syndrome;Substance-Related DisordersC=12, T=16 C=0.4286, T=0.5714 0.00001 161.747 28 C=5/7, T=7/9

chr22:47064164 A/A C A SNV GRAMD4 GRAMD4:intronic:NM_015124.4 1 100 intronic NM_015124.4c.930+100C>Ap.? -0.29 GRAM domainrs2748338 YES Gram domain-containing protein 4apoptotic process,integral component of membrane,mitochondrial membrane,mitochondrion,molecular_function,positive regulation of cysteine-type endopeptidase activity involved in apoptotic processC=0, A=26 C=0.0, A=1.0 0.00001 371.417 26 C=0/0, A=11/15

chr22:47064665 T/T C T SNV GRAMD4 GRAMD4:intronic:NM_015124.4 1 100 intronic NM_015124.4c.975-31C>Tp.? -1.01 GRAM domainrs9616088 0.3972 YES 3.509E-1 (pos.47064665) Gram domain-containing protein 4apoptotic process,integral component of membrane,mitochondrial membrane,mitochondrion,molecular_function,positive regulation of cysteine-type endopeptidase activity involved in apoptotic processC=0, T=72 C=0.0, T=1.0 0.00001 1130.34 72 C=0/0, T=48/24

chr22:47064837 C/C A C SNV GRAMD4 GRAMD4:intronic:NM_015124.4 1 100 intronic NM_015124.4c.1084+32A>Cp.? -0.68 GRAM domainrs2076711 0.2964 YES 3.66E-1;0.0 (pos.47064837) Gram domain-containing protein 4apoptotic process,integral component of membrane,mitochondrial membrane,mitochondrion,molecular_function,positive regulation of cysteine-type endopeptidase activity involved in apoptotic processA=0, C=42 A=0.0, C=1.0 0.00001 685.217 42 A=0/0, C=17/25

chr22:47070432 C/C G C SNV GRAMD4 GRAMD4:intronic:NM_015124.4 1 100 intronic NM_015124.4c.1385-122G>Cp.? -0.91 GRAM domainrs2073275 YES Gram domain-containing protein 4apoptotic process,integral component of membrane,mitochondrial membrane,mitochondrion,molecular_function,positive regulation of cysteine-type endopeptidase activity involved in apoptotic processG=0, C=24 G=0.0, C=1.0 0.00001 329.653 24 G=0/0, C=11/13

chr1:7890055 T/A T A SNV PER3 PER3:exonic:NM_016831.2 1 50 19 synonymous NM_016831.2c.3021T>A p.(=) -1 0(COSM2156189)PAS domain,PAS fold,Period protein 2/3C-terminal regionrs11121034,rs747122763,rs778116536 0.0 (pos.7890047),0.0 (pos.7890053),0.0;0.0;0.0 (pos.7890044)adenocarcinoma,astrocytoma_Grade_IV,carcinoma,neoplasm,squamous_cell_carcinomaPeriod, Drosophila, homolog of, 3circadian regulation of gene expression,cytoplasm,kinase binding,negative regulation of transcription from RNA polymerase II promoter,nucleus,protein binding,protein stabilization,regulation of circadian sleep/wake cycle, sleep,transcription, DNA-templated,ubiquitin protein ligase bindingBone Marrow Diseases;Breast Diseases;Breast Neoplasms;Crohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Leukemia;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Mental Disorders;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue Diseases;Substance Withdrawal Syndrome;Substance-Related DisordersT=15, A=15 T=0.5, A=0.5 0.00001 145.014 30 T=0/15, A=4/11

chr7:92131289 T/T G T SNV PEX1 PEX1:exonic:NM_000466.2 1 100 14 synonymous NM_000466.2c.2331C>A p.(=) 2.29 ATPase family associated with various cellular activities (AAA),Holliday junction DNA helicase ruvB N-terminus,Peroxisome biogenesis factor 1, N-terminalrs10278857 0.0876 YES 9.676E-1 (pos.92131289) Peroxisome biogenesis factor-1,Zinc finger protein 260ATP binding,ATPase activity, coupled,cytoplasm,cytosol,extracellular exosome,microtubule-based peroxisome localization,peroxisomal membrane,peroxisome,peroxisome organization,protein C-terminus binding,protein binding,protein complex binding,protein import into peroxisome matrix,protein targeting to peroxisomeAbnormalities, Multiple;Amelogenesis Imperfecta;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dental Enamel Hypoplasia;Digestive System Diseases;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Kidney Diseases;Leber Congenital Amaurosis;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Peroxisomal Disorders;Refsum Disease, Infantile;Retinal Diseases;Sensation Disorders;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth Diseases;Urologic Diseases;Zellweger SyndromeBenign/Likely benignG=0, T=42 G=0.0, T=1.0 0.00001 685.22 42 G=0/0, T=19/23

chr22:47097450 T/T C T SNV CERK CERK:intronic:NM_022766.5 1 100 intronic NM_022766.5c.790+83G>Ap.? -1.01 Diacylglycerol kinase catalytic domainrs135688 YES Ceramide kinaseATP binding,NAD+ kinase activity,ceramide kinase activity,ceramide metabolic process,dihydroceramide kinase activity,glycosphingolipid metabolic process,integral component of membrane,lipid phosphorylation,magnesium ion binding,mitochondrion,phosphorylation,plasma membrane,protein bindingC=0, T=42 C=0.0, T=1.0 0.00001 685.219 42 C=0/0, T=24/18

chr22:49103660 C/C T C SNV FAM19A5 FAM19A5:intronic:NM_001082967.2 1 100 intronic NM_001082967.2c.390+4T>Cp.? -1.67 0(COSM4407159),0(COSM4407160)TAFA family rs132234 0.2615 YES 6.851E-1;0.0 (pos.49103660)hepatocellular_carcinomaFamily with sequence similarity 19, member A5, CC motif chemokine-likeextracellular region,integral component of membraneDigestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Neoplasms;Neoplasms by Site;Pancreatic Diseases;Pancreatic NeoplasmsT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=17/7

chr15:90226947 A/A C A SNV PEX11A PEX11A:exonic:NM_003847.2 1 100 3 synonymous NM_003847.2c.405G>T p.(=) 0.74 0.75(COSM3999679)Peroxisomal biogenesis factor 11 (PEX11)rs7169981 0.2917 YES 3.031E-1 (pos.90226947) acute_myeloid_leukaemia,adenocarcinomaPeroxisome biogenesis factor 11Abrown fat cell differentiation,integral component of peroxisomal membrane,peroxisomal membrane,peroxisome,peroxisome fission,peroxisome membrane biogenesis,peroxisome organization,protein binding,protein complex,protein homodimerization activity,regulation of lipid metabolic process,regulation of peroxisome size,signal transductionC=0, A=47 C=0.0, A=1.0 0.00001 789.135 47 C=0/0, A=25/22

chr17:8168224 C/C T C SNV PFAS PFAS:exonic:NM_012393.2 1 100 18 synonymous NM_012393.2c.2061T>C p.(=) -3.17 0.02(COSM437866)AIR synthase related protein, C-terminal domain,CobB/CobQ-like glutamine amidotransferase domainrs9902252 0.2439 YES 4.058E-1 (pos.8168224) neoplasm phosphoribosylformylglycinamidine synthase (FGAR amidotransferase)'de novo' IMP biosynthetic process,ATP binding,cytoplasm,cytosol,extracellular exosome,glutamine metabolic process,metal ion binding,phosphoribosylformylglycinamidine synthase activity,purine ribonucleoside monophosphate biosynthetic process,response to drugGlutamic Acid,L-GlutamineT=0, C=43 T=0.0, C=1.0 0.00001 705.844 43 T=0/0, C=4/39

chr22:50518723 G/G A G SNV MLC1 MLC1:intronic:NM_139202.2 1 100 intronic NM_139202.2c.321+50T>Cp.? -2.57 rs79301 0.0727 YES 9.962E-1 (pos.50518723) MLC1 gene apical plasma membrane,basolateral plasma membrane,caveola,caveolin-mediated endocytosis,cell-cell junction,cellular response to cholesterol,clathrin-coated vesicle,cytoplasm,cytoplasmic vesicle,early endosome,endoplasmic reticulum,endosome,integral component of membrane,ion transport,lysosome,membrane raft,perinuclear region of cytoplasm,plasma membrane,positive regulation of intracellular transport,protein binding,protein complex binding,protein oligomerization,protein transport,protein transporter activity,recycling endosome,regulation of response to osmotic stress,transport,transporter activity,vesicle-mediated transportAdenocarcinoma;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carcinoma;Carcinoma, Adenoid Cystic;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Demyelinating Diseases;Genetic Diseases, Inborn;Head and Neck Neoplasms;Hereditary Central Nervous System Demyelinating Diseases;Heredodegenerative Disorders, Nervous System;Leukoencephalopathies;Metabolic Diseases;Metabolism, Inborn Errors;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesBenign A=0, G=135 A=0.0, G=1.0 0.00001 2248.34 135 A=0/0, G=108/27

chr22:50528916 C/T C T SNV MOV10L1 MOV10L1:intronic:NM_018995.2 1 50 intronic NM_018995.2c.97+302C>Tp.? -0.57 0(COSM5426245)AAA domain rs9617018 0.1474 YES 2.597E-1 (pos.50528916) acute_myeloid_leukaemia,carcinomaMov10-like 1ATP binding,ATP-dependent RNA helicase activity,DNA methylation involved in gamete generation,P granule,RNA binding,germ cell development,intracellular,magnesium ion binding,male meiosis I,multicellular organism development,pi-body,piRNA metabolic process,spermatogenesisC=16, T=16 C=0.5, T=0.5 0.00001 158.382 32 C=8/8, T=15/1

chr6:33256471 C/C T C SNV

PFDN6,WDR

46 WDR46:exonic:NM_005452.5, PFDN6:upstream:NM_001265595.1 1
100

3 missense NM_005452.5, NM_001265595.1c.280A>G, c.-1163T>Cp.Thr94Ala, p.? 1.18 1 58 0 BING4CT (NUC141) domain,WD domain, G-beta repeatrs3130257 0.1086 YES 9.978E-1 (pos.33256471) WD repeat-containing protein 4690S preribosome,RNA binding,cellular_component,chaperone binding,chaperone-mediated protein complex assembly,cytoplasm,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),nucleolus,nucleoplasm,positive regulation of protein targeting to mitochondrion,prefoldin complex,protein folding,rRNA processing,small-subunit processome,unfolded protein bindingDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsT=0, C=42 T=0.0, C=1.0 0.00001 685.206 42 T=0/0, C=18/24

chr21:45732116 T/T C T SNV PFKL PFKL:exonic:NM_002626.5 1 100 4 synonymous NM_002626.5c.366C>T p.(=) -0.27 0.42(COSM4134981)Phosphofructokinasers1057034,rs754247519 0.4263 YES 2.965E-3;0.0 (pos.45732115),3.882E-1 (pos.45732116)neoplasm Phosphofructokinase, liver type6-phosphofructokinase activity,6-phosphofructokinase complex,ATP binding,canonical glycolysis,cytosol,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,fructose 1,6-bisphosphate metabolic process,fructose 6-phosphate metabolic process,fructose binding,fructose-6-phosphate binding,glycolytic process,identical protein binding,kinase binding,membrane,metal ion binding,negative regulation of insulin secretion,neutrophil degranulation,protein binding,protein homotetramerization,protein oligomerization,response to glucose,secretory granule lumenBenign C=0, T=40 C=0.0, T=1.0 0.00001 644.276 40 C=0/0, T=19/21

chr10:3143643 C/C A C SNV PFKP PFKP:exonic:NM_002627.4 1 100 4 synonymous NM_002627.4c.351A>C p.(=) -0.86 0.09(COSM4144638),0.09(COSM4144639)Phosphofructokinasers4881080 1.00E-04 9.998E-1;2.381E-4;0.0 (pos.3143643)neoplasm Phosphofructokinase, platelet type6-phosphofructokinase activity,ATP binding,cadherin binding,canonical glycolysis,cellular response to leukemia inhibitory factor,cytoplasm,cytosol,extracellular exosome,extracellular matrix,fructose 6-phosphate metabolic process,glycolytic process through fructose-6-phosphate,identical protein binding,membrane,metal ion binding,nucleus,protein complex bindingA=0, C=39 A=0.0, C=1.0 0.00001 623.403 39 A=0/0, C=9/30

chr22:50757348 A/A G A SNV DENND6B DENND6B:intronic:NM_001001794.3 1 100 intronic NM_001001794.3c.217-30C>Tp.? -1.89 DENN (AEX-3) domain,Stabilization of polarity axis,Transport protein Avl9rs62241232 0.4216 YES 5.673E-1 (pos.50757348) Rab guanyl-nucleotide exchange factor activity,cytosol,recycling endosome,regulation of molecular functionG=0, A=24 G=0.0, A=1.0 0.00001 334.763 24 G=0/0, A=13/11

chr22:50876235 C/C T C SNV PPP6R2 PPP6R2:intronic:NM_001242898.1 1 100 intronic NM_001242898.1c.1782-37T>Cp.? -3.54 SIT4 phosphatase-associated proteinrs5770779 0.2576 YES 9.474E-1 (pos.50876235) cytosol,intracellular membrane-bounded organelle,protein bindingT=0, C=30 T=0.0, C=1.0 0.00001 446.639 30 T=0/0, C=16/14

chr17:4849284 A/A G A SNV

PFN1,RNF16

7 RNF167:downstream:NM_015528.2, PFN1:exonic:NM_005022.3 1
100

3 synonymous NM_015528.2, NM_005022.3c.*973G>A, c.334C>Tp.?, p.(=) 0.29 0.87(COSM4415361)Profilin rs13204 0.0402 YES 2.054E-1 (pos.4849284) acute_myeloid_leukaemia,carcinomaProfilin-1,RING finger protein 167RNA binding,Rho GTPase binding,Wnt signaling pathway, planar cell polarity pathway,actin binding,actin cytoskeleton organization,actin monomer binding,adenyl-nucleotide exchange factor activity,blood microparticle,cadherin binding,cell cortex,cellular response to growth factor stimulus,cytoplasm,cytoskeleton,cytosol,endomembrane system,extracellular exosome,focal adhesion,integral component of membrane,membrane,negative regulation of actin filament bundle assembly,negative regulation of actin filament polymerization,negative regulation of cell cycle,negative regulation of stress fiber assembly,neural tube closure,neuron projection,nucleus,phosphatidylinositol-4,5-bisphosphate binding,positive regulation of ATPase activity,positive regulation of DNA metabolic process,positive regulation of actin filament bundle assembly,positive regulation of actin filament polymerization,positive regulation of epithelial cell migration,positive regulation of ruffle assembly,positive regulation of stress fiber assembly,positivAmyotrophic Lateral Sclerosis;Carcinoma;Carcinoma, Squamous Cell;Central Nervous System Diseases;Collagen Diseases;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Keloid;Metabolic Diseases;Motor Neuron Disease;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Skin and Connective Tissue Diseases;Spinal Cord Diseases;TDP-43 Proteinopathies7-HYDROXY-4-METHYL-3-(2-HYDROXY-ETHYL)COUMARINBenign G=0, A=26 G=0.0, A=1.0 0.00001 371.409 26 G=0/0, A=14/12

chr1:153314153 A/A C A SNV PGLYRP4 PGLYRP4:exonic:NM_020393.3 1 100 6 missense NM_020393.3c.575G>T p.Gly192Val 0.9 0.57 109 0 N-acetylmuramoyl-L-alanine amidasers3006448 0.1485 YES 8.741E-1;0.0 (pos.153314153) N-acetylmuramoyl-L-alanine amidase activity,antimicrobial humoral immune response mediated by antimicrobial peptide,defense response to Gram-positive bacterium,detection of bacterium,extracellular region,innate immune response,intracellular,killing of cells of other organism,membrane,pattern recognition receptor signaling pathway,peptidoglycan binding,peptidoglycan catabolic process,peptidoglycan receptor activity,positive regulation of cytolysis in other organism,protein complex,protein heterodimerization activity,zinc ion bindingC=0, A=107 C=0.0, A=1.0 0.00001 1681.3 107 C=0/0, A=37/70

chr22:50886557 G/G A G SNV SBF1 SBF1:intronic:NM_002972.3 1 100 intronic NM_002972.3c.5363+105T>Cp.? 0 DENN (AEX-3) domain,GRAM domain,Myotubularin protein,Myotubularin-like phosphatase domain,PH domain,uDENN domainrs6010041 YES SET-binding factor 1 (myotubularin-related protein 5)Rab guanyl-nucleotide exchange factor activity,cytosol,endoplasmic reticulum membrane,integral component of membrane,nucleus,phosphatase regulator activity,phosphatidylinositol biosynthetic process,protein dephosphorylation,protein tyrosine/serine/threonine phosphatase activity,regulation of GTPase activity,spermatogenesisCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;PolyneuropathiesA=0, G=33 A=0.0, G=1.0 0.00001 504.572 33 A=0/0, G=24/9

chr11:74053547 T/T C T SNV PGM2L1 PGM2L1:exonic:NM_173582.4 1 100 12 missense NM_173582.4c.1591G>A p.Val531Ile -2.75 0.18 29 0.001 Phosphoglucomutase/phosphomannomutase, C-terminal domain,Phosphoglucomutase/phosphomannomutase, alpha/beta/alpha domain I,Phosphoglucomutase/phosphomannomutase, alpha/beta/alpha domain II,Phosphoglucomutase/phosphomannomutase, alpha/beta/alpha domain IIIrs592644 0.3107 YES 8.064E-1 (pos.74053547) Phosphoglucomutase 2-like 1canonical glycolysis,cytosol,galactose catabolic process,glucose-1,6-bisphosphate synthase activity,glycogen biosynthetic process,glycogen catabolic process,metal ion binding,phosphoglucomutase activityC=0, T=176 C=0.0, T=1.0 0.00001 2901.45 176 C=0/0, T=49/127

chr11:74047743 T/A T A SNV PGM2L1 PGM2L1:exonic:NM_173582.4 1 45.45 14 missense NM_173582.4c.1823A>T p.Asn608Ile 7.23 0 149 0.009 Phosphoglucomutase/phosphomannomutase, C-terminal domain,Phosphoglucomutase/phosphomannomutase, alpha/beta/alpha domain I,Phosphoglucomutase/phosphomannomutase, alpha/beta/alpha domain II,Phosphoglucomutase/phosphomannomutase, alpha/beta/alpha domain IIIrs36014178 0.0412 YES 1.156E-4 (pos.74047743) Phosphoglucomutase 2-like 1canonical glycolysis,cytosol,galactose catabolic process,glucose-1,6-bisphosphate synthase activity,glycogen biosynthetic process,glycogen catabolic process,metal ion binding,phosphoglucomutase activityT=48, A=40 T=0.5455, A=0.4545 0.00001 406.846 88 T=22/26, A=18/22

chr12:9070366 A/A T A SNV PHC1 PHC1:exonic:NM_004426.2 1 100 2 synonymous NM_004426.2c.93T>A p.(=) -0.12 SAM domain (Sterile alpha motif),Unstructured region on Polyhomeotic-like protein 1 and 2rs4883198 0.2747 YES 7.566E-1 (pos.9070366) Polyhomeotic-like 1DNA binding,PRC1 complex,PcG protein complex,histone ubiquitination,multicellular organism development,negative regulation of G0 to G1 transition,nucleoplasm,nucleus,protein binding,zinc ion bindingNeoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and EmbryonalT=0, A=50 T=0.0, A=1.0 0.00001 852.748 50 T=0/0, A=10/40

chr22:51020666 CA/CA C CA INDEL

CHKB,CHKB-

AS1,CHKB-

CPT1B CHKB:intronic:NM_005198.4, CHKB-CPT1B:intronic_nc:NR_027928.2, CHKB-AS1:upstream:NR_021492.21

100

intronic NR_027928.2, NM_005198.4, NR_021492.2c.333+12G>TGp.? -0.06 Choline/ethanolamine kinase,Phosphotransferase enzyme family Choline kinase, betaATP binding,CDP-choline pathway,choline kinase activity,cytosol,ethanolamine kinase activity,phosphatidylcholine biosynthetic process,phosphatidylethanolamine biosynthetic process,phosphorylationCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Excessive Somnolence;Dyssomnias;Genetic Diseases, Inborn;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Narcolepsy;Nervous System Diseases;Neuromuscular Diseases;Sleep Disorders, Intrinsic;Sleep Wake DisordersCholine C=0, CA=45 C=0.0, CA=1.0 0.00001 651.663 45 C=0/0, CA=33/12

chr12:9086898 G/G A G SNV PHC1 PHC1:exonic:NM_004426.2 1 100 10 missense NM_004426.2c.2077A>G p.Thr693Ala -0.53 0.51 58 0 0.09(COSM3998981)SAM domain (Sterile alpha motif),Unstructured region on Polyhomeotic-like protein 1 and 2rs1049925 0.4426 YES 4.002E-1 (pos.9086898) acute_myeloid_leukaemiaPolyhomeotic-like 1DNA binding,PRC1 complex,PcG protein complex,histone ubiquitination,multicellular organism development,negative regulation of G0 to G1 transition,nucleoplasm,nucleus,protein binding,zinc ion bindingNeoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and EmbryonalA=0, G=102 A=0.0, G=1.0 0.00001 1593.33 102 A=0/0, G=37/65

chr22:51045433 T/T C T SNV MAPK8IP2 MAPK8IP2:intronic:NM_012324.5 1 100 intronic NM_012324.5c.2302+14C>Tp.? 0.59 Phosphotyrosine interaction domain (PTB/PID),SH3 domain,Variant SH3 domainrs131736,rs749787050 0.3631 YES 0.0 (pos.51045429),8.178E-1 (pos.51045433)Mitogen-activated protein kinase 8-interacting protein 2JNK cascade,MAP-kinase scaffold activity,MAPK cascade,activation of protein kinase activity,amyloid-beta binding,behavioral fear response,cytoplasm,dendrite morphogenesis,excitatory postsynaptic potential,intracellular,kinesin binding,mating behavior,neuronal cell body,nonassociative learning,positive regulation of stress-activated MAPK cascade,postsynaptic density,protein binding,protein complex,protein complex binding,protein kinase activator activity,protein kinase binding,regulation of AMPA receptor activity,regulation of JNK cascade,regulation of NMDA receptor activity,regulation of receptor activity,regulation of synaptic transmission, glutamatergic,signal complex assembly,social behavior,structural molecule activityC=0, T=25 C=0.0, T=1.0 0.00001 353.008 25 C=0/0, T=17/8

chr3:100086861 C/C T C SNV TOMM70 TOMM70:intronic:NM_014820.4 1 100 intronic NM_014820.4c.1673+27A>Gp.? -0.55 TPR repeat,Tetratricopeptide repeatrs277640,rs775928061 0.3366 YES 1.161E-4;0.0 (pos.100086856),9.373E-1 (pos.100086861)extracellular exosome,integral component of membrane,macroautophagy,membrane,mitochondrial outer membrane,mitochondrial outer membrane translocase complex,mitochondrion,protein binding,protein targeting to mitochondrion,protein transmembrane transport,protein transmembrane transporter activityT=0, C=89 T=0.0, C=1.0 0.00001 1472.49 89 T=0/0, C=61/28

chr6:33382288 A/A G A SNV PHF1 PHF1:exonic:NM_024165.2 1 100 10 missense NM_024165.2c.911G>A p.Arg304Lys 5.16 0.38 26 0 PHD-finger,Polycomb-like MTF2 factor 2rs3116713 0.0872 YES 9.994E-1 (pos.33382288) PHD finger protein-1DNA binding transcription factor activity,ESC/E(Z) complex,cellular response to DNA damage stimulus,centrosome,chromatin binding,covalent chromatin modification,cytoplasm,metal ion binding,methylated histone binding,negative regulation of gene expression, epigenetic,negative regulation of histone H3-K27 methylation,nucleoplasm,nucleus,positive regulation of histone H3-K27 methylation,protein binding,regulation of histone methylation,regulation of transcription, DNA-templated,site of double-strand break,transcription, DNA-templatedG=0, A=26 G=0.0, A=1.0 0.00001 371.182 26 G=0/0, A=9/17

chr3:100354683 A/A G A SNV ADGRG7 ADGRG7:intronic:NM_032787.2 1 100 intronic NM_032787.2c.597+13G>Ap.? -1.18 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs1520652 0.3486 YES 9.891E-1 (pos.100354683) Adhesion G protein-coupled receptor G7G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membrane,protein bindingG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=17/9

chr3:100368692 G/G A G SNV ADGRG7 ADGRG7:intronic:NM_032787.2 1 100 intronic NM_032787.2c.1379+41A>Gp.? -0.17 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs1144118 0.0067 YES 9.974E-1 (pos.100368692) Adhesion G protein-coupled receptor G7G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membrane,protein bindingA=0, G=34 A=0.0, G=1.0 0.00001 524.178 34 A=0/0, G=19/15

chr1:6681744 T/T C T SNV PHF13 PHF13:utr_3:NM_153812.2 1 100 4 utr_3 NM_153812.2c.950C>T p.? -2.04 PHD-finger rs3747994 0.2884 YES 6.144E-1 (pos.6681744) cell division,chromatin binding,chromosome segregation,covalent chromatin modification,metal ion binding,methylated histone binding,mitotic cell cycle,mitotic chromosome condensation,nucleoplasm,nucleusC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=7/13

chr3:100594326 C/C CGGCATA C INDEL ABI3BP ABI3BP:intronic:NM_015429.3 6 100 intronic NM_015429.3c.838+26TATGCCG>Gp.? 0.67, 0.08, -0.38, -0.46, 0.23, -3.63, 1.23 Fibronectin type III domainrs11278619,rs201168844,rs3839090,rs747902243,rs751620235,rs753101363,rs756358085,rs760039041,rs771631538,rs7728599110.4248 YES 0.0 (pos.100594324),0.0 (pos.100594325),0.0 (pos.100594327),0.0 (pos.100594330),0.0 (pos.100594331),4.242E-1;1.178E-4 (pos.100594326)collagen binding,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,heparin binding,interstitial matrix,positive regulation of cell-substrate adhesionAngioedema;Asthma;Bronchial Diseases;Cardiovascular Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Respiratory Hypersensitivity;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Urticaria;Vascular DiseasesCGGCATA=0, C=21CGGCATA=0.0, C=1.0 0.00001 285.632 21 CGGCATA=0/0, C=10/11

chr3:10081545 C/C G C SNV FANCD2 FANCD2:intronic:NM_033084.4 1 100 intronic NM_033084.4c.695+16G>Cp.? 0.05 Fanconi anaemia protein FancD2 nucleasers17032283,rs7536012240.1636 YES 0.0 (pos.10081543),6.564E-2 (pos.10081545)Fanconi anemia, complementation group D2DNA polymerase binding,DNA repair,brain morphogenesis,cellular response to oxidative stress,condensed chromosome,cytosol,gamete generation,interstrand cross-link repair,neuronal stem cell population maintenance,nuclear body,nucleolus,nucleoplasm,nucleus,protein binding,regulation of CD40 signaling pathway,regulation of DNA binding transcription factor activity,regulation of inflammatory response,regulation of regulatory T cell differentiation,response to gamma radiation,synapsisAnemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Marrow Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Fanconi Anemia;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesBenign G=0, C=30 G=0.0, C=1.0 0.00001 446.639 30 G=0/0, C=8/22

chr3:10084224 T/T C T SNV FANCD2 FANCD2:intronic:NM_033084.4 1 100 intronic NM_033084.4c.784-19C>Tp.? 0.89 Fanconi anaemia protein FancD2 nucleasers9879080 0.1643 YES 6.542E-2 (pos.10084224) Fanconi anemia, complementation group D2DNA polymerase binding,DNA repair,brain morphogenesis,cellular response to oxidative stress,condensed chromosome,cytosol,gamete generation,interstrand cross-link repair,neuronal stem cell population maintenance,nuclear body,nucleolus,nucleoplasm,nucleus,protein binding,regulation of CD40 signaling pathway,regulation of DNA binding transcription factor activity,regulation of inflammatory response,regulation of regulatory T cell differentiation,response to gamma radiation,synapsisAnemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Marrow Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Fanconi Anemia;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesBenign C=0, T=34 C=0.0, T=1.0 0.00001 524.185 34 C=0/0, T=26/8

chr3:10085035 T/T G T SNV FANCD2 FANCD2:intronic:NM_033084.4 1 100 intronic NM_033084.4c.990-133G>Tp.? 0.18 Fanconi anaemia protein FancD2 nucleasers803335 YES Fanconi anemia, complementation group D2DNA polymerase binding,DNA repair,brain morphogenesis,cellular response to oxidative stress,condensed chromosome,cytosol,gamete generation,interstrand cross-link repair,neuronal stem cell population maintenance,nuclear body,nucleolus,nucleoplasm,nucleus,protein binding,regulation of CD40 signaling pathway,regulation of DNA binding transcription factor activity,regulation of inflammatory response,regulation of regulatory T cell differentiation,response to gamma radiation,synapsisAnemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Marrow Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Fanconi Anemia;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesG=0, T=84 G=0.0, T=1.0 0.00001 1370.17 84 G=0/0, T=41/43

chr3:10085130 G/G C G SNV FANCD2 FANCD2:intronic:NM_033084.4 1 100 intronic NM_033084.4c.990-38C>Gp.? -0.34 Fanconi anaemia protein FancD2 nucleasers9809061 0.1612 YES 6.758E-2;1.247E-4 (pos.10085130) Fanconi anemia, complementation group D2DNA polymerase binding,DNA repair,brain morphogenesis,cellular response to oxidative stress,condensed chromosome,cytosol,gamete generation,interstrand cross-link repair,neuronal stem cell population maintenance,nuclear body,nucleolus,nucleoplasm,nucleus,protein binding,regulation of CD40 signaling pathway,regulation of DNA binding transcription factor activity,regulation of inflammatory response,regulation of regulatory T cell differentiation,response to gamma radiation,synapsisAnemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Marrow Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Fanconi Anemia;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesBenign C=0, G=86 C=0.0, G=1.0 0.00001 1410.93 86 C=0/0, G=41/45

chr3:10119917 C/C T C SNV FANCD2 FANCD2:intronic:NM_033084.4 1 100 intronic NM_033084.4c.2976+36T>Cp.? 0.04 Fanconi anaemia protein FancD2 nucleasers6805869 0.164 YES 6.593E-2 (pos.10119917) Fanconi anemia, complementation group D2DNA polymerase binding,DNA repair,brain morphogenesis,cellular response to oxidative stress,condensed chromosome,cytosol,gamete generation,interstrand cross-link repair,neuronal stem cell population maintenance,nuclear body,nucleolus,nucleoplasm,nucleus,protein binding,regulation of CD40 signaling pathway,regulation of DNA binding transcription factor activity,regulation of inflammatory response,regulation of regulatory T cell differentiation,response to gamma radiation,synapsisAnemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Marrow Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Fanconi Anemia;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesBenign T=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=3/18

chr8:133844508 T/T C T SNV PHF20L1 PHF20L1:exonic:NM_016018.4 1 100 15 synonymous NM_016018.4c.1773C>T p.(=) -0.06 0.45(COSM150547),0.45(COSM3982407)PHD finger protein 20-like protein 1,Protein of unknown function (DUF3776),mbt repeatrs16904746 0.416 YES 3.336E-1 (pos.133844508)acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomametal ion binding,nucleus,protein binding,regulation of transcription, DNA-templatedC=0, T=123 C=0.0, T=1.0 0.00001 1982.15 123 C=0/0, T=66/57

chr3:10188340 T/T TA T INDEL VHL VHL:intronic:NM_000551.3 1 100 intronic NM_000551.3c.463+20TA>Tp.? 0.55, 1.73 VHL beta domain,VHL box domain VHL gene VCB complex,cell morphogenesis,cytosol,endoplasmic reticulum,enzyme binding,membrane,mitochondrion,negative regulation of JAK-STAT cascade,negative regulation of apoptotic process,negative regulation of cell proliferation,negative regulation of gene expression,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription from RNA polymerase II promoter in response to hypoxia,nucleoplasm,nucleus,positive regulation of cell differentiation,positive regulation of transcription, DNA-templated,post-translational protein modification,protein binding,protein stabilization,protein ubiquitination,proteolysis,regulation of transcription from RNA polymerase II promoter in response to hypoxia,regulation of transcription, DNA-templated,transcription factor binding,ubiquitin protein ligase activity,ubiquitin-protein transferase activityACMG Recommendations...;Adenocarcinoma;Adenoma;Angiomatosis;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Kidney Diseases;Kidney Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Complex and Mixed;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neurocutaneous Syndromes;Neuroectodermal Tumors;Neuroendocrine Tumors;Paraganglioma;Pheochromocytoma;Polycythemia;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Vascular Diseases;Wilms Tumor;von Hippel-Lindau DiseaseTA=0, T=63 TA=0.0, T=1.0 0.00001 666.518 63 TA=0/0, T=13/50

chr3:10219729 A/G A G SNV IRAK2 IRAK2:intronic:NM_001570.3 1 45.83 intronic NM_001570.3c.277+25A>Gp.? -1.19 Death domain,Protein kinase domain,Protein tyrosine kinasers1681663,rs200498084 0.2253 YES 2.598E-1 (pos.10219729) Interleukin 1 receptor-associated kinase 2ATP binding,I-kappaB kinase/NF-kappaB signaling,JNK cascade,MyD88-dependent toll-like receptor signaling pathway,MyD88-independent toll-like receptor signaling pathway,activation of MAPK activity,cytoplasm,cytosol,endosome membrane,inflammatory response,interleukin-1-mediated signaling pathway,intracellular signal transduction,lipopolysaccharide-mediated signaling pathway,negative regulation of NF-kappaB transcription factor activity,nucleotide-binding oligomerization domain containing signaling pathway,nucleus,plasma membrane,positive regulation of NF-kappaB transcription factor activity,protein binding,protein heterodimerization activity,protein homodimerization activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of cytokine-mediated signaling pathway,response to interleukin-1,toll-like receptor 9 signaling pathway,toll-like receptor signaling pathwayA=13, G=11 A=0.5417, G=0.4583 0.00001 95.4894 24 A=3/10, G=9/2

chr3:10258762 C/C G C SNV IRAK2 IRAK2:intronic:NM_001570.3 1 100 intronic NM_001570.3c.903+30G>Cp.? -0.25 Death domain,Protein kinase domain,Protein tyrosine kinasers2302860 0.2258 YES 1.288E-1;0.0 (pos.10258762) Interleukin 1 receptor-associated kinase 2ATP binding,I-kappaB kinase/NF-kappaB signaling,JNK cascade,MyD88-dependent toll-like receptor signaling pathway,MyD88-independent toll-like receptor signaling pathway,activation of MAPK activity,cytoplasm,cytosol,endosome membrane,inflammatory response,interleukin-1-mediated signaling pathway,intracellular signal transduction,lipopolysaccharide-mediated signaling pathway,negative regulation of NF-kappaB transcription factor activity,nucleotide-binding oligomerization domain containing signaling pathway,nucleus,plasma membrane,positive regulation of NF-kappaB transcription factor activity,protein binding,protein heterodimerization activity,protein homodimerization activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of cytokine-mediated signaling pathway,response to interleukin-1,toll-like receptor 9 signaling pathway,toll-like receptor signaling pathwayG=0, C=32 G=0.0, C=1.0 0.00001 485.141 32 G=0/0, C=11/21

chr1:120285546 A/A G A SNV PHGDH PHGDH:exonic:NM_006623.3 1 100 11 synonymous NM_006623.3c.1326G>A p.(=) -5.17 0.02(COSM1747675),0.02(COSM3930297)D-isomer specific 2-hydroxyacid dehydrogenase, NAD binding domain,D-isomer specific 2-hydroxyacid dehydrogenase, catalytic domainrs543703 0.3174 YES 6.049E-1 (pos.120285546)carcinoma,neoplasm,transitional_cell_carcinomaPhosphoglycerate dehydrogenaseL-malate dehydrogenase activity,L-serine biosynthetic process,NAD binding,brain development,cytosol,electron transfer activity,electron transport chain,extracellular exosome,phosphoglycerate dehydrogenase activityAbnormalities, Multiple;Brain Diseases;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carbohydrate Metabolism, Inborn Errors;Carcinogenesis;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cell Transformation, Neoplastic;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Epilepsy;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Fetal Growth Retardation;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Ichthyosis;Infant, Newborn, Diseases;Keratosis;Limb Deformities, Congenital;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Melanoma;Metabolic Diseases;Metabolism, Inborn Errors;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neoplastic ProNADH Benign G=0, A=22 G=0.0, A=1.0 0.00001 298.891 22 G=0/0, A=12/10

chr3:10401856 T/T G T SNV ATP2B2 ATP2B2:intronic:NM_001001331.2 1 100 intronic NM_001001331.2c.1660-49C>Ap.? 0.22 Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,Cation transporting ATPase, C-terminus,E1-E2 ATPase,Plasma membrane calcium transporter ATPase C terminal,haloacid dehalogenase-like hydrolasers2278554 0.3519 YES 5.445E-1 (pos.10401856) ATPase, Ca++ transporting, plasma membrane, 2,ATPase, Ca++ transporting, plasma membrane, 4ATP binding,ATP hydrolysis coupled cation transmembrane transport,PDZ domain binding,calcium ion binding,calcium ion transmembrane transport,calcium ion transport,calcium-transporting ATPase activity,calmodulin binding,cell junction,cytoplasm,extracellular exosome,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,ion transmembrane transport,metal ion binding,neuron differentiation,plasma membrane,protein C-terminus binding,protein binding,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,sensory perception of sound,synapse,transportEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersG=0, T=20 G=0.0, T=1.0 0.00001 263.683 20 G=0/0, T=11/9

chr6:79708000 C/C A C SNV PHIP PHIP:exonic:NM_017934.6 1 100 18 missense NM_017934.6c.1988T>G p.Val663Gly 0.22 1 109 0 Bromodomain,WD domain, G-beta repeatrs7747479 0.0481 YES 9.993E-1;0.0 (pos.79708000) Pleckstrin homology domain-interacting proteincytoskeleton organization,extracellular exosome,insulin receptor binding,insulin receptor signaling pathway,lysine-acetylated histone binding,negative regulation of apoptotic process,negative regulation of extrinsic apoptotic signaling pathway,nucleus,positive regulation of cell proliferation,positive regulation of insulin-like growth factor receptor signaling pathway,positive regulation of mitotic nuclear division,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of cell morphogenesis,regulation of cell shape,regulation of protein phosphorylationArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Dry Eye Syndromes;Eye Diseases;Immune System Diseases;Joint Diseases;Lacrimal Apparatus Diseases;Mouth Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Salivary Gland Diseases;Sjogren's Syndrome;Skin and Connective Tissue Diseases;Stomatognathic Diseases;XerostomiaA=0, C=43 A=0.0, C=1.0 0.00001 705.695 43 A=0/0, C=17/26

chr3:105495432 T/T G T SNV CBLB CBLB:intronic:NM_170662.4 1 100 intronic NM_170662.4c.420-46C>Ap.? -1.01 CBL proto-oncogene N-terminal domain 1,CBL proto-oncogene N-terminus, EF hand-like domain,CBL proto-oncogene N-terminus, SH2-like domain,Prokaryotic RING finger family 4,RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger)rs9809911 1.00E-04 1.0;0.0 (pos.105495432) CAS-BR-M murine ecotropic retroviral transforming sequence BNLS-bearing protein import into nucleus,SH3 domain binding,calcium ion binding,cell surface receptor signaling pathway,cytosol,epidermal growth factor receptor signaling pathway,membrane raft,negative regulation of epidermal growth factor-activated receptor activity,nucleoplasm,nucleus,phosphotyrosine residue binding,plasma membrane,protein binding,protein ubiquitination,proteolysis,receptor tyrosine kinase binding,regulation of signaling,signal transducer activity,signal transduction,ubiquitin protein ligase activity,ubiquitin-protein transferase activity,zinc ion bindingAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Central Nervous System Diseases;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Encephalomyelitis, Autoimmune, Experimental;Immune System Diseases;Leukoencephalopathies;Multiple Sclerosis;Nervous System Autoimmune Disease, Experimental;Nervous System DiseasesG=0, T=27 G=0.0, T=1.0 0.00001 389.988 27 G=0/0, T=14/13

chr3:107776511 T/T C T SNV CD47 CD47:intronic:NM_001777.3 1 100 intronic NM_001777.3c.785-95G>Ap.? -0.17 CD47 immunoglobulin-like domain,CD47 transmembrane regionrs709436 CD47 antigen (Rh-related antigen; integrin-associated protein)cell adhesion,extracellular exosome,extracellular matrix organization,integral component of membrane,integral component of plasma membrane,integrin-mediated signaling pathway,leukocyte migration,neutrophil degranulation,opsonization,plasma membrane,positive regulation of T cell activation,positive regulation of cell proliferation,positive regulation of cell-cell adhesion,positive regulation of inflammatory response,positive regulation of phagocytosis,protein binding,response to bacterium,specific granule membrane,tertiary granule membrane,thrombospondin receptor activityC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=14/9

chr3:107884211 C/C T C SNV IFT57 IFT57:intronic:NM_018010.3 1 100 intronic NM_018010.3c.1044+67A>Gp.? -1.3 Intra-flagellar transport protein 57rs327167 0 Intraflagellar transport 57, chlamydomonas, homolog of (HIP1 protein interactor)DNA binding,Golgi apparatus,activation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic process,axoneme,centrosome,ciliary basal body,ciliary tip,cilium,cilium assembly,dendrite terminus,heart looping,intraciliary transport,intraciliary transport involved in cilium assembly,intraciliary transport particle B,left/right pattern formation,motile cilium assembly,negative regulation of epithelial cell proliferation,neural tube closure,non-motile cilium assembly,photoreceptor connecting cilium,protein binding,regulation of apoptotic process,regulation of transcription, DNA-templated,smoothened signaling pathway,transcription, DNA-templatedT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=12/12

chr3:107884269 A/G A G SNV IFT57 IFT57:intronic:NM_018010.3 1 46.43 intronic NM_018010.3c.1044+9T>Cp.? -1.19 Intra-flagellar transport protein 57rs62264150 0.1059 YES 1.175E-1 (pos.107884269) Intraflagellar transport 57, chlamydomonas, homolog of (HIP1 protein interactor)DNA binding,Golgi apparatus,activation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic process,axoneme,centrosome,ciliary basal body,ciliary tip,cilium,cilium assembly,dendrite terminus,heart looping,intraciliary transport,intraciliary transport involved in cilium assembly,intraciliary transport particle B,left/right pattern formation,motile cilium assembly,negative regulation of epithelial cell proliferation,neural tube closure,non-motile cilium assembly,photoreceptor connecting cilium,protein binding,regulation of apoptotic process,regulation of transcription, DNA-templated,smoothened signaling pathway,transcription, DNA-templatedA=15, G=13 A=0.5357, G=0.4643 0.00001 117.927 28 A=8/7, G=4/9

chr1:114240319 TA/TA T TA INDEL PHTF1 PHTF1:utr_3:NM_006608.2 1 100 18 utr_3 NM_006608.2c.2296_2297insTp.? -0.49 Male germ-cell putative homeodomain transcription factorrs113145080,rs3835263 0.244 YES 3.555E-1 (pos.114240319) Putative homeodomain transcription factor 1DNA binding,DNA binding transcription factor activity,cis-Golgi network,endoplasmic reticulum,integral component of membrane,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Crohn Disease;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Endocrine System Diseases;Gastroenteritis;Gastrointestinal Diseases;Glucose Metabolism Disorders;Hypothyroidism;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Rheumatic Diseases;Skin and Connective Tissue Diseases;Thyroid DiseasesT=0, TA=66 T=0.0, TA=1.0 0.00001 997.636 66 T=0/0, TA=36/30

chr3:108117694 G/A G A SNV MYH15 MYH15:intronic:NM_014981.1 1 58.33 intronic NM_014981.1c.4990-7C>Tp.? -0.14 0.07(COSM5764720)Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs13087507 0.2885 YES 7.773E-3 (pos.108117694)adenocarcinomaMyosin, heavy chain 15ATP binding,actin filament binding,calmodulin binding,extraocular skeletal muscle development,motor activity,myofibril,myosin filamentG=25, A=35 G=0.4167, A=0.5833 0.00001 370.434 60 G=14/11, A=20/15

chr3:108147295 A/A C A SNV MYH15 MYH15:intronic:NM_014981.1 1 100 intronic NM_014981.1c.3762+44G>Tp.? -0.05 Myosin N-terminal SH3-like domain,Myosin head (motor domain),Myosin tailrs1350235 0.1335 YES 4.641E-1 (pos.108147295) Myosin, heavy chain 15ATP binding,actin filament binding,calmodulin binding,extraocular skeletal muscle development,motor activity,myofibril,myosin filamentC=0, A=32 C=0.0, A=1.0 0.00001 485.141 32 C=0/0, A=19/13

chr3:108678002 G/A G A SNV MORC1 MORC1:intronic:NM_014429.3 1 50 intronic NM_014429.3c.2800-35C>Tp.? 0.37 CW-type Zinc Finger,Histidine kinase-, DNA gyrase B-, and HSP90-like ATPasers2197738,rs371614128 0.349 YES 8.593E-2 (pos.108678002) MORC family CW-type zinc finger 1 (microrchidia, mouse, homolog of)DNA hypermethylation,DNA methylation involved in gamete generation,cell differentiation,multicellular organism development,negative regulation of DNA-templated transcription, initiation,negative regulation of transposition,nucleus,regulation of gene expression, epigenetic,spermatogenesis,zinc ion bindingG=12, A=12 G=0.5, A=0.5 0.00001 106.71 24 G=4/8, A=6/6

chr1:151288391 G/G A G SNV PI4KB PI4KB:exonic:NM_001198774.1 1 100 2 synonymous NM_001198774.1c.567T>C p.(=) -0.73 Phosphatidylinositol 3- and 4-kinasers1752379 2.00E-04 1.0 (pos.151288391) 1-phosphatidylinositol 4-kinase activity,14-3-3 protein binding,ATP binding,Golgi membrane,cytoplasm,cytosol,endosome,intracellular,kinase activity,membrane,mitochondrial outer membrane,perinuclear region of cytoplasm,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-mediated signaling,protein binding,receptor-mediated endocytosis,rough endoplasmic reticulum membrane,signal transductionA=0, G=26 A=0.0, G=1.0 0.00001 371.417 26 A=0/0, G=18/8

chr3:108776343 T/T C T SNV MORC1 MORC1:intronic:NM_014429.3 1 100 intronic NM_014429.3c.1032-10G>Ap.? -0.88 CW-type Zinc Finger,Histidine kinase-, DNA gyrase B-, and HSP90-like ATPasers1031252 0.0215 YES 9.999E-1 (pos.108776343) MORC family CW-type zinc finger 1 (microrchidia, mouse, homolog of)DNA hypermethylation,DNA methylation involved in gamete generation,cell differentiation,multicellular organism development,negative regulation of DNA-templated transcription, initiation,negative regulation of transposition,nucleus,regulation of gene expression, epigenetic,spermatogenesis,zinc ion bindingC=0, T=24 C=0.0, T=1.0 0.00001 334.754 24 C=0/0, T=6/18

chr3:109027157 T/T C T SNV DPPA2 DPPA2:intronic:NM_138815.3 1 100 intronic NM_138815.3c.397-17G>Ap.? -0.64 Dppa2/4 conserved region,Dppa2/4 conserved region in higher vertebratesrs7611135 0.2735 YES 9.052E-1 (pos.109027157) Developmental pluripotency-associated gene 2chromatin binding,lung-associated mesenchyme development,nucleus,positive regulation of stem cell proliferation,protein binding,regulation of histone methylation,regulation of transcription, DNA-templated,stem cell population maintenance,transcription, DNA-templatedC=0, T=75 C=0.0, T=1.0 0.00001 1189.39 75 C=0/0, T=28/47

chr3:109027820 A/A G A SNV DPPA2 DPPA2:intronic:NM_138815.3 1 100 intronic NM_138815.3c.396+53C>Tp.? -0.27 Dppa2/4 conserved region,Dppa2/4 conserved region in higher vertebratesrs7611871 0.3231 YES Developmental pluripotency-associated gene 2chromatin binding,lung-associated mesenchyme development,nucleus,positive regulation of stem cell proliferation,protein binding,regulation of histone methylation,regulation of transcription, DNA-templated,stem cell population maintenance,transcription, DNA-templatedG=0, A=103 G=0.0, A=1.0 0.00001 1581.87 103 G=0/0, A=52/51

chr3:110791113 G/G A G SNV NECTIN3 NECTIN3:intronic:NM_015480.2 1 100 intronic NM_015480.2c.160+89A>Gp.? 0.1 CD80-like C2-set immunoglobulin domain,Immunoglobulin I-set domain,Immunoglobulin V-set domainrs4682228 YES Nectin 3 adherens junction organization,apical junction complex,cell adhesion,cell adhesion molecule binding,cell recognition,cell-cell adherens junction,cell-cell contact zone,cell-cell junction,fertilization,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of plasma membrane,lens morphogenesis in camera-type eye,plasma membrane,postsynaptic membrane,protein binding,protein heterodimerization activity,protein homodimerization activity,protein localization to cell junction,receptor activity,receptor binding,retina morphogenesis in camera-type eye,spermatid developmentA=0, G=46 A=0.0, G=1.0 0.00001 768.262 46 A=0/0, G=10/36

chr16:88792047 G/G A G SNV PIEZO1 PIEZO1:exonic:NM_001142864.3 1 100 28 synonymous NM_001142864.3c.4014T>C p.(=) 0.32 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs4782430 0.1119 YES 9.353E-1 (pos.88792047) PIEZO1 ion channelcation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,ion transmembrane transport,lamellipodium membrane,mechanically-gated ion channel activity,plasma membrane,positive regulation of cell-cell adhesion mediated by integrin,positive regulation of integrin activation,regulation of membrane potentialAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythroblastosis, Fetal;Female Urogenital Diseases and Pregnancy Complications;Fetal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hydrops Fetalis;Immune System Diseases;Pregnancy Complications;Thalassemia;alpha-ThalassemiaBenign A=0, G=82 A=0.0, G=1.0 0.00001 1327.45 82 A=0/0, G=46/36

chr3:111451603 C/C G C SNV PLCXD2 PLCXD2:intronic:NM_153268.3 1 100 intronic NM_153268.3c.866+18628G>Cp.? -1.77 rs3821919 YES lipid catabolic process,lipid metabolic process,nucleus,phosphoric diester hydrolase activity,signal transducer activity,signal transductionG=0, C=23 G=0.0, C=1.0 0.00001 316.337 23 G=0/0, C=11/12

chr18:10758023 A/A G A SNV PIEZO2 PIEZO2:exonic:NM_022068.3 1 100 25 synonymous NM_022068.3c.3792C>T p.(=) 2.22 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs7407105 0.2087 YES 9.32E-1 (pos.10758023) PIEZO-type mechanosensitive ion channel component 2cation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,detection of mechanical stimulus involved in sensory perception,integral component of membrane,ion transmembrane transport,mechanically-gated ion channel activity,plasma membrane,regulation of membrane potential,response to mechanical stimulusAbnormalities, Multiple;Arachnodactyly;Arthrogryposis;Blepharophimosis;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Cleft Palate;Clubfoot;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Cranial Nerve Diseases;Craniofacial Abnormalities;Embolism and Thrombosis;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Retinal Diseases;Skin and Benign G=0, A=42 G=0.0, A=1.0 0.00001 685.214 42 G=0/0, A=13/29

chr3:111766559 G/G T G SNV TMPRSS7 TMPRSS7:intronic:NM_001042575.2 1 100 intronic NM_001042575.2c.353-27T>Gp.? -1 CUB domain,Low-density lipoprotein receptor domain class A,SEA domain,Trypsinrs1688304 0.0393 YES 1.0 (pos.111766559) integral component of membrane,plasma membrane,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityMental Disorders;Substance-Related DisordersT=0, G=24 T=0.0, G=1.0 0.00001 328.908 24 T=0/0, G=11/13

chr18:10762962 A/A G A SNV PIEZO2 PIEZO2:exonic:NM_022068.3 1 100 20 synonymous NM_022068.3c.3006C>T p.(=) -0.32 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs7241380 0.2093 YES 9.132E-1 (pos.10762962) PIEZO-type mechanosensitive ion channel component 2cation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,detection of mechanical stimulus involved in sensory perception,integral component of membrane,ion transmembrane transport,mechanically-gated ion channel activity,plasma membrane,regulation of membrane potential,response to mechanical stimulusAbnormalities, Multiple;Arachnodactyly;Arthrogryposis;Blepharophimosis;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Cleft Palate;Clubfoot;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Cranial Nerve Diseases;Craniofacial Abnormalities;Embolism and Thrombosis;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Retinal Diseases;Skin and Benign G=0, A=66 G=0.0, A=1.0 0.00001 1015.37 66 G=0/0, A=23/43

chr18:10763007 C/C T C SNV PIEZO2 PIEZO2:exonic:NM_022068.3 1 100 20 synonymous NM_022068.3c.2961A>G p.(=) -0.22 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs7227167 0.2068 YES 9.341E-1 (pos.10763007) PIEZO-type mechanosensitive ion channel component 2cation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,detection of mechanical stimulus involved in sensory perception,integral component of membrane,ion transmembrane transport,mechanically-gated ion channel activity,plasma membrane,regulation of membrane potential,response to mechanical stimulusAbnormalities, Multiple;Arachnodactyly;Arthrogryposis;Blepharophimosis;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Cleft Palate;Clubfoot;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Cranial Nerve Diseases;Craniofacial Abnormalities;Embolism and Thrombosis;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Retinal Diseases;Skin and Benign T=0, C=71 T=0.0, C=1.0 0.00001 1111.48 71 T=0/0, C=23/48

chr18:10787047 A/A G A SNV PIEZO2 PIEZO2:exonic:NM_022068.3 1 100 16 synonymous NM_022068.3c.2305C>T p.(=) -1.39 Piezo,Piezo non-specific cation channel, R-Ras-binding domainrs6505592 0.15 YES 9.556E-1 (pos.10787047) PIEZO-type mechanosensitive ion channel component 2cation channel activity,cation transmembrane transport,cation transport,cellular response to mechanical stimulus,detection of mechanical stimulus,detection of mechanical stimulus involved in sensory perception,integral component of membrane,ion transmembrane transport,mechanically-gated ion channel activity,plasma membrane,regulation of membrane potential,response to mechanical stimulusAbnormalities, Multiple;Arachnodactyly;Arthrogryposis;Blepharophimosis;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Cleft Palate;Clubfoot;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Contracture;Cranial Nerve Diseases;Craniofacial Abnormalities;Embolism and Thrombosis;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Lung Neoplasms;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Retinal Diseases;Skin and Benign G=0, A=27 G=0.0, A=1.0 0.00001 389.987 27 G=0/0, A=14/13

chr3:111958862 A/A C A SNV SLC9C1 SLC9C1:intronic:NM_183061.2 1 100 intronic NM_183061.2c.1280-9G>Tp.? -0.59 0.03(COSM4002382)Cyclic nucleotide-binding domain,Ion transport protein,Sodium/hydrogen exchanger familyrs13089635 0.3466 YES 4.16E-1 (pos.111958862) acute_myeloid_leukaemia,carcinomacell differentiation,flagellated sperm motility,hydrogen ion transmembrane transport,integral component of membrane,ion channel activity,motile cilium,multicellular organism development,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activity,solute:proton antiporter activity,spermatogenesisC=0, A=143 C=0.0, A=1.0 0.00001 2383.51 143 C=0/0, A=55/88

chr3:111981704 T/T C T SNV SLC9C1 SLC9C1:intronic:NM_183061.2 1 100 intronic NM_183061.2c.1197+67G>Ap.? -1.49 Cyclic nucleotide-binding domain,Ion transport protein,Sodium/hydrogen exchanger familyrs201088102,rs5003791,rs66892721,rs777709644,rs796403529YES cell differentiation,flagellated sperm motility,hydrogen ion transmembrane transport,integral component of membrane,ion channel activity,motile cilium,multicellular organism development,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activity,solute:proton antiporter activity,spermatogenesisC=0, T=113 C=0.0, T=1.0 0.00001 1799.51 113 C=0/0, T=47/66

chr3:111993716 A/A G A SNV SLC9C1 SLC9C1:intronic:NM_183061.2 1 100 intronic NM_183061.2c.613+28C>Tp.? 0.14 Cyclic nucleotide-binding domain,Ion transport protein,Sodium/hydrogen exchanger familyrs6805112 0.2438 YES 9.883E-1 (pos.111993716) cell differentiation,flagellated sperm motility,hydrogen ion transmembrane transport,integral component of membrane,ion channel activity,motile cilium,multicellular organism development,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activity,solute:proton antiporter activity,spermatogenesisG=0, A=34 G=0.0, A=1.0 0.00001 524.185 34 G=0/0, A=24/10

chr3:111997732 T/TCATTTATT T TCATTTATT INDEL SLC9C1 SLC9C1:intronic:NM_183061.2 8 50 intronic NM_183061.2c.190-28A>AATAAATGAp.? 0.24 Cyclic nucleotide-binding domain,Ion transport protein,Sodium/hydrogen exchanger family cell differentiation,flagellated sperm motility,hydrogen ion transmembrane transport,integral component of membrane,ion channel activity,motile cilium,multicellular organism development,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activity,solute:proton antiporter activity,spermatogenesisT=18, TCATTTATT=18T=0.5, TCATTTATT=0.5 0.00001 185.885 36 T=8/10, TCATTTATT=13/5

chr3:112052173 C/C T C SNV

CD200,LOC

105374042 CD200:intronic:NM_001004196.3, LOC105374042:downstream:NR_147411.11
100

intronic NR_147411.1, NM_001004196.3c.12+102T>Cp.? -0.23 Immunoglobulin V-set domain,Immunoglobulin domainrs9883527 YES cell adhesion molecule binding,cell recognition,cell-cell adherens junction,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,negative regulation of macrophage activation,plasma membrane,protein binding,protein homodimerization activity,receptor activity,receptor binding,regulation of immune responseT=0, C=51 T=0.0, C=1.0 0.00001 754.584 51 T=0/0, C=29/22

chr14:68066949 A/A G A SNV PIGH PIGH:utr_5:NM_004569.3 1 100 1 utr_5 NM_004569.3c.-29C>T p.? -0.46 GPI-GlcNAc transferase complex, PIG-H componentrs11547225 0.2618 YES 2.736E-1 (pos.68066949) Phosphatidylinositol glycan, class HGPI anchor biosynthetic process,catalytic activity,cellular protein modification process,endoplasmic reticulum,endoplasmic reticulum membrane,glycosylphosphatidylinositol-N-acetylglucosaminyltransferase (GPI-GnT) complex,integral component of membrane,phosphatidylinositol N-acetylglucosaminyltransferase activity,preassembly of GPI anchor in ER membraneBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesG=0, A=45 G=0.0, A=1.0 0.00001 747.392 45 G=0/0, A=24/21

chr3:112267269 C/C T C SNV ATG3 ATG3:intronic:NM_022488.4 1 100 intronic NM_022488.4c.343+111A>Gp.? -0.27 Autophagocytosis associated protein (Atg3), N-terminal domain,Autophagocytosis associated protein C-terminal,Autophagocytosis associated protein, active-site domainrs7625366 YES Atg12 transferase activity,Atg8 ligase activity,autophagosome assembly,autophagy of mitochondrion,autophagy of nucleus,cellular protein modification process,cytoplasmic ubiquitin ligase complex,cytosol,enzyme binding,ligase activity,macroautophagy,mitochondrial fragmentation involved in apoptotic process,negative regulation of phagocytosis,protein binding,protein targeting to membrane,protein ubiquitination,regulation of cilium assembly,ubiquitin-like protein transferase activityT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=13/7

chr3:112267523 A/A G A SNV ATG3 ATG3:intronic:NM_022488.4 1 100 intronic NM_022488.4c.236-36C>Tp.? 0.26 Autophagocytosis associated protein (Atg3), N-terminal domain,Autophagocytosis associated protein C-terminal,Autophagocytosis associated protein, active-site domainrs768872909,rs9809247 0.0841 YES 0.0 (pos.112267522),7.501E-1 (pos.112267523) Atg12 transferase activity,Atg8 ligase activity,autophagosome assembly,autophagy of mitochondrion,autophagy of nucleus,cellular protein modification process,cytoplasmic ubiquitin ligase complex,cytosol,enzyme binding,ligase activity,macroautophagy,mitochondrial fragmentation involved in apoptotic process,negative regulation of phagocytosis,protein binding,protein targeting to membrane,protein ubiquitination,regulation of cilium assembly,ubiquitin-like protein transferase activityG=0, A=89 G=0.0, A=1.0 0.00001 1472.49 89 G=0/0, A=45/44

chr3:112280218 A/A G A SNV

ATG3,SLC35

A5 ATG3:intronic:NM_022488.4, SLC35A5:upstream:NM_017945.4 1
100

intronic NM_022488.4, NM_017945.4c.72+86C>T, c.-2033G>Ap.?, p.? -0.8 Autophagocytosis associated protein (Atg3), N-terminal domain,Autophagocytosis associated protein C-terminal,Autophagocytosis associated protein, active-site domainrs2279532 YES Atg12 transferase activity,Atg8 ligase activity,Golgi membrane,autophagosome assembly,autophagy of mitochondrion,autophagy of nucleus,carbohydrate transport,cellular protein modification process,cytoplasmic ubiquitin ligase complex,cytosol,enzyme binding,integral component of membrane,ligase activity,macroautophagy,mitochondrial fragmentation involved in apoptotic process,negative regulation of phagocytosis,protein binding,protein targeting to membrane,protein ubiquitination,proton transport,regulation of cilium assembly,sugar:proton symporter activity,ubiquitin-like protein transferase activityG=0, A=22 G=0.0, A=1.0 0.00001 298.889 22 G=0/0, A=9/13

chr14:68066979 T/T C T SNV PIGH PIGH:utr_5:NM_004569.3 1 100 1 utr_5 NM_004569.3c.-59G>A p.? -0.99 GPI-GlcNAc transferase complex, PIG-H componentrs7154825 YES Phosphatidylinositol glycan, class HGPI anchor biosynthetic process,catalytic activity,cellular protein modification process,endoplasmic reticulum,endoplasmic reticulum membrane,glycosylphosphatidylinositol-N-acetylglucosaminyltransferase (GPI-GnT) complex,integral component of membrane,phosphatidylinositol N-acetylglucosaminyltransferase activity,preassembly of GPI anchor in ER membraneBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesC=0, T=44 C=0.0, T=1.0 0.00001 726.569 44 C=0/0, T=23/21

chr1:77634948 A/A G A SNV PIGK PIGK:exonic:NM_005482.2 1 100 4 synonymous NM_005482.2c.372C>T p.(=) 1.59 Peptidase C13 familyrs1779199 1.00E-04 1.0 (pos.77634948) Phosphatidylinositol glycan, class KGPI anchor binding,GPI-anchor transamidase activity,GPI-anchor transamidase complex,attachment of GPI anchor to protein,cysteine-type peptidase activity,endoplasmic reticulum membrane,integral component of endoplasmic reticulum membrane,membrane,peptidase activity,protein binding,protein disulfide isomerase activity,protein localization to cell surface,proteolysisG=0, A=21 G=0.0, A=1.0 0.00001 281.181 21 G=0/0, A=8/13

chr18:59805532 C/C T C SNV PIGN PIGN:splicesite_3:NM_176787.4 1 100 14 splicesite NM_176787.4c.1117-1A>Gp.? 4.13 Phosphatidylinositolglycan class N (PIG-N),Type I phosphodiesterase / nucleotide pyrophosphatasers9959632 YES 1.0 (pos.59805532) Phosphatidylinositol glycan, class NGPI anchor biosynthetic process,cytosol,endoplasmic reticulum membrane,integral component of membrane,mannose-ethanolamine phosphotransferase activity,membrane,plasma membrane,preassembly of GPI anchor in ER membrane,sulfuric ester hydrolase activity,transferase activityT=0, C=20 T=0.0, C=1.0 0.00001 263.711 20 T=0/0, C=9/11

chr3:112666859 T/T C T SNV CD200R1 CD200R1:intronic:NM_138806.3 1 100 intronic NM_138806.3c.68-88G>Ap.? -0.23 CD80-like C2-set immunoglobulin domainrs2133946 YES CD200 receptor 1external side of plasma membrane,extracellular region,integral component of membrane,plasma membrane,protein binding,receptor activity,receptor complex,regulation of immune response,viral processC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=3/17

chr18:59814268 A/A G A SNV PIGN PIGN:exonic:NM_176787.4 1 100 9 synonymous NM_176787.4c.741C>T p.(=) -0.86 0.01(COSM3756187)Phosphatidylinositolglycan class N (PIG-N),Type I phosphodiesterase / nucleotide pyrophosphatasers9320000 0.3784 YES 6.685E-1 (pos.59814268) adenocarcinomaPhosphatidylinositol glycan, class NGPI anchor biosynthetic process,cytosol,endoplasmic reticulum membrane,integral component of membrane,mannose-ethanolamine phosphotransferase activity,membrane,plasma membrane,preassembly of GPI anchor in ER membrane,sulfuric ester hydrolase activity,transferase activityBenign G=0, A=40 G=0.0, A=1.0 0.00001 641.864 40 G=0/0, A=10/30

chr18:59814324 C/C G C SNV PIGN PIGN:exonic:NM_176787.4 1 100 9 missense NM_176787.4c.685C>G p.His229Asp 1.77 1 81 0 0.03(COSM5428048)Phosphatidylinositolglycan class N (PIG-N),Type I phosphodiesterase / nucleotide pyrophosphatasers9320001 0.2473 YES 9.052E-1 (pos.59814324) acute_myeloid_leukaemiaPhosphatidylinositol glycan, class NGPI anchor biosynthetic process,cytosol,endoplasmic reticulum membrane,integral component of membrane,mannose-ethanolamine phosphotransferase activity,membrane,plasma membrane,preassembly of GPI anchor in ER membrane,sulfuric ester hydrolase activity,transferase activityBenign G=0, C=20 G=0.0, C=1.0 0.00001 263.785 20 G=0/0, C=8/12

chr21:38444863 T/T C T SNV PIGP,TTC3 PIGP:exonic:NM_153681.2, TTC3:upstream:NM_001001894.2 1 100 1 missense NM_153681.2, NM_001001894.2c.25G>A, c.-14695C>Tp.Ala9Thr, p.? 0.65 1 58 0 0(COSM4591272)PIG-P rs2507733 YES 1.0 (pos.38444863) squamous_cell_carcinomaPhosphatidylinositol glycan, class P,Tetratricopeptide repeat domain 3GPI anchor biosynthetic process,cytosol,endoplasmic reticulum membrane,glycosylphosphatidylinositol-N-acetylglucosaminyltransferase (GPI-GnT) complex,integral component of membrane,metal ion binding,nucleolus,nucleus,phosphatidylinositol N-acetylglucosaminyltransferase activity,preassembly of GPI anchor in ER membrane,protein K48-linked ubiquitination,protein binding,ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activityAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Intellectual Disability;Male Urogenital Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, T=38 C=0.0, T=1.0 0.00001 603.78 38 C=0/0, T=17/21

chr21:38444890 G/G A G SNV PIGP,TTC3 PIGP:utr_5:NM_153681.2, TTC3:upstream:NM_001001894.2 1 100 1 utr_5 NM_153681.2, NM_001001894.2c.-3T>C, c.-14668A>Gp.?, p.? 0.67 PIG-P rs2298682 0.4969 YES 4.007E-1 (pos.38444890) Phosphatidylinositol glycan, class P,Tetratricopeptide repeat domain 3GPI anchor biosynthetic process,cytosol,endoplasmic reticulum membrane,glycosylphosphatidylinositol-N-acetylglucosaminyltransferase (GPI-GnT) complex,integral component of membrane,metal ion binding,nucleolus,nucleus,phosphatidylinositol N-acetylglucosaminyltransferase activity,preassembly of GPI anchor in ER membrane,protein K48-linked ubiquitination,protein binding,ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activityAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Intellectual Disability;Male Urogenital Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, G=38 A=0.0, G=1.0 0.00001 603.656 38 A=0/0, G=17/21

chr3:113720624 T/T C T SNV CCDC191 CCDC191:intronic:NM_020817.1 1 100 intronic NM_020817.1c.2062-81G>Ap.? -0.53 rs6438178 C=0, T=48 C=0.0, T=1.0 0.00001 810.415 48 C=0/0, T=18/30

chr1:207110936 C/C T C SNV PIGR PIGR:exonic:NM_002644.3 1 100 4 synonymous NM_002644.3c.549A>G p.(=) -1.4 0.02(COSM5505118)Immunoglobulin V-set domainrs291096 0.4677 YES 4.369E-1 (pos.207110936)carcinoma Polymeric immunoglobulin receptorFc receptor signaling pathway,azurophil granule membrane,detection of chemical stimulus involved in sensory perception of bitter taste,epidermal growth factor receptor signaling pathway,extracellular exosome,extracellular space,immunoglobulin transcytosis in epithelial cells mediated by polymeric immunoglobulin receptor,integral component of plasma membrane,neutrophil degranulation,plasma membrane,polymeric immunoglobulin receptor activity,receptor clustering,receptor complex,retina homeostasisAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=22/12

chr20:44052992 A/A G A SNV PIGT PIGT:exonic:NM_015937.5 1 100 10 synonymous NM_015937.5c.1371G>A p.(=) -1.28 0.05(COSM1412066),0.05(COSM149184)Gpi16 subunit, GPI transamidase componentrs13217 0.4836 YES 2.536E-1 (pos.44052992) adenocarcinomaPhosphatidylinositol glycan, class TGPI-anchor transamidase activity,GPI-anchor transamidase complex,attachment of GPI anchor to protein,cytoplasmic vesicle,endoplasmic reticulum membrane,integral component of endoplasmic reticulum membrane,membrane,neuron apoptotic process,neuron differentiation,protein bindingAnemia;Anemia, Hemolytic;Bone Marrow Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinuria, Paroxysmal;Myelodysplastic SyndromesG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=9/16



chr3:196674749 T/T C T SNV PIGZ PIGZ:exonic:NM_025163.3 1 100 3 missense NM_025163.3c.1019G>A p.Arg340Gln 1.39 0.29 43 0 0.09(COSM4157932)Alg9-like mannosyltransferase familyrs4916589 0.4155 YES 8.062E-1 (pos.196674749)ductal_carcinoma,neoplasmPhosphatidylinositol glycan, class ZGPI anchor biosynthetic process,alpha-1,2-mannosyltransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,mannosylation,mannosyltransferase activity,preassembly of GPI anchor in ER membrane,transferase activity, transferring glycosyl groupsC=0, T=34 C=0.0, T=1.0 0.00001 524.185 34 C=0/0, T=24/10

chr19:49949652 A/A G A SNV PIH1D1 PIH1D1:exonic:NM_017916.2 1 100 9 missense NM_017916.2c.860C>T p.Pro287Leu 1.15 0.1 98 0 pre-RNA processing PIH1/Nop17rs7462 0.3366 YES 2.429E-3 (pos.49949652) PIH1 domain-containing protein 1ATPase binding,R2TP complex,RNA polymerase I CORE element sequence-specific DNA binding,RNA polymerase I upstream control element sequence-specific DNA binding,box C/D snoRNP assembly,chromatin remodeling,cytoplasm,epithelial cell differentiation,establishment of protein localization to chromatin,histone binding,negative regulation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,negative regulation of histone H3-K9 dimethylation,negative regulation of histone H3-K9 trimethylation,negative regulation of histone H4-K16 acetylation,nucleolus,nucleus,phosphoprotein binding,positive regulation of TORC1 signaling,positive regulation of glucose mediated signaling pathway,positive regulation of histone H3-K9 acetylation,positive regulation of histone H4 acetylation,positive regulation of protein complex assembly,positive regulation of protein serine/threonine kinase activity,positive regulation of transcription of nuclear large rRNA transcript from RNA polymerase I promoter,pre-snoRNP G=0, A=26 G=0.0, A=1.0 0.00001 371.415 26 G=0/0, A=8/18

chr19:49950298 T/T C T SNV PIH1D1 PIH1D1:exonic:NM_017916.2 1 100 7 missense NM_017916.2c.670G>A p.Val224Ile 0.16 1 29 0 0.08(COSM1751065)pre-RNA processing PIH1/Nop17rs13394 0.2329 YES 3.985E-1 (pos.49950298) neoplasm,transitional_cell_carcinomaPIH1 domain-containing protein 1ATPase binding,R2TP complex,RNA polymerase I CORE element sequence-specific DNA binding,RNA polymerase I upstream control element sequence-specific DNA binding,box C/D snoRNP assembly,chromatin remodeling,cytoplasm,epithelial cell differentiation,establishment of protein localization to chromatin,histone binding,negative regulation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,negative regulation of histone H3-K9 dimethylation,negative regulation of histone H3-K9 trimethylation,negative regulation of histone H4-K16 acetylation,nucleolus,nucleus,phosphoprotein binding,positive regulation of TORC1 signaling,positive regulation of glucose mediated signaling pathway,positive regulation of histone H3-K9 acetylation,positive regulation of histone H4 acetylation,positive regulation of protein complex assembly,positive regulation of protein serine/threonine kinase activity,positive regulation of transcription of nuclear large rRNA transcript from RNA polymerase I promoter,pre-snoRNP C=0, T=23 C=0.0, T=1.0 0.00001 316.746 23 C=0/0, T=16/7

chr3:11744584 T/T C T SNV VGLL4 1 100 intronic 0.1 rs6781438 YES C=0, T=30 C=0.0, T=1.0 0.00001 446.635 30 C=0/0, T=9/21

chr19:49950356 G/G C G SNV PIH1D1 PIH1D1:exonic:NM_017916.2 1 100 7 synonymous NM_017916.2c.612G>C p.(=) 0.16 0.04(COSM1162800)pre-RNA processing PIH1/Nop17rs12443 0.2331 YES 3.856E-1 (pos.49950356) ductal_carcinomaPIH1 domain-containing protein 1ATPase binding,R2TP complex,RNA polymerase I CORE element sequence-specific DNA binding,RNA polymerase I upstream control element sequence-specific DNA binding,box C/D snoRNP assembly,chromatin remodeling,cytoplasm,epithelial cell differentiation,establishment of protein localization to chromatin,histone binding,negative regulation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,negative regulation of histone H3-K9 dimethylation,negative regulation of histone H3-K9 trimethylation,negative regulation of histone H4-K16 acetylation,nucleolus,nucleus,phosphoprotein binding,positive regulation of TORC1 signaling,positive regulation of glucose mediated signaling pathway,positive regulation of histone H3-K9 acetylation,positive regulation of histone H4 acetylation,positive regulation of protein complex assembly,positive regulation of protein serine/threonine kinase activity,positive regulation of transcription of nuclear large rRNA transcript from RNA polymerase I promoter,pre-snoRNP C=0, G=24 C=0.0, G=1.0 0.00001 334.657 24 C=0/0, G=15/9

chr3:118909962 C/C T C SNV UPK1B UPK1B:intronic:NM_006952.3 1 100 intronic NM_006952.3c.468+11T>Cp.? -2.92 Tetraspanin familyrs3796356 0.033 YES 9.217E-1 (pos.118909962) Uroplakin 1Bapical plasma membrane,cell surface receptor signaling pathway,epithelial cell differentiation,extracellular exosome,integral component of membrane,integral component of plasma membrane,structural molecule activityT=0, C=30 T=0.0, C=1.0 0.00001 446.638 30 T=0/0, C=9/21

chr1:204403659 G/G A G SNV PIK3C2B PIK3C2B:exonic:NM_002646.3 1 100 25 synonymous NM_002646.3c.3594T>C p.(=) -1.02 0.05(COSM3750786)C2 domain,PI3-kinase family, ras-binding domain,PX domain,Phosphatidylinositol 3- and 4-kinase,Phosphoinositide 3-kinase C2,Phosphoinositide 3-kinase family, accessory domain (PIK domain)rs3747636 0.2181 YES 5.213E-1 (pos.204403659)adenocarcinoma,carcinomaPhosphatidylinositol 3-kinase, class 2, beta polypeptide1-phosphatidylinositol-3-kinase activity,1-phosphatidylinositol-4-phosphate 3-kinase activity,ATP binding,autophagosome organization,biological_process,cell migration,cellular response to starvation,cytoplasm,cytosol,endocytic vesicle,endoplasmic reticulum,intracellular,kinase activity,lipid kinase activity,nucleoplasm,phosphatidylinositol 3-kinase complex,phosphatidylinositol 3-kinase signaling,phosphatidylinositol binding,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-mediated signaling,plasma membrane,protein binding,protein kinase B signalingNeoplasm Metastasis;Neoplasms;Neoplastic ProcessesA=0, G=285 A=0.0, G=1.0 0.00001 4784.93 285 A=0/0, G=136/149

chr12:18435398 G/G GCCC G INDEL PIK3C2G PIK3C2G:exonic:NM_004570.5 3 100 2 nonframeshiftDeletion NM_004570.5c.385_387delCCCp.Pro129del 1.09, -0.5, 0.76, 1.24 C2 domain,PI3-kinase family, ras-binding domain,PX domain,Phosphatidylinositol 3- and 4-kinase,Phosphoinositide 3-kinase family, accessory domain (PIK domain)rs35277916,rs757362083,rs762537354,rs7964358170.3992 YES 0.0 (pos.18435397),0.0 (pos.18435401),2.704E-1 (pos.18435398)astrocytoma_Grade_IV,carcinomaPhosphatidylinositol 3-kinase, class 2, gamma1-phosphatidylinositol-3-kinase activity,1-phosphatidylinositol-4-phosphate 3-kinase activity,ATP binding,cell migration,chemotaxis,cytoplasm,cytosol,intracellular,kinase activity,phosphatidylinositol 3-kinase complex,phosphatidylinositol 3-kinase signaling,phosphatidylinositol binding,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphate kinase activity,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-mediated signaling,plasma membrane,viral RNA genome replicationGCCC=0, G=39GCCC=0.0, G=1.0 0.00001 629.632 39 GCCC=0/0, G=18/21

chr12:18435452 T/T C T SNV PIK3C2G PIK3C2G:exonic:NM_004570.5 1 100 2 missense NM_004570.5c.437C>T p.Pro146Leu 0.4 0.2 98 0.002 0.08(COSM3998726),0.08(COSM3998727),0.08(COSM5505524)C2 domain,PI3-kinase family, ras-binding domain,PX domain,Phosphatidylinositol 3- and 4-kinase,Phosphoinositide 3-kinase family, accessory domain (PIK domain)rs11044004 0.3993 YES 2.717E-1 (pos.18435452) acute_myeloid_leukaemia,carcinomaPhosphatidylinositol 3-kinase, class 2, gamma1-phosphatidylinositol-3-kinase activity,1-phosphatidylinositol-4-phosphate 3-kinase activity,ATP binding,cell migration,chemotaxis,cytoplasm,cytosol,intracellular,kinase activity,phosphatidylinositol 3-kinase complex,phosphatidylinositol 3-kinase signaling,phosphatidylinositol binding,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphate kinase activity,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-mediated signaling,plasma membrane,viral RNA genome replicationC=0, T=40 C=0.0, T=1.0 0.00001 644.278 40 C=0/0, T=17/23

chr3:119529113 T/T G T SNV NR1I2 NR1I2:intronic:NM_022002.2 1 100 intronic NM_022002.2c.448+72G>Tp.? -1.19 Ligand-binding domain of nuclear hormone receptor,Zinc finger, C4 type (two domains)rs3732356 YES Nuclear receptor subfamily 1, group I, member 2DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,drug binding,drug export,exogenous drug catabolic process,intermediate filament cytoskeleton,intracellular receptor signaling pathway,negative regulation of transcription, DNA-templated,nuclear body,nuclear receptor activity,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,steroid hormone mediated signaling pathway,steroid hormone receptor activity,steroid metabolic process,thyroid hormone receptor activity,transcription coactivator activity,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific binding,xenobiotic metabolic process,xenobiotic transport,zinc ion bindingAdenocarcinoma;Barrett Esophagus;Carcinoma;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Digestive System Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Fatty Liver;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Glucose Metabolism Disorders;Head and Neck Neoplasms;Hepatomegaly;Hyperbilirubinemia, Neonatal;Hyperinsulinism;Hypophosphatemia;Infant, Newborn, Diseases;Infertility;Infertility, Female;Insulin Resistance;Jaundice, Neonatal;Liver Diseases;Metabolic Diseases;Metabolic Syndrome X;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Glandular and Epithelial;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Osteosarcoma;OvernutritioDocetaxel,Erlotinib,Estradiol,Ethinyl Estradiol,Hyperforin,Myrrh,N-(2,2,2-TRIFLUOROETHYL)-N-{4-2,2,2-TRIFLUORO-1-HYDROXY-1-(TRIFLUOROMETHYL)ETHYLPHENYL}BENZENESULFONAMIDE,Paclitaxel,Prasterone,Rifampicin,Rifaximin,Rilpivirine,SR12813,Vitamin EG=0, T=70 G=0.0, T=1.0 0.00001 1092.09 70 G=0/0, T=22/48

chr3:119533773 C/C T C SNV NR1I2 NR1I2:intronic:NM_022002.2 1 100 intronic NM_022002.2c.912-53T>Cp.? -0.04 Ligand-binding domain of nuclear hormone receptor,Zinc finger, C4 type (two domains)rs6797879 YES Nuclear receptor subfamily 1, group I, member 2DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,drug binding,drug export,exogenous drug catabolic process,intermediate filament cytoskeleton,intracellular receptor signaling pathway,negative regulation of transcription, DNA-templated,nuclear body,nuclear receptor activity,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,steroid hormone mediated signaling pathway,steroid hormone receptor activity,steroid metabolic process,thyroid hormone receptor activity,transcription coactivator activity,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific binding,xenobiotic metabolic process,xenobiotic transport,zinc ion bindingAdenocarcinoma;Barrett Esophagus;Carcinoma;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Digestive System Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Fatty Liver;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Glucose Metabolism Disorders;Head and Neck Neoplasms;Hepatomegaly;Hyperbilirubinemia, Neonatal;Hyperinsulinism;Hypophosphatemia;Infant, Newborn, Diseases;Infertility;Infertility, Female;Insulin Resistance;Jaundice, Neonatal;Liver Diseases;Metabolic Diseases;Metabolic Syndrome X;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Glandular and Epithelial;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Osteosarcoma;OvernutritioDocetaxel,Erlotinib,Estradiol,Ethinyl Estradiol,Hyperforin,Myrrh,N-(2,2,2-TRIFLUOROETHYL)-N-{4-2,2,2-TRIFLUORO-1-HYDROXY-1-(TRIFLUOROMETHYL)ETHYLPHENYL}BENZENESULFONAMIDE,Paclitaxel,Prasterone,Rifampicin,Rifaximin,Rilpivirine,SR12813,Vitamin ET=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=5/15

chr3:178927410 A/G A G SNV PIK3CA PIK3CA:exonic:NM_006218.3 1 47.62 7 missense NM_006218.3c.1173A>G p.Ile391Met 1.3 0.5 10 0.011 0.56(COSM328028),0.56(COSM5019247)PI3-kinase family, p85-binding domain,PI3-kinase family, ras-binding domain,Phosphatidylinositol 3- and 4-kinase,Phosphoinositide 3-kinase C2,Phosphoinositide 3-kinase family, accessory domain (PIK domain)rs2230461 0.068 YES 0.0 (pos.178927410) adenocarcinoma,haemangioblastoma,plasma_cell_myelomaPhosphatidylinositol 3-kinase, catalytic, alpha polypeptide1-phosphatidylinositol-3-kinase activity,1-phosphatidylinositol-4-phosphate 3-kinase activity,ATP binding,ERBB2 signaling pathway,Fc-epsilon receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,G-protein coupled receptor signaling pathway,T cell costimulation,T cell receptor signaling pathway,activation of protein kinase activity,adaptive immune response,adipose tissue development,angiogenesis,anoikis,axon guidance,cardiac muscle contraction,cell chemotaxis,cellular response to glucose stimulus,cytoplasm,cytosol,endothelial cell migration,energy homeostasis,epidermal growth factor receptor signaling pathway,glucose metabolic process,hypomethylation of CpG island,inflammatory response,innate immune response,insulin receptor signaling pathway via phosphatidylinositol 3-kinase,insulin receptor substrate binding,interleukin-7-mediated signaling pathway,intracellular,kinase activity,lamellipodium,leukocyte migration,liver development,negative regulation of anoikis,negative regulaAbnormalities, Multiple;Adenocarcinoma;Adnexal Diseases;Autoimmune Diseases;Brain Diseases;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Carcinoma, Renal Cell;Carcinoma, Squamous Cell;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Colorectal Neoplasms, Hereditary Nonpolyposis;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, (1S,6BR,9AS,11R,11BR)-9A,11B-DIMETHYL-1-(METHYLOXY)METHYL-3,6,9-TRIOXO-1,6,6B,7,8,9,9A,10,11,11B-DECAHYDRO-3H-FURO4,3,2-DEINDENO4,5-H2BENZOPYRAN-11-YL ACETATE,Caffeine,Pilaralisib,XL765Benign A=22, G=20 A=0.5238, G=0.4762 0.00001 212.953 42 A=17/5, G=18/2

chr7:106508057 C/T C T SNV PIK3CG PIK3CG:exonic:NM_002649.3 1 58.33 2 synonymous NM_002649.3c.51C>T p.(=) 0.22 0.14(COSM5019583)PI3-kinase family, ras-binding domain,Phosphatidylinositol 3- and 4-kinase,Phosphoinositide 3-kinase C2,Phosphoinositide 3-kinase family, accessory domain (PIK domain)rs3729673 0.0451 YES 0.0 (pos.106508057) haemangioblastomaPhosphatidylinositol 3-kinase, catalytic, gamma1-phosphatidylinositol-3-kinase activity,1-phosphatidylinositol-4-phosphate 3-kinase activity,ATP binding,G-protein coupled receptor signaling pathway,T cell activation,T cell chemotaxis,T cell proliferation,adaptive immune response,angiogenesis,cellular response to cAMP,cytokine production,cytoplasm,cytosol,dendritic cell chemotaxis,endocytosis,ephrin receptor binding,hepatocyte apoptotic process,identical protein binding,inflammatory response,innate immune response,intracellular,kinase activity,mast cell degranulation,mast cell granule,membrane,natural killer cell chemotaxis,negative regulation of cardiac muscle contraction,negative regulation of fibroblast apoptotic process,negative regulation of triglyceride catabolic process,neutrophil chemotaxis,neutrophil extravasation,phosphatidylinositol 3-kinase activity,phosphatidylinositol 3-kinase complex, class IB,phosphatidylinositol 3-kinase signaling,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphatAutistic Disorder;Cardiomegaly;Cardiovascular Diseases;Child Development Disorders, Pervasive;Glioma;Heart Diseases;Heart Failure;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Medulloblastoma;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuromuscular Diseases;Peripheral Nervous System Diseases(1S,6BR,9AS,11R,11BR)-9A,11B-DIMETHYL-1-(METHYLOXY)METHYL-3,6,9-TRIOXO-1,6,6B,7,8,9,9A,10,11,11B-DECAHYDRO-3H-FURO4,3,2-DEINDENO4,5-H2BENZOPYRAN-11-YL ACETATE,(5E)-5-(2,2-DIFLUORO-1,3-BENZODIOXOL-5-YL)METHYLENE-1,3-THIAZOLIDINE-2,4-DIONE,1-methyl-3-naphthalen-2-yl-1H-pyrazolo3,4-dpyrimidin-4-amine,2-((9H-PURIN-6-YLTHIO)METHYL)-5-CHLORO-3-(2-METHOXYPHENYL)QUINAZOLIN-4(3H)-ONE,2-(4-Morpholinyl)-8-Phenyl-4h-1-Benzopyran-4-One,3-4-AMINO-1-(1-METHYLETHYL)-1H-PYRAZOLO3,4-DPYRIMIDIN-3-YLPHENOL,5,5-dimethyl-2-morpholin-4-yl-5,6-dihydro-1,3-benzothiazol-7(4H)-one,5-QUINOXALIN-6-YLMETHYLENE-THIAZOLIDINE-2,4-DIONE,Myricetin,N-(5-(4-CHLORO-3-(2-HYDROXY-ETHYLSULFAMOYL)- PHENYLTHIAZOLE-2-YL)-ACETAMIDE,Quercetin,Staurosporine,XL765C=10, T=14 C=0.4167, T=0.5833 0.00001 135.314 24 C=5/5, T=6/8

chr19:18279638 C/C T C SNV PIK3R2 PIK3R2:exonic:NM_005027.3 1 100 15 synonymous NM_005027.3c.1911T>C p.(=) -2.83 0.08(COSM4131467)Phosphatidylinositol 3-kinase regulatory subunit P85 inter-SH2 domain,RhoGAP domain,SH2 domainrs273269 0.1137 YES 9.309E-1 (pos.18279638) neoplasm Phosphatidylinositol 3-kinase, regulatory subunit 21-phosphatidylinositol-3-kinase activity,1-phosphatidylinositol-3-kinase regulator activity,Fc-epsilon receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,GTPase activator activity,T cell receptor signaling pathway,cellular glucose homeostasis,cellular response to insulin stimulus,cytosol,insulin receptor signaling pathway,interleukin-7-mediated signaling pathway,leukocyte migration,negative regulation of MAPK cascade,nucleus,phosphatidylinositol 3-kinase complex,phosphatidylinositol 3-kinase regulator activity,phosphatidylinositol 3-kinase signaling,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,phosphatidylinositol-mediated signaling,phosphotyrosine residue binding,positive regulation of GTPase activity,positive regulation of glucose import in response to insulin stimulus,positive regulation of protein kinase B signaling,positive reBrain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Hydrocephalus;Limb Deformities, Congenital;Malformations of Cortical Development;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;PolydactylyIsoprenaline,SF1126 T=0, C=33 T=0.0, C=1.0 0.00001 491.996 33 T=0/0, C=7/26

chr3:119904125 G/G A G SNV GPR156 GPR156:intronic:NM_153002.2 1 100 intronic NM_153002.2c.696+21T>Cp.? -1.7 7 transmembrane sweet-taste receptor of 3 GCPRrs902791 0.0834 YES 9.161E-1 (pos.119904125) G protein-coupled receptor 156G-protein coupled GABA receptor activity,G-protein coupled receptor signaling pathway,integral component of membrane,plasma membraneA=0, G=39 A=0.0, G=1.0 0.00001 623.98 39 A=0/0, G=15/24

chr3:119904315 C/C G C SNV GPR156 GPR156:intronic:NM_153002.2 1 100 intronic NM_153002.2c.601-74C>Gp.? -1.27 7 transmembrane sweet-taste receptor of 3 GCPRrs902792 YES G protein-coupled receptor 156G-protein coupled GABA receptor activity,G-protein coupled receptor signaling pathway,integral component of membrane,plasma membraneG=0, C=35 G=0.0, C=1.0 0.00001 543.902 35 G=0/0, C=4/31

chr3:119905641 A/A G A SNV GPR156 GPR156:intronic:NM_153002.2 1 100 intronic NM_153002.2c.475-11C>Tp.? 0.84 7 transmembrane sweet-taste receptor of 3 GCPRrs2319542 0.0835 YES 9.161E-1 (pos.119905641) G protein-coupled receptor 156G-protein coupled GABA receptor activity,G-protein coupled receptor signaling pathway,integral component of membrane,plasma membraneG=0, A=41 G=0.0, A=1.0 0.00001 664.677 41 G=0/0, A=18/23

chr3:120371414 A/A G A SNV HGD HGD:intronic:NM_000187.3 1 100 intronic NM_000187.3c.342+25C>Tp.? 0.3 homogentisate 1,2-dioxygenasers2551607 0.1029 YES 9.827E-1 (pos.120371414) Homogentisate 1,2-dioxygenase (homogentisate oxidase)L-phenylalanine catabolic process,cytosol,extracellular exosome,homogentisate 1,2-dioxygenase activity,identical protein binding,metal ion binding,oxidation-reduction process,protein binding,tyrosine catabolic process,tyrosine metabolic processAlkaptonuria;Amino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesG=0, A=46 G=0.0, A=1.0 0.00001 767.914 46 G=0/0, A=29/17

chr17:8725214 AG/AG A AG INDEL PIK3R6 PIK3R6:exonic:NM_001010855.3 1 100 18 unknown NM_001010855.3 4.81 Phosphoinositide 3-kinase gamma adapter protein p101 subunitrs397775164,rs56322041,rs8692119429.00E-04 1.0 (pos.8725214) basal_cell_carcinomaPhosphatidylinositol 3-kinase, regulatory subunit 61-phosphatidylinositol-3-kinase regulator activity,G-protein coupled receptor signaling pathway,angiogenesis,cytosol,membrane,phosphatidylinositol 3-kinase complex,phosphatidylinositol 3-kinase complex, class IB,phosphatidylinositol 3-kinase signaling,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,plasma membrane,platelet activation,positive regulation of MAP kinase activity,positive regulation of T cell differentiation,positive regulation of angiogenesis,protein binding,regulation of natural killer cell mediated cytotoxicity,regulation of phosphatidylinositol 3-kinase activityA=0, AG=94 A=0.0, AG=1.0 0.00001 916.913 94 A=0/0, AG=46/48

chr3:120833993 C/T C T SNV STXBP5L STXBP5L:intronic:NM_014980.2 1 56 intronic NM_014980.2c.605+87C>Tp.? -0.79 LLGL2,Lethal giant larvae(Lgl) like, C-terminal,WD domain, G-beta repeatrs16832111 YES Syntaxin-binding protein 5-likeGTPase activator activity,Rab GTPase binding,cytoplasm,exocytosis,glucose homeostasis,integral component of membrane,negative regulation of insulin secretion,plasma membrane,positive regulation of GTPase activity,positive regulation of protein secretion,protein transport,regulation of exocytosis,regulation of protein secretion,syntaxin binding,vesicle-mediated transportC=11, T=14 C=0.44, T=0.56 0.00001 134.35 25 C=9/2, T=4/10

chr3:121132268 A/A T A SNV STXBP5L STXBP5L:intronic:NM_014980.2 1 100 intronic NM_014980.2c.3186+98T>Ap.? 0.7 LLGL2,Lethal giant larvae(Lgl) like, C-terminal,WD domain, G-beta repeatrs9849118 YES Syntaxin-binding protein 5-likeGTPase activator activity,Rab GTPase binding,cytoplasm,exocytosis,glucose homeostasis,integral component of membrane,negative regulation of insulin secretion,plasma membrane,positive regulation of GTPase activity,positive regulation of protein secretion,protein transport,regulation of exocytosis,regulation of protein secretion,syntaxin binding,vesicle-mediated transportT=0, A=23 T=0.0, A=1.0 0.00001 316.744 23 T=0/0, A=7/16

chr2:209191082 A/A C A SNV PIKFYVE PIKFYVE:exonic:NM_015040.3 1 100 20 missense NM_015040.3c.3547C>A p.Gln1183Lys 2.57 1 53 0 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),FYVE zinc finger,Phosphatidylinositol-4-phosphate 5-Kinase,TCP-1/cpn60 chaperonin familyrs1529979 0.0184 YES 9.43E-1 (pos.209191082) Phosphatidylinositol kinase, FYVE-finger containing'de novo' protein folding,1-phosphatidylinositol-3-phosphate 5-kinase activity,1-phosphatidylinositol-4-phosphate 5-kinase activity,ATP binding,Golgi membrane,cell-cell junction,chaperone-mediated protein folding,cytosol,early endosome membrane,endosome membrane,intracellular,intracellular signal transduction,late endosome membrane,membrane raft,metal ion binding,myelin assembly,perinuclear region of cytoplasm,phosphatidylinositol 5-phosphate metabolic process,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3,5-bisphosphate 5-phosphatase activity,phosphatidylinositol-3-phosphate biosynthetic process,protein binding,protein binding involved in protein folding,protein localization to nucleus,receptor-mediated endocytosis,regulation of autophagosome assembly,retrograde transport, endosome to Golgi,unfolded protein binding,vesicle membrane,zinc ion bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, InbornBenign C=0, A=43 C=0.0, A=1.0 0.00001 705.678 43 C=0/0, A=21/22

chr2:209191099 C/C T C SNV PIKFYVE PIKFYVE:exonic:NM_015040.3 1 100 20 synonymous NM_015040.3c.3564T>C p.(=) -0.63 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),FYVE zinc finger,Phosphatidylinositol-4-phosphate 5-Kinase,TCP-1/cpn60 chaperonin familyrs1529978 1.00E-04 1.0 (pos.209191099) Phosphatidylinositol kinase, FYVE-finger containing'de novo' protein folding,1-phosphatidylinositol-3-phosphate 5-kinase activity,1-phosphatidylinositol-4-phosphate 5-kinase activity,ATP binding,Golgi membrane,cell-cell junction,chaperone-mediated protein folding,cytosol,early endosome membrane,endosome membrane,intracellular,intracellular signal transduction,late endosome membrane,membrane raft,metal ion binding,myelin assembly,perinuclear region of cytoplasm,phosphatidylinositol 5-phosphate metabolic process,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3,5-bisphosphate 5-phosphatase activity,phosphatidylinositol-3-phosphate biosynthetic process,protein binding,protein binding involved in protein folding,protein localization to nucleus,receptor-mediated endocytosis,regulation of autophagosome assembly,retrograde transport, endosome to Golgi,unfolded protein binding,vesicle membrane,zinc ion bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, InbornBenign T=0, C=46 T=0.0, C=1.0 0.00001 768.29 46 T=0/0, C=21/25

chr3:121353289 T/TA T TA INDEL HCLS1 HCLS1:intronic:NM_005335.5 1 57.14 intronic NM_005335.5c.692-24A>TAp.? 0.45 Repeat in HS1/Cortactin,SH3 domain,Variant SH3 domain Hematopoietic cell-specific Lyn substrate 1RNA polymerase II transcription factor binding,SH3 domain binding,actin binding,actin filament polymerization,cellular response to cytokine stimulus,cytoplasm,cytosol,erythrocyte differentiation,intracellular signal transduction,mitochondrion,negative regulation of leukocyte apoptotic process,negative regulation of transcription from RNA polymerase II promoter,nucleus,plasma membrane,positive regulation of actin cytoskeleton reorganization,positive regulation of cell proliferation,positive regulation of granulocyte differentiation,positive regulation of macrophage differentiation,positive regulation of peptidyl-serine phosphorylation,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of phosphatidylinositol 3-kinase signaling,positive regulation of protein kinase B signaling,positive regulation of transcription factor import into nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of tyrosine phosphorylation of STAT protein,protein bindingArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Joint Diseases;Kidney Diseases;Male Urogenital Diseases;Musculoskeletal Diseases;Nephritis;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Rheumatic Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesT=15, TA=20T=0.4286, TA=0.5714 0.00001 164.228 35 T=3/12, TA=2/18

chr3:121526037 T/G T G SNV IQCB1 IQCB1:intronic:NM_001023570.3 1 57.14 intronic NM_001023570.3c.587+154A>Cp.? -1.02 IQ calmodulin-binding motifrs4298081 YES IQ motif-containing protein B1calmodulin binding,centriole,centrosome,ciliary basal body-plasma membrane docking,cilium assembly,cytosol,enzyme binding,extracellular exosome,maintenance of animal organ identity,photoreceptor cell maintenance,photoreceptor connecting cilium,photoreceptor outer segment,protein bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Kidney Diseases;Kidney Diseases, Cystic;Leber Congenital Amaurosis;Male Urogenital Diseases;Nervous System Diseases;Neurodegenerative Diseases;Optic Atrophies, Hereditary;Optic Atrophy;Optic Nerve Diseases;Retinal Diseases;Urologic DiseasesT=9, G=12 T=0.4286, G=0.5714 0.00001 109.102 21 T=5/4, G=3/9

chr2:209214770 G/G A G SNV PIKFYVE PIKFYVE:exonic:NM_015040.3 1 100 36 synonymous NM_015040.3c.5397A>G p.(=) 1.69 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),FYVE zinc finger,Phosphatidylinositol-4-phosphate 5-Kinase,TCP-1/cpn60 chaperonin familyrs2118297 0.0184 YES 9.433E-1 (pos.209214770) Phosphatidylinositol kinase, FYVE-finger containing'de novo' protein folding,1-phosphatidylinositol-3-phosphate 5-kinase activity,1-phosphatidylinositol-4-phosphate 5-kinase activity,ATP binding,Golgi membrane,cell-cell junction,chaperone-mediated protein folding,cytosol,early endosome membrane,endosome membrane,intracellular,intracellular signal transduction,late endosome membrane,membrane raft,metal ion binding,myelin assembly,perinuclear region of cytoplasm,phosphatidylinositol 5-phosphate metabolic process,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3,5-bisphosphate 5-phosphatase activity,phosphatidylinositol-3-phosphate biosynthetic process,protein binding,protein binding involved in protein folding,protein localization to nucleus,receptor-mediated endocytosis,regulation of autophagosome assembly,retrograde transport, endosome to Golgi,unfolded protein binding,vesicle membrane,zinc ion bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, InbornBenign A=0, G=23 A=0.0, G=1.0 0.00001 316.724 23 A=0/0, G=9/14

chr2:209215586 G/G A G SNV PIKFYVE PIKFYVE:exonic:NM_015040.3 1 100 37 synonymous NM_015040.3c.5526A>G p.(=) -0.07 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),FYVE zinc finger,Phosphatidylinositol-4-phosphate 5-Kinase,TCP-1/cpn60 chaperonin familyrs994697 0.0184 YES 9.435E-1 (pos.209215586) Phosphatidylinositol kinase, FYVE-finger containing'de novo' protein folding,1-phosphatidylinositol-3-phosphate 5-kinase activity,1-phosphatidylinositol-4-phosphate 5-kinase activity,ATP binding,Golgi membrane,cell-cell junction,chaperone-mediated protein folding,cytosol,early endosome membrane,endosome membrane,intracellular,intracellular signal transduction,late endosome membrane,membrane raft,metal ion binding,myelin assembly,perinuclear region of cytoplasm,phosphatidylinositol 5-phosphate metabolic process,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3,5-bisphosphate 5-phosphatase activity,phosphatidylinositol-3-phosphate biosynthetic process,protein binding,protein binding involved in protein folding,protein localization to nucleus,receptor-mediated endocytosis,regulation of autophagosome assembly,retrograde transport, endosome to Golgi,unfolded protein binding,vesicle membrane,zinc ion bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, InbornBenign A=0, G=81 A=0.0, G=1.0 0.00001 1309.48 81 A=0/0, G=34/47

chr7:99971834 G/G A G SNV PILRA PILRA:exonic:NM_013439.2 1 100 2 missense NM_013439.2c.232A>G p.Arg78Gly 1.32 1 125 0 Immunoglobulin V-set domainrs1859788 0.3097 YES 3.842E-1;0.0 (pos.99971834) Paired immunoglobulin-like receptor, alphaMHC class I protein binding,extracellular exosome,integral component of membrane,plasma membrane,protein binding,regulation of immune response,signal transduction,transmembrane receptor protein tyrosine kinase signaling pathway,viral processA=0, G=59 A=0.0, G=1.0 0.00001 883.967 59 A=0/0, G=23/36

chr3:121836973 G/G GAG G INDEL CD86 CD86:intronic:NM_175862.4 2 100 intronic NM_175862.4c.893+33GAG>Gp.? 0.42, 2.06, 0.24 Immunoglobulin V-set domain,Immunoglobulin domainrs932089800 CD86 antigen (CD28 antigen ligand 2, B7-2 antigen)B cell activation,T cell activation,T cell costimulation,T cell proliferation involved in immune response,adaptive immune response,aging,cell surface,cell-cell signaling,cellular response to cytokine stimulus,cellular response to lipopolysaccharide,cellular response to metal ion,coreceptor activity,defense response to virus,external side of plasma membrane,extracellular exosome,immune response,integral component of membrane,intracellular membrane-bounded organelle,myeloid dendritic cell differentiation,negative regulation of T cell anergy,phosphatidylinositol phosphorylation,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,plasma membrane,positive regulation of T-helper 2 cell differentiation,positive regulation of activated T cell proliferation,positive regulation of cell proliferation,positive regulation of interleukin-2 biosynthetic process,positive regulation of interleukin-4 biosynthetic process,positive regulation of lymphotoxin A biosynthetic process,positive regulation of protein kinase B signaAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Blood Protein Disorders;Brain Diseases;Bronchial Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Dermatitis;Dermatitis, Contact;Digestive System Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Follicular;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Multiple Myeloma;Multiple Sclerosis;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nervous System Diseases;Paraproteinemias;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Vascular DiseasesAbatacept,Antithymocyte immunoglobulin (rabbit),BelataceptGAG=0, G=22GAG=0.0, G=1.0 0.00001 298.892 22 GAG=0/0, G=8/14

chr1:20977221 T/T A T SNV

PINK1,PINK

1-AS PINK1:utr_3:NM_032409.2, PINK1-AS:exonic_nc:NR_046507.1 1
100

8 utr_3 NM_032409.2, NR_046507.1c.1783A>T p.? -1.14 Protein kinase domain,Protein tyrosine kinasers686658 0.1207 YES 8.094E-1 (pos.20977221) PTEN-induced putative kinase 1ATP binding,C3HC4-type RING finger domain binding,Lewy body,TORC2 complex,TORC2 signaling,activation of protein kinase B activity,astrocyte projection,autophagy of mitochondrion,axon,calcium-dependent protein kinase activity,cell body,cellular response to hydrogen sulfide,cellular response to hypoxia,cellular response to oxidative stress,cellular response to toxic substance,chromatin,cytoplasm,cytoskeleton,cytosol,establishment of protein localization to mitochondrion,growth cone,integral component of mitochondrial outer membrane,intracellular signal transduction,kinase activity,macroautophagy,magnesium ion binding,maintenance of protein location in mitochondrion,membrane,mitochondrial inner membrane,mitochondrial intermembrane space,mitochondrial outer membrane,mitochondrial outer membrane translocase complex,mitochondrion,mitochondrion organization,mitochondrion to lysosome transport,negative regulation of JNK cascade,negative regulation of autophagosome assembly,negative regulation of autophagy of mitochonBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neuroblastoma;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, Peripheral;Neuromuscular Diseases;Parkinson Disease;Parkinsonian Disorders;Peripheral Nervous System DiseasesBenign A=0, T=47 A=0.0, T=1.0 0.00001 760.335 47 A=0/0, T=27/20

chr11:67263767 G/G A G SNV PITPNM1 PITPNM1:exonic:NM_004910.2 1 100 15 synonymous NM_004910.2c.2199T>C p.(=) -3.65 0.03(COSM4146208)DDHD domain,Phosphatidylinositol transfer proteinrs618633 0.0024 YES 9.799E-1 (pos.67263767) neoplasm Golgi cisterna membrane,brain development,cleavage furrow,cytoplasmic ribonucleoprotein granule,cytosol,endoplasmic reticulum membrane,intracellular,lipid droplet,lipid metabolic process,membrane,metal ion binding,midbody,phosphatidic acid binding,phosphatidylcholine binding,phosphatidylinositol binding,phosphatidylinositol biosynthetic process,phosphatidylinositol transporter activity,phospholipid transport,phototransduction,protein binding,protein transport,transportMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=0, G=38 A=0.0, G=1.0 0.00001 603.786 38 A=0/0, G=15/23

chr10:3200292 A/A G A SNV PITRM1 PITRM1:exonic:NM_001242307.1 1 100 11 missense NM_001242307.1c.1190C>T p.Ala397Val 5.41 0.14 64 0.005 Insulinase (Peptidase family M16),Peptidase M16 inactive domain,Peptidase M16C associatedrs3182535 0.2944 YES 5.921E-1 (pos.3200292) catalytic activity,enzyme activator activity,metal ion binding,metalloendopeptidase activity,mitochondrial matrix,mitochondrion,positive regulation of catalytic activity,proteolysisG=0, A=26 G=0.0, A=1.0 0.00001 371.417 26 G=0/0, A=13/13

chr10:3206027 G/G A G SNV PITRM1 PITRM1:exonic:NM_001242307.1 1 100 7 synonymous NM_001242307.1c.681T>C p.(=) -0.62 0.2(COSM5766533),0.2(COSM5766534),0.2(COSM5766535)Insulinase (Peptidase family M16),Peptidase M16 inactive domain,Peptidase M16C associatedrs4609511 0.2787 YES 5.946E-1;0.0 (pos.3206027)adenocarcinoma catalytic activity,enzyme activator activity,metal ion binding,metalloendopeptidase activity,mitochondrial matrix,mitochondrion,positive regulation of catalytic activity,proteolysisA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=14/6

chr3:122446642 C/T C T SNV PARP14 PARP14:intronic:NM_017554.2 1 56 intronic NM_017554.2c.4942-17C>Tp.? -0.09 Macro domain,Poly(ADP-ribose) polymerase catalytic domainrs2303883 0.1506 YES 1.226E-1 (pos.122446642) Poly(ADP-ribose) polymerase 14NAD+ ADP-ribosyltransferase activity,NAD+ binding,RNA binding,cytoplasm,cytosol,enzyme binding,membrane,negative regulation of gene expression,negative regulation of interferon-gamma-mediated signaling pathway,negative regulation of tyrosine phosphorylation of STAT protein,nucleus,positive regulation of interleukin-4-mediated signaling pathway,positive regulation of tyrosine phosphorylation of STAT protein,protein ADP-ribosylation,protein binding,protein poly-ADP-ribosylation,regulation of transcription, DNA-templated,transcription, DNA-templatedC=11, T=14 C=0.44, T=0.56 0.00001 134.318 25 C=11/0, T=8/6

chr3:122807995 A/A G A SNV PDIA5 PDIA5:intronic:NM_006810.3 1 100 intronic NM_006810.3c.43-20G>Ap.? -0.35 AhpC/TSA family,OST3 / OST6 family, transporter family,Thioredoxin,Thioredoxin-like domainrs772829092,rs836860 0.3915 YES 0.0;0.0 (pos.122807994),4.848E-1 (pos.122807995)Protein disulfide isomerase, family A, member 5IRE1-mediated unfolded protein response,cell,cell redox homeostasis,endoplasmic reticulum lumen,endoplasmic reticulum membrane,oxidation-reduction process,oxidoreductase activity,peptide disulfide oxidoreductase activity,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressG=0, A=57 G=0.0, A=1.0 0.00001 849.507 57 G=0/0, A=26/31

chr3:122843110 T/T G T SNV PDIA5 PDIA5:intronic:NM_006810.3 1 100 intronic NM_006810.3c.702-9G>T p.? -4.5 0.03(COSM4407071)AhpC/TSA family,OST3 / OST6 family, transporter family,Thioredoxin,Thioredoxin-like domainrs861375 0.2129 YES 5.042E-1 (pos.122843110)acute_myeloid_leukaemia,carcinoma,hepatocellular_carcinomaProtein disulfide isomerase, family A, member 5IRE1-mediated unfolded protein response,cell,cell redox homeostasis,endoplasmic reticulum lumen,endoplasmic reticulum membrane,oxidation-reduction process,oxidoreductase activity,peptide disulfide oxidoreductase activity,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressG=0, T=91 G=0.0, T=1.0 0.00001 1499.08 91 G=0/0, T=50/41

chr3:122843212 T/T C T SNV PDIA5 PDIA5:intronic:NM_006810.3 1 100 intronic NM_006810.3c.773+22C>Tp.? -1.65 AhpC/TSA family,OST3 / OST6 family, transporter family,Thioredoxin,Thioredoxin-like domainrs2305051 0.4167 YES 4.118E-1;0.0 (pos.122843212) Protein disulfide isomerase, family A, member 5IRE1-mediated unfolded protein response,cell,cell redox homeostasis,endoplasmic reticulum lumen,endoplasmic reticulum membrane,oxidation-reduction process,oxidoreductase activity,peptide disulfide oxidoreductase activity,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressC=0, T=101 C=0.0, T=1.0 0.00001 1579.75 101 C=0/0, T=42/59

chr3:122869041 T/T C T SNV PDIA5 PDIA5:intronic:NM_006810.3 1 100 intronic NM_006810.3c.1143-40C>Tp.? -0.64 AhpC/TSA family,OST3 / OST6 family, transporter family,Thioredoxin,Thioredoxin-like domainrs11720822 0.0734 YES 3.577E-4 (pos.122869041) Protein disulfide isomerase, family A, member 5IRE1-mediated unfolded protein response,cell,cell redox homeostasis,endoplasmic reticulum lumen,endoplasmic reticulum membrane,oxidation-reduction process,oxidoreductase activity,peptide disulfide oxidoreductase activity,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressC=0, T=22 C=0.0, T=1.0 0.00001 294.669 22 C=0/0, T=15/7

chr3:122869053 A/A G A SNV PDIA5 PDIA5:intronic:NM_006810.3 1 100 intronic NM_006810.3c.1143-28G>Ap.? -0.09 AhpC/TSA family,OST3 / OST6 family, transporter family,Thioredoxin,Thioredoxin-like domainrs11720885 0.0754 YES 3.577E-4;0.0 (pos.122869053) Protein disulfide isomerase, family A, member 5IRE1-mediated unfolded protein response,cell,cell redox homeostasis,endoplasmic reticulum lumen,endoplasmic reticulum membrane,oxidation-reduction process,oxidoreductase activity,peptide disulfide oxidoreductase activity,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stressG=0, A=24 G=0.0, A=1.0 0.00001 334.759 24 G=0/0, A=15/9

chr3:123037047 C/C A C SNV ADCY5 ADCY5:intronic:NM_183357.2 1 100 intronic NM_183357.2c.2257-83T>Gp.? -0.34 Adenylate and Guanylate cyclase catalytic domain,Adenylyl cyclase N-terminal extracellular and transmembrane region,Domain of Unknown Function (DUF1053)rs4327330 Adenylate cyclase-5ATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenosine receptor signaling pathway,adenylate cyclase activity,adenylate cyclase binding,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-activating dopamine receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting dopamine receptor signaling pathway,cAMP biosynthetic process,cGMP biosynthetic process,cellular response to forskolin,cellular response to glucagon stimulus,cilium,cyclic nucleotide biosynthetic process,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,intermediate filament cytoskeleton,intracellular,intracellular signal transduction,locomotory behavior,metal ion binding,neuromuscular process controlling balance,nucleotide binding,phosphorus-oxygen lyase activity,plasma membrane,positive regulation of cytBone Diseases;Bone Diseases, Metabolic;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Chorea;Diabetes Mellitus;Diabetes Mellitus, Type 2;Dyskinesias;Endocrine System Diseases;Glucose Metabolism Disorders;Heart Diseases;Hypertension;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Metabolic Diseases;Movement Disorders;Musculoskeletal Diseases;Myokymia;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Osteoporosis;Vascular Diseases;Ventricular Dysfunction;Ventricular Dysfunction, Left2',5'-DIDEOXY-ADENOSINE 3'-MONOPHOSPHATE,ColforsinA=0, C=36 A=0.0, C=1.0 0.00001 563.744 36 A=0/0, C=24/12

chr10:3180227 T/C T C SNV PITRM1 PITRM1:exonic:NM_001242307.1 1 97.06 27 missense NM_001242307.1c.3113A>G p.Gln1038Arg 0.77 1 43 0 0.09(COSM4144640),0.09(COSM4144641),0.09(COSM4144642)Insulinase (Peptidase family M16),Peptidase M16 inactive domain,Peptidase M16C associatedrs6901 0.2898 YES 7.596E-1 (pos.3180227) acute_myeloid_leukaemia,neoplasmcatalytic activity,enzyme activator activity,metal ion binding,metalloendopeptidase activity,mitochondrial matrix,mitochondrion,positive regulation of catalytic activity,proteolysisT=1, C=33 T=0.0294, C=0.9706 0.00001 492.881 34 T=1/0, C=23/10

chr10:3180298 C/T C T SNV PITRM1 PITRM1:exonic:NM_001242307.1 1 57.58 27 synonymous NM_001242307.1c.3042G>A p.(=) 2.02 0.87(COSM5619302),0.87(COSM5619303),0.87(COSM5619304)Insulinase (Peptidase family M16),Peptidase M16 inactive domain,Peptidase M16C associatedrs10175,rs750428854 0.2717 YES 1.812E-1 (pos.3180298) ductal_carcinoma catalytic activity,enzyme activator activity,metal ion binding,metalloendopeptidase activity,mitochondrial matrix,mitochondrion,positive regulation of catalytic activity,proteolysisC=14, T=19 C=0.4242, T=0.5758 0.00001 204.394 33 C=10/4, T=12/7

chr10:3189380 T/T C T SNV

PITRM1,PIT

RM1-AS1 PITRM1:exonic:NM_001242307.1, PITRM1-AS1:exonic_nc:NR_038284.11
100

20 synonymous NM_001242307.1, NR_038284.1c.2301G>A p.(=) -0.49 0.1(COSM3997953),0.1(COSM3997954),0.1(COSM3997955)Insulinase (Peptidase family M16),Peptidase M16 inactive domain,Peptidase M16C associatedrs3740607 0.4921 YES 6.891E-1 (pos.3189380) acute_myeloid_leukaemia catalytic activity,enzyme activator activity,metal ion binding,metalloendopeptidase activity,mitochondrial matrix,mitochondrion,positive regulation of catalytic activity,proteolysisC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=7/15

chr12:130839165 G/A G A SNV PIWIL1 PIWIL1:exonic:NM_004764.4 1 50 10 synonymous NM_004764.4c.1128G>A p.(=) -0.03 0.06(COSM3753049)Argonaute linker 1 domain,GAGE protein,PAZ domain,Piwi domainrs10848087 0.1929 YES 1.069E-1 (pos.130839165)acute_myeloid_leukaemia,adenocarcinoma,neoplasmPiwi, Drosophila, homolog ofP granule,RNA phosphodiester bond hydrolysis, endonucleolytic,chromatoid body,cytoplasm,dense body,endoribonuclease activity,gene silencing by RNA,mRNA binding,mRNA cap binding complex,meiotic cell cycle,metal ion binding,multicellular organism development,negative regulation of transposition,nucleus,piRNA binding,piRNA metabolic process,polysome,protein binding,protein kinase binding,regulation of translation,single-stranded RNA binding,spermatid development,spermatogenesis,spermatogenesis, exchange of chromosomal proteinsMental Disorders;Substance-Related DisordersG=13, A=13 G=0.5, A=0.5 0.00001 119.162 26 G=7/6, A=9/4

chr22:25145453 T/T C T SNV PIWIL3 PIWIL3:exonic:NM_001008496.3 1 100 11 missense NM_001008496.3c.1252G>A p.Val418Met 1.78 1 21 0 PAZ domain,Piwi domainrs1892723 0.085 YES 9.369E-1 (pos.25145453) PIWI-like 3 RNA binding,cell differentiation,cytoplasm,gene silencing by RNA,meiotic cell cycle,multicellular organism development,nucleic acid binding,regulation of translation,spermatogenesisGenital Diseases, Male;Infertility;Infertility, Male;Male Urogenital Diseases;OligospermiaC=0, T=108 C=0.0, T=1.0 0.00001 1700.01 108 C=0/0, T=76/32

chr3:123652476 A/A G A SNV CCDC14 CCDC14:intronic:NM_022757.4 1 100 intronic NM_022757.4c.1447+44C>Tp.? 0.92 Coiled-coil domain-containing protein 14rs6784695 0.2379 YES 9.041E-1 (pos.123652476) Coiled-coil domain-containing protein 14centriolar satellite,centrosome,protein binding,protein localization to centrosome,substantia nigra developmentG=0, A=23 G=0.0, A=1.0 0.00001 313.857 23 G=0/0, A=10/13

chr3:124113929 T/T A T SNV KALRN KALRN:intronic:NM_001024660.4 1 100 intronic NM_001024660.4c.1957-53A>Tp.? -0.03 CRAL/TRIO domain,Divergent CRAL/TRIO domain,Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,PH domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domain,SH3-RhoGEF linking unstructured region,Spectrin repeatrs482285 0.1622 YES Kalirin ATP binding,G-protein coupled receptor signaling pathway,GTPase activator activity,Rac guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,Rho protein signal transduction,actin cytoskeleton,adult locomotory behavior,behavioral fear response,behavioral response to cocaine,behavioral response to formalin induced pain,cytosol,ephrin receptor signaling pathway,extracellular exosome,guanyl-nucleotide exchange factor activity,habituation,intracellular signal transduction,lactation,maternal behavior,maternal process involved in parturition,memory,metal ion binding,negative regulation of growth hormone secretion,nervous system development,neuromuscular junction development,nucleoplasm,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of dendritic spine morphogenesis,positive regulation of long-term synaptic potentiation,postsynaptic density,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kiA=0, T=35 A=0.0, T=1.0 0.00001 543.903 35 A=0/0, T=17/18

chr7:47913579 C/C T C SNV PKD1L1 PKD1L1:exonic:NM_138295.4 1 100 24 missense NM_138295.4c.3814A>G p.Lys1272Glu -1.96 1 56 0 PKD domain,PLAT/LH2 domain,Polycystin cation channel,REJ domainrs1470859,rs386712932 0.1722 YES 9.813E-1 (pos.47913579) Polycystin 1L1calcium channel activity,calcium channel complex,calcium ion transmembrane transport,cell-cell adhesion,ciliary membrane,cilium,detection of mechanical stimulus,detection of nodal flow,integral component of membrane,left/right axis specification,membrane,non-motile cilium,protein bindingT=0, C=26 T=0.0, C=1.0 0.00001 370.783 26 T=0/0, C=10/16

chr16:81142257 C/C T C SNV PKD1L2 PKD1L2:exonic:NM_052892.3 1 100 43 synonymous NM_052892.3c.7127A>G p.(=) -0.05 Ion transport protein,Polycystin cation channelrs1869348 0.4581 YES 6.427E-1 (pos.81142257) Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneT=0, C=26 T=0.0, C=1.0 0.00001 371.409 26 T=0/0, C=17/9

chr3:124692785 T/T C T SNV HEG1 HEG1:intronic:NM_020733.1 1 100 intronic NM_020733.1c.3822-36G>Ap.? 1.57 Calcium-binding EGF domain,EGF-like domainrs2270779 0.4053 YES 7.888E-1 (pos.124692785) Heart of glass, zebrafish, homolog of, 1calcium ion binding,cardiac atrium morphogenesis,cardiac muscle tissue growth,cell-cell junction,cell-cell junction assembly,endothelial cell morphogenesis,external side of plasma membrane,extracellular region,heart development,in utero embryonic development,integral component of membrane,lung development,lymph circulation,lymph vessel development,multicellular organism growth,pericardium development,positive regulation of fibroblast growth factor production,post-embryonic development,protein binding,regulation of body fluid levels,vasculogenesis,venous blood vessel morphogenesis,ventricular septum development,ventricular trabecula myocardium morphogenesisEar Diseases;Hearing Disorders;Hearing Loss;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersC=0, T=72 C=0.0, T=1.0 0.00001 1130.95 72 C=0/0, T=21/51

chr16:81145807 G/G C G SNV PKD1L2 PKD1L2:exonic:NM_052892.3 1 100 41 missense NM_052892.3c.6944G>C p.Met2314Ile 0.11 10 Ion transport protein,Polycystin cation channelrs8054182 0.0055 YES 7.827E-1 (pos.81145807) Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneC=0, G=63 C=0.0, G=1.0 0.00001 958.911 63 C=0/0, G=27/36

chr16:81151122 C/C A C SNV PKD1L2 PKD1L2:exonic:NM_052892.3 1 100 40 missense NM_052892.3c.6626T>G p.Ser2208Arg 1.91 110 Ion transport protein,Polycystin cation channelrs4889238 0 1.0 (pos.81151122) Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneA=0, C=32 A=0.0, C=1.0 0.00001 485.09 32 A=0/0, C=20/12

chr16:81161578 A/A G A SNV PKD1L2 PKD1L2:exonic:NM_052892.3 1 100 36 missense NM_052892.3c.6137C>T p.Pro2046Leu 6.63 98 Ion transport protein,Polycystin cation channelrs7206183 0.3083 YES 5.296E-1 (pos.81161578) Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneG=0, A=67 G=0.0, A=1.0 0.00001 1005.2 67 G=0/0, A=28/39

chr16:81185416 G/G A G SNV PKD1L2 PKD1L2:exonic:NM_052892.3 1 100 27 synonymous NM_052892.3c.4509T>C p.(=) 0.92 rs8061038 0.0011 YES 9.998E-1 (pos.81185416) Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneA=0, G=85 A=0.0, G=1.0 0.00001 1360.69 85 A=0/0, G=48/37

chr16:81181821 T/C T C SNV PKD1L2 PKD1L2:exonic:NM_052892.3 1 56 29 missense NM_052892.3c.4895A>G p.Asp1632Gly 0.15 94 0(COSM4129390) rs9921812 0.0565 YES 1.303E-1 (pos.81181821) neoplasm Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneT=11, C=14 T=0.44, C=0.56 0.00001 133.957 25 T=3/8, C=6/8

chr16:81232275 G/A G A SNV PKD1L2 PKD1L2:exonic:NM_052892.3 1 50 7 missense NM_052892.3c.1535C>T p.Pro512Leu 1.93 98 Galactose binding lectin domain,Lectin C-type domain,REJ domainrs7205673 0.2073 YES 9.566E-1 (pos.81232275) Polycystin 1-like 2calcium channel activity,calcium ion binding,calcium ion transmembrane transport,carbohydrate binding,detection of mechanical stimulus,integral component of membrane,membraneG=38, A=38 G=0.5, A=0.5 0.00001 394.963 76 G=19/19, A=21/17

chr16:72011181 T/T G T SNV PKD1L3 PKD1L3:exonic:NM_181536.1 1 100 11 missense NM_181536.1c.1713C>A p.His571Gln 0.74 24 0.11(COSM973416)GPCR proteolysis site, GPS, motif,Ion transport protein,Lectin C-type domain,PLAT/LH2 domain,Polycystin cation channelrs1559401 0.2153 YES 6.977E-1;0.0 (pos.72011181)endometrioid_carcinomaPolycystin 1-like 3calcium channel activity,calcium ion transmembrane transport,carbohydrate binding,cation channel activity,cation channel complex,cation transmembrane transporter activity,cation transport,cell surface,cellular response to acidic pH,detection of chemical stimulus involved in sensory perception of sour taste,detection of mechanical stimulus,extracellular exosome,kidney development,plasma membrane,protein binding,receptor complex,sensory perception of sour taste,sour taste receptor activityCalcium Citrate,Calcium PhosphateG=0, T=94 G=0.0, T=1.0 0.00001 1576.09 94 G=0/0, T=55/39

chr16:72011193 C/C A C SNV PKD1L3 PKD1L3:exonic:NM_181536.1 1 100 11 synonymous NM_181536.1c.1701T>G p.(=) -1.76 0.01(COSM973417)GPCR proteolysis site, GPS, motif,Ion transport protein,Lectin C-type domain,PLAT/LH2 domain,Polycystin cation channelrs1559400 0.2153 YES 6.994E-1 (pos.72011193) adenocarcinoma,endometrioid_carcinomaPolycystin 1-like 3calcium channel activity,calcium ion transmembrane transport,carbohydrate binding,cation channel activity,cation channel complex,cation transmembrane transporter activity,cation transport,cell surface,cellular response to acidic pH,detection of chemical stimulus involved in sensory perception of sour taste,detection of mechanical stimulus,extracellular exosome,kidney development,plasma membrane,protein binding,receptor complex,sensory perception of sour taste,sour taste receptor activityCalcium Citrate,Calcium PhosphateA=0, C=96 A=0.0, C=1.0 0.00001 1615.78 96 A=0/0, C=55/41

chr16:71967927 C/T C T SNV PKD1L3 PKD1L3:exonic:NM_181536.1 1 53.49 28 missense NM_181536.1c.4711G>A p.Arg1570His 0.14 29 0.04(COSM4418645)GPCR proteolysis site, GPS, motif,Ion transport protein,Lectin C-type domain,PLAT/LH2 domain,Polycystin cation channelrs17358402 0.2747 YES 4.47E-2 (pos.71967927) acute_myeloid_leukaemiaPolycystin 1-like 3calcium channel activity,calcium ion transmembrane transport,carbohydrate binding,cation channel activity,cation channel complex,cation transmembrane transporter activity,cation transport,cell surface,cellular response to acidic pH,detection of chemical stimulus involved in sensory perception of sour taste,detection of mechanical stimulus,extracellular exosome,kidney development,plasma membrane,protein binding,receptor complex,sensory perception of sour taste,sour taste receptor activityCalcium Citrate,Calcium PhosphateC=20, T=23 C=0.4651, T=0.5349 0.00001 261.021 43 C=13/7, T=8/15

chr3:126138778 T/C T C SNV CFAP100 CFAP100:intronic:NM_182628.2 1 97.56 intronic NM_182628.2c.914-45T>Cp.? -0.25 Domain of unknown function (DUF4200)rs2271630 0.0737 YES 5.97E-1 (pos.126138778) axonemal outer doublet,cilium movement,cytoplasm,dynein complex binding,inner dynein arm assembly,motile cilium,regulation of microtubule motor activityT=2, C=80 T=0.0244, C=0.9756 0.00001 1259.88 82 T=2/0, C=43/37

chr3:126158622 A/C A C SNV ZXDC ZXDC:intronic:NM_025112.4 1 47.37 intronic NM_025112.4c.2395-52T>Gp.? -1.74 Zinc finger, C2H2 typers1799404 0.4942 YES 5.211E-1 (pos.126158622) ZCD family zinc finger protein CC2H2 zinc finger domain binding,DNA binding transcription factor activity,LRR domain binding,cellular_component,metal ion binding,nucleic acid binding,nucleus,positive regulation of transcription, DNA-templated,protein binding,transcription, DNA-templatedA=20, C=18 A=0.5263, C=0.4737 0.00001 184.53 38 A=2/18, C=2/16

chr3:126218167 A/A G A SNV UROC1 UROC1:intronic:NM_001165974.1 1 100 intronic NM_001165974.1c.1496+13C>Tp.? -2.25 Urocanase C-terminal domain,Urocanase N-terminal domain,Urocanase Rossmann-like domainrs1168595 0.2983 YES 2.617E-1;0.0 (pos.126218167) Urocanase domain-containing protein 1cytosol,histidine catabolic process,histidine catabolic process to glutamate and formamide,histidine catabolic process to glutamate and formate,urocanate hydratase activityAmino Acid Metabolism, Inborn Errors;Ataxia;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Intellectual Disability;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic DiseasesG=0, A=35 G=0.0, A=1.0 0.00001 543.903 35 G=0/0, A=27/8

chr5:137244517 A/A G A SNV PKD2L2 PKD2L2:exonic:NM_014386.3 1 100 8 missense NM_014386.3c.1210G>A p.Val404Ile 4.45 0.14 29 0 0.83(COSM4407136),0.83(COSM4407137)Ion transport protein,Polycystin cation channelrs1880458 0.2222 YES 9.671E-1 (pos.137244517)hepatocellular_carcinomaPolycystin 2-like 2biological_process,calcium channel activity,calcium ion binding,calcium ion transmembrane transport,detection of mechanical stimulus,integral component of membraneG=0, A=124 G=0.0, A=1.0 0.00001 2013.87 124 G=0/0, A=68/56

chr3:126365127 CT/CT C CT INDEL TXNRD3 TXNRD3:intronic:NM_052883.1 1 100 intronic NM_052883.1c.305-64G>AGp.? 0.11 FAD binding domain,Glutaredoxin,Pyridine nucleotide-disulphide oxidoreductase,Pyridine nucleotide-disulphide oxidoreductase, dimerisation domainrs11453652,rs199565566,rs896697173YES Thioredoxin reductase 3cell,cell differentiation,cell redox homeostasis,cellular oxidant detoxification,cytosol,electron transfer activity,electron transport chain,endoplasmic reticulum,flavin adenine dinucleotide binding,mitochondrion,multicellular organism development,nucleoplasm,nucleus,protein disulfide oxidoreductase activity,response to oxygen radical,spermatogenesis,thioredoxin-disulfide reductase activityC=0, CT=26 C=0.0, CT=1.0 0.00001 376.421 26 C=0/0, CT=6/20

chr3:12660291 T/T C T SNV RAF1 RAF1:intronic:NM_002880.3 1 100 intronic NM_002880.3c.-25-45G>Ap.? -0.27 Kinase-like,Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase domain,Protein tyrosine kinase,Raf-like Ras-binding domainrs3729926 YES Oncogene RAF1ATP binding,Golgi apparatus,MAP kinase kinase kinase activity,MAPK cascade,activation of MAPKK activity,activation of adenylate cyclase activity,apoptotic process,cell differentiation,cell proliferation,cytoplasm,cytosol,death-inducing signaling complex assembly,enzyme binding,face development,heart development,identical protein binding,insulin secretion involved in cellular response to glucose stimulus,intermediate filament cytoskeleton organization,intracellular,intracellular signal transduction,ion transmembrane transport,kinase activity,metal ion binding,mitochondrial outer membrane,mitogen-activated protein kinase kinase binding,multicellular organism development,negative regulation of apoptotic process,negative regulation of cell proliferation,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of protein complex assembly,negative regulation of signal transducAbnormalities, Multiple;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Astrocytoma;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glioma;Heart Defects, Congenital;Heart Diseases;Heart Valve Diseases;Hyperalgesia;Hyperpigmentation;Kidney Diseases;Kidney Neoplasms;LEOPARD Syndrome;Lentigo;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Melanosis;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, GlanDabrafenib,LErafAON,Regorafenib,Sorafenib,XL281,iCo-007C=0, T=42 C=0.0, T=1.0 0.00001 684.888 42 C=0/0, T=21/21

chr3:126739291 C/C T C SNV PLXNA1 PLXNA1:intronic:NM_032242.3 1 100 intronic NM_032242.3c.4038+104T>Cp.? -1.34 IPT/TIG domain,Plexin cytoplasmic RasGAP domain,Plexin repeat,Sema domainrs6439030 YES Plexin A1 (NOV transmembrane protein)branchiomotor neuron axon guidance,dichotomous subdivision of terminal units involved in salivary gland branching,extracellular exosome,integral component of membrane,multicellular organism development,neuron projection extension,plasma membrane,receptor activity,regulation of axon extension involved in axon guidance,regulation of smooth muscle cell migration,semaphorin receptor activity,semaphorin receptor complex,semaphorin-plexin signaling pathwayT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=12/12

chr3:1269763 A/G A G SNV CNTN6 CNTN6:intronic:NM_014461.3 1 50 intronic NM_014461.3c.358+86A>Gp.? -0.4 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs60719807 YES Contactin 6 Notch binding,Notch signaling pathway,anchored component of membrane,cell adhesion,central nervous system development,integral component of membrane,neuron differentiation,plasma membrane,positive regulation of Notch signaling pathwayAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and EpithelialA=73, G=73 A=0.5, G=0.5 0.00001 814.241 146 A=44/29, G=31/42

chr3:127339736 C/T C T SNV MCM2 MCM2:intronic:NM_004526.3 1 50 intronic NM_004526.3c.2448+13C>Tp.? -3.41 AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA),MCM N-terminal domain,MCM OB domain,MCM2/3/5 family,Magnesium chelatase, subunit ChlI,Mini-chromosome maintenance protein 2rs369690515 2.00E-04 3.486E-4 (pos.127339736) Minichromosome maintenance deficient, S. cerevisiae, 2, homolog of (mitotin),Minichromosome maintenance deficient, S. cerevisiae, homolog of, 7ATP binding,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA replication,DNA replication initiation,DNA replication origin binding,DNA unwinding involved in DNA replication,G1/S transition of mitotic cell cycle,MCM complex,apoptotic process,cellular response to interleukin-4,chromatin,cochlea development,cytoplasm,cytosol,enzyme binding,histone binding,metal ion binding,microtubule cytoskeleton,nuclear chromosome, telomeric region,nuclear origin of replication recognition complex,nucleolus,nucleoplasm,nucleosome assembly,nucleus,protein bindingColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by SiteC=59, T=59 C=0.5, T=0.5 0.00001 615.48 118 C=17/42, T=27/32

chr5:137259179 C/C T C SNV PKD2L2 PKD2L2:exonic:NM_014386.3 1 100 10 missense NM_014386.3c.1520T>C p.Leu507Pro 1.12 0.5 98 0 Ion transport protein,Polycystin cation channelrs12187140 2.00E-04 1.0 (pos.137259179) Polycystin 2-like 2biological_process,calcium channel activity,calcium ion binding,calcium ion transmembrane transport,detection of mechanical stimulus,integral component of membraneT=0, C=30 T=0.0, C=1.0 0.00001 445.048 30 T=0/0, C=18/12

chr6:51924774 G/G A G SNV PKHD1 PKHD1:exonic:NM_138694.3 1 100 15 synonymous NM_138694.3c.1185T>C p.(=) 0.39 G8 domain,IPT/TIG domain,Right handed beta helix regionrs1896976 9.00E-04 YES 1.0 (pos.51924774) Fibrocystin anchored component of external side of plasma membrane,apical plasma membrane,cell-cell adhesion,cellular calcium ion homeostasis,centrosome,chromosome, centromeric region,ciliary basal body,cilium,cilium assembly,cytoplasm,extracellular exosome,homeostatic process,integral component of membrane,kidney development,mitotic spindle,negative regulation of NF-kappaB transcription factor activity,negative regulation of apoptotic process,negative regulation of cellular component movement,negative regulation of protein kinase B signaling,perinuclear region of cytoplasm,positive regulation of cell proliferation,protein binding,receptor activity,regulation of ERK1 and ERK2 cascade,regulation of TOR signaling,regulation of centrosome duplicationCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Polycystic Kidney Diseases;Polycystic Kidney, Autosomal Recessive;Urologic DiseasesBenign A=0, G=157 A=0.0, G=1.0 0.00001 2522.71 157 A=0/0, G=80/77

chr6:51875250 A/C A C SNV PKHD1 PKHD1:exonic:NM_138694.3 1 97.06 35 missense NM_138694.3c.5608T>G p.Leu1870Val 5.05 1 32 0 G8 domain,IPT/TIG domain,Right handed beta helix regionrs2435322 9.00E-04 YES 1.0 (pos.51875250) Fibrocystin anchored component of external side of plasma membrane,apical plasma membrane,cell-cell adhesion,cellular calcium ion homeostasis,centrosome,chromosome, centromeric region,ciliary basal body,cilium,cilium assembly,cytoplasm,extracellular exosome,homeostatic process,integral component of membrane,kidney development,mitotic spindle,negative regulation of NF-kappaB transcription factor activity,negative regulation of apoptotic process,negative regulation of cellular component movement,negative regulation of protein kinase B signaling,perinuclear region of cytoplasm,positive regulation of cell proliferation,protein binding,receptor activity,regulation of ERK1 and ERK2 cascade,regulation of TOR signaling,regulation of centrosome duplicationCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Polycystic Kidney Diseases;Polycystic Kidney, Autosomal Recessive;Urologic DiseasesBenign A=1, C=33 A=0.0294, C=0.9706 0.00001 498.046 34 A=1/0, C=16/17

chr3:128840034 C/C T C SNV

ISY1-

RAB43,RAB4

3 RAB43:intronic:NM_001204886.1, ISY1-RAB43:intronic:NM_001204890.11

100

intronic NM_001204886.1, NM_001204890.1c.204+95A>G, c.851+8897A>Gp.?, p.? -0.52 ADP-ribosylation factor family,Isy1-like splicing family,Ras family,Ras of Complex, Roc, domain of DAPkinasers9865992 YES GTP binding,GTPase activity,Golgi apparatus,Golgi organization,Prp19 complex,RNA binding,catalytic step 1 spliceosome,catalytic step 2 spliceosome,endosome,extracellular exosome,first spliceosomal transesterification activity,generation of catalytic spliceosome for second transesterification step,mRNA 3'-splice site recognition,mRNA splicing, via spliceosome,nucleoplasm,phagocytic vesicle,phagocytic vesicle membrane,phagosome maturation,post-mRNA release spliceosomal complex,post-spliceosomal complex,protein binding,retrograde transport, plasma membrane to Golgi,toxin transport,trans-Golgi network membrane,transcription-coupled nucleotide-excision repair,virion assemblyT=0, C=39 T=0.0, C=1.0 0.00001 623.968 39 T=0/0, C=15/24

chr3:128877521 T/T C T SNV

ISY1,ISY1-

RAB43 ISY1-RAB43:intronic:NM_001204890.1, ISY1:intronic:NM_001199469.11
100

intronic NM_001204890.1, NM_001199469.1c.27-119G>A, c.27-119G>Ap.?, p.? -1.43 Isy1-like splicing familyrs4452346 YES ISY1 splicing factor, S. cerevisiae, homolog ofPrp19 complex,RNA binding,catalytic step 1 spliceosome,catalytic step 2 spliceosome,first spliceosomal transesterification activity,generation of catalytic spliceosome for second transesterification step,mRNA 3'-splice site recognition,mRNA splicing, via spliceosome,nucleoplasm,post-mRNA release spliceosomal complex,post-spliceosomal complex,protein binding,transcription-coupled nucleotide-excision repairC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=12/10

chr6:51732807 C/T C T SNV PKHD1 PKHD1:exonic:NM_138694.3 1 53.33 48 synonymous NM_138694.3c.7587G>A p.(=) -1.56 0.06(COSM1179827),0.06(COSM1179828)G8 domain,IPT/TIG domain,Right handed beta helix regionrs12210295 0.3685 YES 1.22E-1;0.0 (pos.51732807)adenoma,haemangioblastoma,neoplasmFibrocystin anchored component of external side of plasma membrane,apical plasma membrane,cell-cell adhesion,cellular calcium ion homeostasis,centrosome,chromosome, centromeric region,ciliary basal body,cilium,cilium assembly,cytoplasm,extracellular exosome,homeostatic process,integral component of membrane,kidney development,mitotic spindle,negative regulation of NF-kappaB transcription factor activity,negative regulation of apoptotic process,negative regulation of cellular component movement,negative regulation of protein kinase B signaling,perinuclear region of cytoplasm,positive regulation of cell proliferation,protein binding,receptor activity,regulation of ERK1 and ERK2 cascade,regulation of TOR signaling,regulation of centrosome duplicationCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Polycystic Kidney Diseases;Polycystic Kidney, Autosomal Recessive;Urologic DiseasesBenign C=28, T=32 C=0.4667, T=0.5333 0.00001 323.557 60 C=20/8, T=14/18

chr3:128971113 T/C T C SNV COPG1 COPG1:intronic:NM_016128.3 1 50 intronic NM_016128.3c.91-11T>C p.? 0.53 Adaptin N terminal region,Coatomer gamma subunit appendage platform subdomain,Coatomer subunit gamma-1 C-terminal appendage platform,HEAT repeatsrs4927953 0.1047 YES 1.225E-1 (pos.128971113) Coatomer protein complex, subunit gamma-1COPI vesicle coat,ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,cytosol,endoplasmic reticulum membrane,establishment of Golgi localization,intracellular protein transport,organelle transport along microtubule,protein binding,retrograde vesicle-mediated transport, Golgi to ER,structural molecule activity,transport vesicle,vesicle-mediated transportS-(Dimethylarsenic)CysteineT=11, C=11 T=0.5, C=0.5 0.00001 94.5896 22 T=5/6, C=6/5

chr3:129303197 C/C T C SNV PLXND1 PLXND1:intronic:NM_015103.2 1 100 intronic NM_015103.2c.2029+31A>Gp.? -2.73 IPT/TIG domain,Plexin cytoplasmic RasGAP domain,Plexin repeat,Sema domainrs2811463 0 9.998E-1 (pos.129303197) Plexin D1 angiogenesis,aorta development,branching involved in blood vessel morphogenesis,cardiac septum development,coronary vasculature development,dichotomous subdivision of terminal units involved in salivary gland branching,endothelial cell migration,integral component of plasma membrane,lamellipodium,lamellipodium membrane,membrane,negative regulation of cell adhesion,outflow tract morphogenesis,plasma membrane,positive regulation of axonogenesis,positive regulation of protein binding,protein binding,protein domain specific binding,regulation of GTPase activity,regulation of angiogenesis,regulation of cell migration,regulation of cell shape,semaphorin receptor activity,semaphorin-plexin signaling pathway,synapse assemblyAbnormalities, Multiple;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Facial Nerve Diseases;Heart Defects, Congenital;Heart Diseases;Infant, Newborn, Diseases;Mobius Syndrome;Mouth Diseases;Nervous System Diseases;Stomatognathic DiseasesT=0, C=43 T=0.0, C=1.0 0.00001 711.501 43 T=0/0, C=7/36

chr9:131483749 A/A T A SNV

PKN3,ZDHH

C12 PKN3:downstream:NM_013355.4, ZDHHC12:exonic:NM_032799.4 1
100

5 missense NM_013355.4, NM_032799.4c.*864T>A, c.515A>Tp.?, p.Gln172Leu -0.13 0.49 113 0 0.04(COSM4163388)DHHC palmitoyltransferasers2900268 0 1.0 (pos.131483749) neoplasm Protein kinase N3ATP binding,Golgi apparatus,endoplasmic reticulum,epithelial cell migration,integral component of membrane,intracellular signal transduction,nucleus,palmitoyltransferase activity,peptidyl-serine phosphorylation,perinuclear region of cytoplasm,protein binding,protein kinase C activity,protein kinase activity,protein palmitoylation,protein phosphorylation,protein serine/threonine kinase activity,protein-cysteine S-palmitoyltransferase activity,signal transductionT=0, A=35 T=0.0, A=1.0 0.00001 543.903 35 T=0/0, A=17/18

chr3:12976863 C/C T C SNV IQSEC1 IQSEC1:intronic:NM_001134382.2 1 100 intronic NM_001134382.2c.1568+85A>Gp.? -1.74 PH domain,Sec7 domainrs2600206 YES IQ motif- and Sec7 domain-containing protein 1ARF guanyl-nucleotide exchange factor activity,actin cytoskeleton organization,cytoplasm,intracellular membrane-bounded organelle,lipid binding,membrane,nucleolus,positive regulation of GTPase activity,protein binding,regulation of ARF protein signal transductionT=0, C=24 T=0.0, C=1.0 0.00001 334.766 24 T=0/0, C=8/16

chr1:20490518 C/C T C SNV PLA2G2C PLA2G2C:exonic:NM_001316722.1 1 100 4 missense NM_001316722.1c.410A>G p.Gln137Arg 0.1 1 43 0 0.02(COSM3746742)Phospholipase A2rs6426616 0.4058 YES 7.346E-1 (pos.20490518) acute_myeloid_leukaemia,hepatocellular_carcinoma T=0, C=29 T=0.0, C=1.0 0.00001 427.603 29 T=0/0, C=7/22

chr19:48551546 T/T A T SNV PLA2G4C PLA2G4C:utr_3:NM_003706.2 1 100 17 utr_3 NM_003706.2c.1680T>A p.? -0.54 Lysophospholipase catalytic domainrs9226 0.3294 YES Phospholipase A2, group IVCarachidonic acid metabolic process,calcium-independent phospholipase A2 activity,cytosol,endoplasmic reticulum membrane,glycerophospholipid catabolic process,inflammatory response,intracellular signal transduction,lysophospholipase activity,membrane,metabolic process,parturition,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylinositol acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipase activity,phospholipid binding,phospholipid catabolic process,phospholipid metabolic processA=0, T=23 A=0.0, T=1.0 0.00001 316.747 23 A=0/0, T=15/8

chr19:48601454 C/C T C SNV PLA2G4C PLA2G4C:exonic:NM_003706.2 1 100 6 synonymous NM_003706.2c.510A>G p.(=) -2.36 Lysophospholipase catalytic domainrs251684 0.3709 YES 7.357E-1 (pos.48601454) Phospholipase A2, group IVCarachidonic acid metabolic process,calcium-independent phospholipase A2 activity,cytosol,endoplasmic reticulum membrane,glycerophospholipid catabolic process,inflammatory response,intracellular signal transduction,lysophospholipase activity,membrane,metabolic process,parturition,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylinositol acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipase activity,phospholipid binding,phospholipid catabolic process,phospholipid metabolic processT=0, C=25 T=0.0, C=1.0 0.00001 353.018 25 T=0/0, C=13/12

chr3:130132302 A/A T A SNV COL6A5 COL6A5:intronic:NM_001278298.1 1 100 intronic NM_001278298.1c.4663-87T>Ap.? 0.96 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs11717623,rs71639084 YES Collagen, type VI, alpha-5cell adhesion,collagen catabolic process,collagen trimer,extracellular matrix,extracellular region,protein binding,proteinaceous extracellular matrixT=0, A=26 T=0.0, A=1.0 0.00001 371.353 26 T=0/0, A=17/9

chr3:130132304 T/T G T SNV COL6A5 COL6A5:intronic:NM_001278298.1 1 100 intronic NM_001278298.1c.4663-85G>Tp.? 0.48 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs11713542,rs71639084 YES Collagen, type VI, alpha-5cell adhesion,collagen catabolic process,collagen trimer,extracellular matrix,extracellular region,protein binding,proteinaceous extracellular matrixG=0, T=26 G=0.0, T=1.0 0.00001 371.4 26 G=0/0, T=17/9

chr3:130132509 G/G A G SNV COL6A5 COL6A5:intronic:NM_001278298.1 1 100 intronic NM_001278298.1c.4698+85A>Gp.? -1.21 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs2219026 0.2708 YES Collagen, type VI, alpha-5cell adhesion,collagen catabolic process,collagen trimer,extracellular matrix,extracellular region,protein binding,proteinaceous extracellular matrixA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=9/15

chr3:130132851 G/G A G SNV COL6A5 COL6A5:intronic:NM_001278298.1 1 100 intronic NM_001278298.1c.4699-62A>Gp.? -0.52 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs10512767 0.1267 YES Collagen, type VI, alpha-5cell adhesion,collagen catabolic process,collagen trimer,extracellular matrix,extracellular region,protein binding,proteinaceous extracellular matrixA=0, G=23 A=0.0, G=1.0 0.00001 299.073 23 A=0/0, G=8/15

chr15:42342824 T/G T G SNV PLA2G4E PLA2G4E:exonic:NM_001206670.1 1 59.09 1 missense NM_001206670.1c.78A>C p.Glu26Asp 0.69 0 45 0 C2 domain,Lysophospholipase catalytic domainrs1668546 YES 1.029E-1 (pos.42342824) cytosol,lysophospholipase activity,lysosomal membrane,metal ion binding,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylinositol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid catabolic process,phospholipid metabolic processT=9, G=13 T=0.4091, G=0.5909 0.00001 123.219 22 T=6/3, G=6/7

chr15:42287578 A/A G A SNV

PLA2G4E,PL

A2G4E-AS1 PLA2G4E-AS1:intronic_nc:NR_120334.1, PLA2G4E:exonic:NM_001206670.11
100

12 synonymous NR_120334.1, NM_001206670.1c.1227C>T p.(=) -0.97 0.01(COSM3999525)C2 domain,Lysophospholipase catalytic domainrs1668586 0.1268 YES 5.577E-1 (pos.42287578) acute_myeloid_leukaemia,neoplasmcytosol,lysophospholipase activity,lysosomal membrane,metal ion binding,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylinositol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid catabolic process,phospholipid metabolic processG=0, A=25 G=0.0, A=1.0 0.00001 353.008 25 G=0/0, A=13/12

chr15:42439376 A/A G A SNV PLA2G4F PLA2G4F:exonic:NM_213600.3 1 100 13 synonymous NM_213600.3c.1365C>T p.(=) -2.8 0.02(COSM433859)C2 domain,Lysophospholipase catalytic domainrs4923929 0.475 YES 2.542E-1 (pos.42439376) carcinoma,squamous_cell_carcinomaarachidonic acid secretion,calcium-dependent phospholipase A2 activity,cellular response to antibiotic,cellular response to organic cyclic compound,cytosol,lysophospholipase activity,lysosomal membrane,metabolic process,metal ion binding,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylglycerol acyl-chain remodeling,phosphatidylinositol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid catabolic process,phospholipid metabolic process,prostaglandin biosynthetic process,ruffle membrane,vesicleG=0, A=27 G=0.0, A=1.0 0.00001 389.988 27 G=0/0, A=17/10

chr3:130748733 A/G A G SNV NEK11 NEK11:intronic:NM_024800.4 1 95.83 intronic NM_024800.4c.170+11A>Gp.? 0.32 Protein kinase domain,Protein tyrosine kinasers9864242 0.4159 YES 2.389E-1 (pos.130748733) Never in mitosis gene A-related kinase 11ATP binding,histone phosphorylation,intra-S DNA damage checkpoint,intracellular signal transduction,metal ion binding,mitotic cell cycle phase transition,nucleolus,nucleoplasm,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of mitotic cell cycle phase transitionDabrafenib A=1, G=23 A=0.0417, G=0.9583 0.00001 306.433 24 A=1/0, G=13/10

chr3:130881409 C/C T C SNV NEK11 NEK11:intronic:NM_024800.4 1 100 intronic NM_024800.4c.1082+38T>Cp.? -0.19 Protein kinase domain,Protein tyrosine kinasers1913898 0.425 YES 2.614E-1 (pos.130881409) Never in mitosis gene A-related kinase 11ATP binding,histone phosphorylation,intra-S DNA damage checkpoint,intracellular signal transduction,metal ion binding,mitotic cell cycle phase transition,nucleolus,nucleoplasm,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of mitotic cell cycle phase transitionDabrafenib T=0, C=52 T=0.0, C=1.0 0.00001 767.006 52 T=0/0, C=23/29

chr15:42437824 C/T C T SNV PLA2G4F PLA2G4F:exonic:NM_213600.3 1 46.43 16 missense NM_213600.3c.1729G>A p.Gly577Ser 2.44 0.34 56 1 0.71(COSM3764526)C2 domain,Lysophospholipase catalytic domainrs781426338 0.0 (pos.42437824) primitive_neuroectodermal_tumour-medulloblastomaarachidonic acid secretion,calcium-dependent phospholipase A2 activity,cellular response to antibiotic,cellular response to organic cyclic compound,cytosol,lysophospholipase activity,lysosomal membrane,metabolic process,metal ion binding,phosphatidylcholine 1-acylhydrolase activity,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylglycerol acyl-chain remodeling,phosphatidylinositol acyl-chain remodeling,phosphatidylserine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),phospholipid catabolic process,phospholipid metabolic process,prostaglandin biosynthetic process,ruffle membrane,vesicleC=15, T=13 C=0.5357, T=0.4643 0.00001 117.927 28 C=2/13, T=3/10

chr3:131404826 A/G A G SNV CPNE4 CPNE4:intronic:NM_130808.2 1 50 intronic NM_130808.2c.508-24T>Cp.? -0.27 C2 domain,Copiners11716477 0.1087 YES 2.2E-2 (pos.131404826) Copine IV extracellular exosome,protein binding A=10, G=10 A=0.5, G=0.5 0.00001 82.8858 20 A=2/8, G=4/6

chr3:131624097 G/A G A SNV CPNE4 CPNE4:intronic:NM_130808.2 1 53.13 intronic NM_130808.2c.180+11C>Tp.? 2.55 C2 domain,Copiners3749262 0.27 YES 1.049E-1 (pos.131624097) Copine IV extracellular exosome,protein binding G=45, A=51 G=0.4688, A=0.5313 0.00001 587.464 96 G=28/17, A=32/19

chr3:132075417 C/C A C SNV ACPP ACPP:intronic:NM_001134194.1 1 100 intronic NM_001134194.1c.969-113A>Cp.? -0.23 Histidine phosphatase superfamily (branch 2)rs3853148 YES Acid phosphatase, prostate5'-nucleotidase activity,acid phosphatase activity,adenosine metabolic process,azurophil granule membrane,dephosphorylation,extracellular exosome,extracellular space,filopodium,identical protein binding,integral component of membrane,intracellular,lysophosphatidic acid phosphatase activity,lysosomal membrane,neutrophil degranulation,nucleotide metabolic process,nucleus,phosphatase activity,plasma membrane,positive regulation of adenosine receptor signaling pathway,protein binding,protein homodimerization activity,protein homotetramerization,purine nucleobase metabolic process,regulation of sensory perception of pain,thiamine metabolic process,thiamine phosphate phosphatase activity,vesicle membraneArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesAlpha-Benzyl-Aminobenzyl-Phosphonic Acid,N-Propyl-Tartramic Acid,Sipuleucel-TA=0, C=50 A=0.0, C=1.0 0.00001 852.687 50 A=0/0, C=14/36

chr3:132075759 T/C T C SNV ACPP ACPP:intronic:NM_001134194.1 1 57.63 intronic NM_001134194.1c.1138+60T>Cp.? 0.37 Histidine phosphatase superfamily (branch 2)rs73215937 0.1302 YES 3.598E-2 (pos.132075759) Acid phosphatase, prostate5'-nucleotidase activity,acid phosphatase activity,adenosine metabolic process,azurophil granule membrane,dephosphorylation,extracellular exosome,extracellular space,filopodium,identical protein binding,integral component of membrane,intracellular,lysophosphatidic acid phosphatase activity,lysosomal membrane,neutrophil degranulation,nucleotide metabolic process,nucleus,phosphatase activity,plasma membrane,positive regulation of adenosine receptor signaling pathway,protein binding,protein homodimerization activity,protein homotetramerization,purine nucleobase metabolic process,regulation of sensory perception of pain,thiamine metabolic process,thiamine phosphate phosphatase activity,vesicle membraneArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesAlpha-Benzyl-Aminobenzyl-Phosphonic Acid,N-Propyl-Tartramic Acid,Sipuleucel-TT=50, C=68 T=0.4237, C=0.5763 0.00001 755.61 118 T=29/21, C=29/39

chr3:132218196 C/T C T SNV DNAJC13 DNAJC13:intronic:NM_015268.3 1 47.37 intronic NM_015268.3c.4341+42C>Tp.? -0.5 DnaJ domain,Domain of unknown function (DUF4339)rs2088712 0.349 YES 7.696E-1;0.0 (pos.132218196) DNAJ/HSP40 homolog, subfamily C, member 13WASH complex,azurophil granule membrane,cytosol,early endosome membrane,endosome membrane,endosome organization,extracellular exosome,integral component of membrane,intracellular membrane-bounded organelle,lysosomal membrane,membrane,neutrophil degranulation,osteoblast differentiation,plasma membrane,protein binding,protein transport,receptor-mediated endocytosis,regulation of early endosome to late endosome transport,regulation of early endosome to recycling endosome transport,secretory granule membraneCentral Nervous System Diseases;Essential Tremor;Movement Disorders;Nervous System DiseasesC=20, T=18 C=0.5263, T=0.4737 0.00001 184.536 38 C=13/7, T=13/5

chr3:132244313 C/T C T SNV DNAJC13 DNAJC13:intronic:NM_015268.3 1 57.14 intronic NM_015268.3c.6061-141C>Tp.? -0.41 DnaJ domain,Domain of unknown function (DUF4339)rs9843883 YES DNAJ/HSP40 homolog, subfamily C, member 13WASH complex,azurophil granule membrane,cytosol,early endosome membrane,endosome membrane,endosome organization,extracellular exosome,integral component of membrane,intracellular membrane-bounded organelle,lysosomal membrane,membrane,neutrophil degranulation,osteoblast differentiation,plasma membrane,protein binding,protein transport,receptor-mediated endocytosis,regulation of early endosome to late endosome transport,regulation of early endosome to recycling endosome transport,secretory granule membraneCentral Nervous System Diseases;Essential Tremor;Movement Disorders;Nervous System DiseasesC=12, T=16 C=0.4286, T=0.5714 0.00001 160.95 28 C=7/5, T=8/8

chr2:160901517 A/G A G SNV PLA2R1 PLA2R1:exonic:NM_007366.4 1 52.38 2 synonymous NM_007366.4c.261T>C p.(=) -0.21 0.03(COSM5428077)Fibronectin type II domain,Lectin C-type domainrs4665143 0.3657 YES 5.788E-1 (pos.160901517)acute_myeloid_leukaemiaPhospholipase A2 receptor 1carbohydrate binding,cell surface,cytokine production,extracellular exosome,extracellular region,integral component of plasma membrane,negative regulation of arachidonic acid secretion,negative regulation of phospholipase A2 activity,oxidative stress-induced premature senescence,phospholipase binding,plasma membrane,positive regulation of DNA damage response, signal transduction by p53 class mediator,positive regulation of arachidonic acid secretion,reactive oxygen species metabolic process,receptor activity,receptor complex,receptor-mediated endocytosis,replicative senescence,signal transduction,transmembrane signaling receptor activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, Membranous;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephritis;Substance-Related Disorders;Urologic DiseasesA=10, G=11 A=0.4762, G=0.5238 0.00001 95.2994 21 A=5/5, G=10/1

chr3:133553527 T/T C T SNV RAB6B RAB6B:intronic:NM_016577.3 1 100 intronic NM_016577.3c.496-42G>Ap.? 0.2 50S ribosome-binding GTPase,ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Ras family,Ras of Complex, Roc, domain of DAPkinase,Signal recognition particle receptor beta subunitrs2280672,rs756559648 0.3624 YES 0.0;0.0;0.0 (pos.133553521),4.123E-1 (pos.133553527)Ras-associated protein RAB6BGTP binding,GTPase activity,Golgi apparatus,Golgi membrane,cytoplasmic vesicle,cytosol,endoplasmic reticulum-Golgi intermediate compartment,intra-Golgi vesicle-mediated transport,myosin V binding,protein binding,protein transport,retrograde transport, endosome to Golgi,retrograde vesicle-mediated transport, Golgi to ERC=0, T=22 C=0.0, T=1.0 0.00001 298.883 22 C=0/0, T=7/15

chr3:13361238 C/T C T SNV NUP210 NUP210:intronic:NM_024923.3 1 53.49 intronic NM_024923.3c.5383+25G>Ap.? 0.75 Bacterial Ig-like domain (group 2)rs2276748 0.4884 YES 6.948E-1 (pos.13361238) Nucleoporin, 210kDendoplasmic reticulum membrane,host cell,integral component of membrane,intracellular transport of virus,mRNA export from nucleus,membrane,mitotic nuclear envelope disassembly,nuclear envelope,nuclear membrane,nuclear pore,protein dimerization activity,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,tRNA export from nucleus,viral process,viral transcriptionC=20, T=23 C=0.4651, T=0.5349 0.00001 261.023 43 C=10/10, T=6/17

chr2:28865760 T/C T C SNV PLB1 PLB1:exonic:NM_153021.4 1 50 58 synonymous NM_153021.4c.4210T>C p.(=) -0.36 0(COSM6310248),0(COSM6310249)GDSL-like Lipase/Acylhydrolasers2272387 0.3871 YES 4.343E-1 (pos.28865760) carcinoma,neoplasmPhospholipase B1apical plasma membrane,hydrolase activity, acting on ester bonds,integral component of membrane,lipase activity,lipid catabolic process,lipid metabolic process,lysophospholipase activity,phosphatidylcholine acyl-chain remodeling,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),plasma membrane,positive regulation of acrosome reaction,retinoid metabolic process,retinol metabolic process,retinyl-palmitate esterase activityArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=14, C=14 T=0.5, C=0.5 0.00001 131.941 28 T=12/2, C=10/4

chr3:133692497 G/G A G SNV SLCO2A1 SLCO2A1:intronic:NM_005630.2 1 100 intronic NM_005630.2c.397+10T>Cp.? 1.86 Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs4634113 0.1531 YES 9.908E-1 (pos.133692497) Solute carrier organic anion transporter family, member 2A1integral component of membrane,integral component of plasma membrane,ion transport,lipid transport,lipid transporter activity,membrane,plasma membrane,prostaglandin transmembrane transporter activity,prostaglandin transport,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transporter activityAlprostadil,Arachidonic Acid,Dinoprost Tromethamine,Dinoprostone,Furosemide,Glucose-6-Phosphate,Glyceraldehyde-3-Phosphate,Iloprost,Lactic Acid,Phenobarbital,Phosphoenolpyruvate,Prostaglandin D2,Pyruvic acid,beta-D-fructofuranose 1,6-bisphosphateA=0, G=30 A=0.0, G=1.0 0.00001 446.18 30 A=0/0, G=22/8

chr3:133698280 G/G C G SNV SLCO2A1 SLCO2A1:intronic:NM_005630.2 1 100 intronic NM_005630.2c.234+45G>Cp.? -0.41 Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs4640563 0.1191 YES 9.364E-1 (pos.133698280) Solute carrier organic anion transporter family, member 2A1integral component of membrane,integral component of plasma membrane,ion transport,lipid transport,lipid transporter activity,membrane,plasma membrane,prostaglandin transmembrane transporter activity,prostaglandin transport,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transporter activityAlprostadil,Arachidonic Acid,Dinoprost Tromethamine,Dinoprostone,Furosemide,Glucose-6-Phosphate,Glyceraldehyde-3-Phosphate,Iloprost,Lactic Acid,Phenobarbital,Phosphoenolpyruvate,Prostaglandin D2,Pyruvic acid,beta-D-fructofuranose 1,6-bisphosphateC=0, G=167 C=0.0, G=1.0 0.00001 2711.95 167 C=0/0, G=87/80

chr3:1337162 A/G A G SNV CNTN6 CNTN6:intronic:NM_014461.3 1 50 intronic NM_014461.3c.455-123A>Gp.? -0.71 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs2063243 YES Contactin 6 Notch binding,Notch signaling pathway,anchored component of membrane,cell adhesion,central nervous system development,integral component of membrane,neuron differentiation,plasma membrane,positive regulation of Notch signaling pathwayAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and EpithelialA=68, G=68 A=0.5, G=0.5 0.00001 745.345 136 A=33/35, G=32/36

chr3:1337203 G/G A G SNV CNTN6 CNTN6:intronic:NM_014461.3 1 100 intronic NM_014461.3c.455-82A>Gp.? -0.56 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs565499 YES Contactin 6 Notch binding,Notch signaling pathway,anchored component of membrane,cell adhesion,central nervous system development,integral component of membrane,neuron differentiation,plasma membrane,positive regulation of Notch signaling pathwayAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and EpithelialA=0, G=140 A=0.0, G=1.0 0.00001 2341.31 140 A=0/0, G=64/76

chr3:133941504 G/A G A SNV RYK RYK:intronic:NM_001005861.2 1 52.38 intronic NM_001005861.2c.231-121C>Tp.? -0.97 Protein kinase domain,Protein tyrosine kinase,WIF domainrs9865808 YES RYK receptor-like tyrosine kinaseATP binding,Wnt signaling pathway,Wnt signaling pathway involved in midbrain dopaminergic neuron differentiation,Wnt-activated receptor activity,Wnt-protein binding,axon guidance,axonogenesis,canonical Wnt signaling pathway,cell proliferation in midbrain,chemorepulsion of dopaminergic neuron axon,commissural neuron axon guidance,coreceptor activity involved in Wnt signaling pathway, planar cell polarity pathway,corpus callosum development,cytoplasm,frizzled binding,integral component of membrane,integral component of plasma membrane,membrane,midbrain dopaminergic neuron differentiation,negative regulation of axon extension involved in axon guidance,neurogenesis,neuron differentiation,neuron projection development,non-canonical Wnt signaling pathway,nucleus,peptidyl-tyrosine phosphorylation,planar cell polarity pathway involved in axon guidance,plasma membrane,positive regulation of MAPK cascade,protein binding,protein kinase activity,protein phosphorylation,protein tyrosine kinase activity,signal transductionCleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Jaw Abnormalities;Jaw Diseases;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesG=20, A=22 G=0.4762, A=0.5238 0.00001 245.18 42 G=8/12, A=13/9

chr12:14664595 G/G A G SNV PLBD1 PLBD1:exonic:NM_024829.5 1 100 7 synonymous NM_024829.5c.895T>C p.(=) -0.36 0.06(COSM3998718)Phospholipase Brs10846013 0.3045 YES 1.999E-1 (pos.14664595) acute_myeloid_leukaemia,carcinomacytosol,extracellular space,lipid catabolic process,lysophospholipase activity,lysosome,phosphatidylcholine acyl-chain remodeling,phosphatidylethanolamine acyl-chain remodeling,phosphatidylinositol acyl-chain remodeling,phospholipase A2 activity,phospholipid metabolic processBronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsA=0, G=22 A=0.0, G=1.0 0.00001 298.891 22 A=0/0, G=11/11

chr12:113825679 T/T C T SNV PLBD2 PLBD2:exonic:NM_173542.3 1 100 11 missense NM_173542.3c.1570C>T p.Arg524Cys -0.1 0.04 180 0.971 0.3(COSM3752938)Phospholipase Brs12425042 0.1478 YES 2.311E-4 (pos.113825679)adenocarcinoma,neoplasm extracellular exosome,hydrolase activity,lipid catabolic process,lysosomal lumenC=0, T=30 C=0.0, T=1.0 0.00001 446.635 30 C=0/0, T=10/20

chr3:134852051 A/A C A SNV EPHB1 EPHB1:intronic:NM_004441.4 1 100 intronic NM_004441.4c.1297+160C>Ap.? -2.47 Ephrin receptor ligand binding domain,Ephrin type-A receptor 2 transmembrane domain,Fibronectin type III domain,Protein kinase domain,Protein tyrosine kinase,SAM domain (Sterile alpha motif)rs1525014 eph tyrosine kinase 2 (ephrin receptor EphB1)ATP binding,angiogenesis,axon,axon guidance,axon guidance receptor activity,camera-type eye morphogenesis,cell chemotaxis,cell-substrate adhesion,central nervous system projection neuron axonogenesis,cytosol,dendrite,dendritic spine development,dendritic spine morphogenesis,detection of temperature stimulus involved in sensory perception of pain,early endosome membrane,endoplasmic reticulum,ephrin receptor activity,ephrin receptor signaling pathway,establishment of cell polarity,extracellular exosome,extracellular region,filopodium tip,immunological synapse formation,integral component of membrane,integral component of plasma membrane,membrane raft,negative regulation of satellite cell differentiation,negative regulation of skeletal muscle satellite cell proliferation,neural precursor cell proliferation,neurogenesis,optic nerve morphogenesis,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of synapse assembly,protein autophosphorylation,protein binding,protein complex binding,protein phosC=0, A=73 C=0.0, A=1.0 0.00001 1150.51 73 C=0/0, A=37/36

chr3:134967368 G/A G A SNV EPHB1 EPHB1:intronic:NM_004441.4 1 50 intronic NM_004441.4c.2690+17G>Ap.? 0.26 Ephrin receptor ligand binding domain,Ephrin type-A receptor 2 transmembrane domain,Fibronectin type III domain,Protein kinase domain,Protein tyrosine kinase,SAM domain (Sterile alpha motif)rs11717042 0.2177 YES 3.691E-1;0.0 (pos.134967368) eph tyrosine kinase 2 (ephrin receptor EphB1)ATP binding,angiogenesis,axon,axon guidance,axon guidance receptor activity,camera-type eye morphogenesis,cell chemotaxis,cell-substrate adhesion,central nervous system projection neuron axonogenesis,cytosol,dendrite,dendritic spine development,dendritic spine morphogenesis,detection of temperature stimulus involved in sensory perception of pain,early endosome membrane,endoplasmic reticulum,ephrin receptor activity,ephrin receptor signaling pathway,establishment of cell polarity,extracellular exosome,extracellular region,filopodium tip,immunological synapse formation,integral component of membrane,integral component of plasma membrane,membrane raft,negative regulation of satellite cell differentiation,negative regulation of skeletal muscle satellite cell proliferation,neural precursor cell proliferation,neurogenesis,optic nerve morphogenesis,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of synapse assembly,protein autophosphorylation,protein binding,protein complex binding,protein phosG=11, A=11 G=0.5, A=0.5 0.00001 94.5977 22 G=1/10, A=4/7

chr3:13679044 G/A G A SNV FBLN2 FBLN2:intronic:NM_001004019.1 1 50 intronic NM_001004019.1c.3339-18G>Ap.? -0.43 Anaphylotoxin-like domain,Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Human growth factor-like EGFrs4684148 0.2995 YES 7.049E-1 (pos.13679044) Fibulin-2 calcium ion binding,extracellular exosome,extracellular matrix,extracellular matrix binding,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular vesicle,positive regulation of cell-substrate adhesion,proteinaceous extracellular matrixColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesG=21, A=21 G=0.5, A=0.5 0.00001 228.814 42 G=16/5, A=10/11

chr3:137717991 C/C G C SNV CLDN18 CLDN18:intronic:NM_001002026.2 1 100 intronic NM_001002026.2c.220+61G>Cp.? -1.68 PMP-22/EMP/MP20/Claudin family,PMP-22/EMP/MP20/Claudin tight junctionrs6764398 YES TNFSF11-mediated signaling pathway,bicellular tight junction,calcium-independent cell-cell adhesion via plasma membrane cell-adhesion molecules,digestive tract development,identical protein binding,integral component of membrane,negative regulation of bone resorption,negative regulation of osteoclast development,negative regulation of protein localization to nucleus,plasma membrane,response to ethanol,structural molecule activityG=0, C=22 G=0.0, C=1.0 0.00001 298.395 22 G=0/0, C=11/11

chr12:113826442 G/G C G SNV PLBD2 PLBD2:utr_3:NM_173542.3 1 100 12 utr_3 NM_173542.3c.1781C>G p.? 0.07 Phospholipase Brs78927955 0.1484 YES 2.338E-4 (pos.113826442) extracellular exosome,hydrolase activity,lipid catabolic process,lysosomal lumenC=0, G=27 C=0.0, G=1.0 0.00001 381.852 27 C=0/0, G=5/22

chr3:137958438 C/T C T SNV ARMC8 ARMC8:intronic:NM_015396.5 1 56.36 intronic NM_015396.5c.795+68C>Tp.? 0.27 Armadillo/beta-catenin-like repeatrs6778511 0.4531 YES extracellular region,neutrophil degranulation,protein binding,specific granule lumen,tertiary granule lumenC=24, T=31 C=0.4364, T=0.5636 0.00001 319.023 55 C=15/9, T=10/21

chr3:138091701 T/T G T SNV MRAS MRAS:intronic:NM_001085049.2 1 100 intronic NM_001085049.2c.-17-7G>T p.? 0.58 ADP-ribosylation factor family,Elongation factor Tu GTP binding domain,Ras family,Ras of Complex, Roc, domain of DAPkinasers1199333 0.186 YES 9.692E-1 (pos.138091701) Muscle Ras viral oncogene homologGTP binding,GTP-dependent protein binding,GTPase activity,Ras protein signal transduction,actin cytoskeleton organization,cellular response to leukemia inhibitory factor,extracellular exosome,intracellular,membrane,multicellular organism development,muscle organ development,plasma membrane,protein binding,signal transductionArterial Occlusive Diseases;Arteriosclerosis;Brain Diseases;Cardiovascular Diseases;Carotid Artery Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Coronary Artery Disease;Coronary Disease;Heart Diseases;Myocardial Ischemia;Nervous System Diseases;Vascular DiseasesG=0, T=24 G=0.0, T=1.0 0.00001 334.786 24 G=0/0, T=12/12

chr3:138403390 T/T C T SNV PIK3CB PIK3CB:intronic:NM_006219.2 1 100 intronic NM_006219.2c.2315+77G>Ap.? 0 PI3-kinase family, p85-binding domain,PI3-kinase family, ras-binding domain,Phosphatidylinositol 3- and 4-kinase,Phosphoinositide 3-kinase C2,Phosphoinositide 3-kinase family, accessory domain (PIK domain)rs625468 YES Phosphatidylinositol 3-kinase, catalytic, beta1-phosphatidylinositol-3-kinase activity,1-phosphatidylinositol-4-phosphate 3-kinase activity,ATP binding,Fc-epsilon receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,G-protein coupled receptor signaling pathway,T cell receptor signaling pathway,activation of MAPK activity,adaptive immune response,angiogenesis involved in wound healing,autophagy,axon guidance,cell chemotaxis,cell migration,cellular calcium ion homeostasis,chemotaxis,cytoplasm,cytosol,embryonic cleavage,endothelial cell proliferation,homophilic cell adhesion via plasma membrane adhesion molecules,inflammatory response,innate immune response,insulin receptor substrate binding,interleukin-7-mediated signaling pathway,intracellular,kinase activity,leukocyte migration,midbody,nucleolus,nucleus,phosphatidylinositol 3-kinase activity,phosphatidylinositol 3-kinase complex,phosphatidylinositol 3-kinase signaling,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3-pHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersCaffeine,XL765 C=0, T=20 C=0.0, T=1.0 0.00001 263.784 20 C=0/0, T=14/6

chr11:64022459 G/G A G SNV PLCB3 PLCB3:exonic:NM_000932.2 1 100 4 synonymous NM_000932.2c.336A>G p.(=) -0.54 C2 domain,PLC-beta C terminal,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-likers632439 7.00E-04 YES 1.0 (pos.64022459) Phospholipase C, beta 3 (phosphatidylinositol-specific)G-protein coupled receptor signaling pathway,Wnt signaling pathway, calcium modulating pathway,cadherin binding,calcium ion binding,calmodulin binding,cytosol,inositol phosphate metabolic process,intracellular signal transduction,lipid catabolic process,membrane,nucleoplasm,phosphatidylinositol phospholipase C activity,phospholipase C activity,protein binding,protein complex,regulation of systemic arterial blood pressure,signal transducer activityA=0, G=26 A=0.0, G=1.0 0.00001 371.379 26 A=0/0, G=18/8

chr3:139075644 A/A C A SNV

COPB2,MRP

S22 COPB2:downstream:NM_004766.2, MRPS22:intronic:NM_020191.2 1
100

intronic NM_020191.2, NM_004766.2c.988-117C>A, c.*1061G>Tp.?, p.? 0.13 Mitochondrial 28S ribosomal protein S22rs9878548 YES Coatomer protein complex, subunit beta-2,Mitochondrial ribosomal protein S22COPI vesicle coat,ER to Golgi vesicle-mediated transport,Golgi membrane,biological_process,cytosol,endoplasmic reticulum membrane,intra-Golgi vesicle-mediated transport,intracellular protein transport,membrane coat,mitochondrial inner membrane,mitochondrial ribosome,mitochondrial small ribosomal subunit,mitochondrial translational elongation,mitochondrial translational termination,mitochondrion,protein binding,retrograde vesicle-mediated transport, Golgi to ER,ribosome,structural constituent of ribosome,structural molecule activity,toxin transport,transport vesicle,vesicle-mediated transportBreast Diseases;Breast Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Skin Diseases;Skin and Connective Tissue DiseasesC=0, A=255 C=0.0, A=1.0 0.00001 4140.45 255 C=0/0, A=109/146

chr3:139075938 C/T C T SNV

COPB2,MRP

S22 COPB2:downstream:NM_004766.2, MRPS22:downstream:NM_020191.21
57.14

intronic NM_020191.2, NM_004766.2c.*82C>T, c.*767G>Ap.?, p.? -0.07 rs7833 YES Coatomer protein complex, subunit beta-2,Mitochondrial ribosomal protein S22COPI vesicle coat,ER to Golgi vesicle-mediated transport,Golgi membrane,biological_process,cytosol,endoplasmic reticulum membrane,intra-Golgi vesicle-mediated transport,intracellular protein transport,membrane coat,mitochondrial inner membrane,mitochondrial ribosome,mitochondrial small ribosomal subunit,mitochondrial translational elongation,mitochondrial translational termination,mitochondrion,protein binding,retrograde vesicle-mediated transport, Golgi to ER,ribosome,structural constituent of ribosome,structural molecule activity,toxin transport,transport vesicle,vesicle-mediated transportBreast Diseases;Breast Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Skin Diseases;Skin and Connective Tissue DiseasesC=9, T=12 C=0.4286, T=0.5714 0.00001 109.106 21 C=3/6, T=6/6

chr3:139102120 A/A C A SNV COPB2 COPB2:intronic:NM_004766.2 1 100 intronic NM_004766.2c.141+20G>Tp.? 0.09 Coatomer WD associated region,WD domain, G-beta repeatrs7373302 0.1395 YES 9.352E-1 (pos.139102120) Coatomer protein complex, subunit beta-2COPI vesicle coat,ER to Golgi vesicle-mediated transport,Golgi membrane,cytosol,endoplasmic reticulum membrane,intra-Golgi vesicle-mediated transport,intracellular protein transport,membrane coat,protein binding,retrograde vesicle-mediated transport, Golgi to ER,structural molecule activity,toxin transport,transport vesicle,vesicle-mediated transportC=0, A=33 C=0.0, A=1.0 0.00001 504.598 33 C=0/0, A=16/17

chr3:13916407 T/T G T SNV WNT7A WNT7A:intronic:NM_004625.3 1 100 intronic NM_004625.3c.298+37C>Ap.? -0.99 wnt family rs3749319 0.448 YES 7.788E-1 (pos.13916407) Wingless-type MMTV integration site family, member 7AGolgi lumen,Wnt signaling pathway,Wnt signaling pathway involved in wound healing, spreading of epidermal cells,angiogenesis,axonogenesis,canonical Wnt signaling pathway,cartilage condensation,cell fate commitment,cell proliferation in forebrain,cell surface,cellular response to transforming growth factor beta stimulus,central nervous system vasculogenesis,cerebellar granule cell differentiation,chondrocyte differentiation,cytokine activity,dendritic spine morphogenesis,dorsal/ventral pattern formation,embryonic axis specification,embryonic digit morphogenesis,embryonic forelimb morphogenesis,embryonic hindlimb morphogenesis,endocytic vesicle membrane,endoplasmic reticulum lumen,establishment of cell polarity,excitatory synapse assembly,extracellular exosome,extracellular region,extracellular space,frizzled binding,lens fiber cell development,negative regulation of apoptotic process,negative regulation of neurogenesis,neurotransmitter secretion,non-canonical Wnt signaling pathway,oviduct development,palate deAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectromelia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Foot Deformities;Foot Deformities, Congenital;Hand Deformities;Hand Deformities, Congenital;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Male Urogenital Diseases;Metabolic Diseases;Motor Neuron Disease;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 Proteinopathies;Upper Extremity Deformities, Congenital;Urogenital NeoplasmsG=0, T=21 G=0.0, T=1.0 0.00001 281.221 21 G=0/0, T=10/11

chr20:9288522 A/A G A SNV PLCB4 PLCB4:exonic:NM_000933.3 1 100 1 missense NM_000933.3c.61G>A p.Ala21Thr 7.07 0.34 58 0.928 0.96(COSM4419859)C2 domain,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-like,Protein of unknown function (DUF1154)rs6077510 0.3269 YES 4.39E-1 (pos.9288522) acute_myeloid_leukaemia,carcinomaPhospholipase C, beta 4G-protein coupled receptor signaling pathway,calcium ion binding,cytosol,dendrite,inositol phosphate metabolic process,intracellular,intracellular signal transduction,lipid catabolic process,nucleus,phosphatidylinositol phospholipase C activity,phospholipase C activity,postsynaptic density,protein binding,signal transducer activity,smooth endoplasmic reticulumEar Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Otorhinolaryngologic DiseasesBenign G=0, A=46 G=0.0, A=1.0 0.00001 768.313 46 G=0/0, A=16/30

chr17:43192821 G/G A G SNV PLCD3 PLCD3:exonic:NM_133373.4 1 100 9 synonymous NM_133373.4c.1450T>C p.(=) 1.91 0.02(COSM436724)C2 domain,EF hand,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-likers713101 0.4284 YES 6.94E-1 (pos.43192821) acute_myeloid_leukaemia,adenocarcinoma,neoplasmangiogenesis,cleavage furrow,cytosol,inositol phosphate metabolic process,intracellular,intracellular signal transduction,labyrinthine layer blood vessel development,lipid catabolic process,lipid metabolic process,metal ion binding,phosphatidylinositol phospholipase C activity,plasma membrane,regulation of cell proliferation,signal transducer activityA=0, G=88 A=0.0, G=1.0 0.00001 1450.61 88 A=0/0, G=53/35

chr3:140692486 T/T G T SNV SLC25A36 SLC25A36:intronic:NM_001104647.1 1 100 intronic NM_001104647.1c.453-72G>Tp.? -0.81 Mitochondrial carrier proteinrs2555707 YES Solute carrier family 25 (mitochondrial carrier, pyrimidine nucleotide transporter), member 36integral component of membrane,mitochondrial genome maintenance,mitochondrial inner membrane,mitochondrial pyrimidine nucleotide import,mitochondrial transport,mitochondrion,mitochondrion organization,pyrimidine nucleotide transmembrane transporter activity,pyrimidine nucleotide transport,regulation of mitochondrial membrane potential,transmembrane transport,transportG=0, T=38 G=0.0, T=1.0 0.00001 603.785 38 G=0/0, T=12/26

chr3:140998214 A/A G A SNV PXYLP1 PXYLP1:intronic:NM_001037172.2 1 100 intronic NM_001037172.2c.239-6G>Ap.? -1.43 Histidine phosphatase superfamily (branch 2)rs13087169 0.3613 YES 5.209E-1 (pos.140998214) Golgi apparatus,Golgi membrane,chondroitin sulfate proteoglycan biosynthetic process,dephosphorylation,glycosaminoglycan biosynthetic process,integral component of membrane,phosphatase activity,positive regulation of heparan sulfate proteoglycan biosynthetic process,protein bindingG=0, A=77 G=0.0, A=1.0 0.00001 1229.44 77 G=0/0, A=46/31

chr2:219492924 T/C T C SNV PLCD4 PLCD4:exonic:NM_032726.3 1 46.88 7 synonymous NM_032726.3c.945T>C p.(=) 0.01 C2 domain,EF hand,EF-hand domain pair,PH domain,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-likers612874 0.4275 YES 7.696E-1 (pos.219492924) acrosome reaction,calcium ion binding,cytosol,endoplasmic reticulum membrane,inositol phosphate metabolic process,intracellular,intracellular signal transduction,lipid catabolic process,nuclear membrane,phosphatidylinositol metabolic process,phosphatidylinositol phospholipase C activity,phospholipase C activity,plasma membrane,signal transducer activityT=34, C=30 T=0.5313, C=0.4688 0.00001 288.058 64 T=8/26, C=14/16



chr16:81819768 C/C T C SNV PLCG2 PLCG2:exonic:NM_002661.4 1 100 2 synonymous NM_002661.4c.174T>C p.(=) -3.14 C2 domain,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,SH2 domain,SH3 domain,Variant SH3 domainrs1143685 0.3128 YES 8.731E-1 (pos.81819768) Phospholipase C, gamma 2B cell differentiation,B cell receptor signaling pathway,Fc-epsilon receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,T cell receptor signaling pathway,Wnt signaling pathway,activation of store-operated calcium channel activity,calcium-mediated signaling,cytosol,extracellular exosome,follicular B cell differentiation,inositol phosphate metabolic process,inositol trisphosphate biosynthetic process,intracellular,intracellular signal transduction,lipid catabolic process,lipid metabolic process,negative regulation of programmed cell death,phosphatidylinositol biosynthetic process,phosphatidylinositol phospholipase C activity,phospholipase C activity,phospholipid catabolic process,phosphoric diester hydrolase activity,phosphotyrosine residue binding,plasma membrane,platelet activation,positive regulation of receptor internalization,positive regulation of type I interferon production,protein binding,regulation of gene expression,release of sequestered calcium ion into cytosol,rBenign T=0, C=42 T=0.0, C=1.0 0.00001 684.563 42 T=0/0, C=21/21

chr1:2430617 T/T C T SNV PLCH2 PLCH2:exonic:NM_014638.3 1 100 19 synonymous NM_014638.3c.2529C>T p.(=) -1.57 0.09(COSM3751044),0.09(COSM3751045),0.23(COSM3677625),0.23(COSM3677626)C2 domain,EF hand,EF-hand domain pair,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-like,Pleckstrin homology domainrs2296442 0.4737 YES 5.221E-1 (pos.2430617) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmPhospholipase C, eta-2biological_process,calcium ion binding,calcium-dependent phospholipase C activity,cellular_component,cytoplasm,inositol phosphate metabolic process,intracellular,intracellular signal transduction,lipid catabolic process,molecular_function,phosphatidylinositol metabolic process,phosphatidylinositol phospholipase C activity,phosphatidylinositol-mediated signaling,phospholipase C activity,plasma membrane,signal transducer activityMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, T=33 C=0.0, T=1.0 0.00001 504.597 33 C=0/0, T=28/5

chr3:142567327 A/A G A SNV PCOLCE2 PCOLCE2:intronic:NM_013363.3 1 100 intronic NM_013363.3c.193-13C>Tp.? -0.06 CUB domain,UNC-6/NTR/C345C modulers893883 0.3365 YES 3.368E-1 (pos.142567327) Procollagen C-endopeptidase enhancer-2cellular response to leukemia inhibitory factor,collagen binding,extracellular exosome,extracellular region,heparin binding,peptidase activator activity,positive regulation of peptidase activityAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersG=0, A=69 G=0.0, A=1.0 0.00001 1072.78 69 G=0/0, A=38/31

chr3:142746988 A/G A G SNV U2SURP U2SURP:intronic:NM_001080415.1 1 95.83 intronic NM_001080415.1c.1380-194A>Gp.? -0.35 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain),Surp module,cwf21 domainrs1839406 YES RNA binding,RNA processing,mRNA splicing, via spliceosome,nucleoplasm,nucleus,protein bindingA=1, G=23 A=0.0417, G=0.9583 0.00001 306.434 24 A=0/1, G=11/12

chr3:146307635 A/A C A SNV PLSCR5 PLSCR5:intronic:NM_001085420.1 1 100 intronic NM_001085420.1c.616-34G>Tp.? -0.01 Scramblase rs343289 0.2882 YES 7.36E-1 (pos.146307635) phospholipid scramblase activity,phospholipid scrambling,plasma membraneC=0, A=121 C=0.0, A=1.0 0.00001 1953.69 121 C=0/0, A=48/73

chr3:17131421 T/T C T SNV PLCL2 PLCL2:utr_3:NM_015184.5 1 100 6 utr_3 NM_015184.5c.3023C>T p.? -0.01 C2 domain,PH domain,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-like,Pleckstrin homology domainrs35185988 0.1778 YES 1.282E-2 (pos.17131421) Phospholipase C-like 2B cell proliferation involved in immune response,B-1a B cell differentiation,GABA receptor binding,cytoplasm,gamma-aminobutyric acid signaling pathway,inositol 1,4,5 trisphosphate binding,intracellular,intracellular signal transduction,lipid catabolic process,lipid metabolic process,negative regulation of B cell receptor signaling pathway,phosphatidylinositol phospholipase C activity,positive regulation of receptor binding,regulation of peptidyl-serine phosphorylation,regulation of synaptic transmission, GABAergic,signal transducer activityArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Bile Duct Diseases;Biliary Tract Diseases;Cardiovascular Diseases;Cholestasis;Cholestasis, Intrahepatic;Connective Tissue Diseases;Digestive System Diseases;Heart Diseases;Immune System Diseases;Joint Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Mental Disorders;Musculoskeletal Diseases;Myocardial Infarction;Myocardial Ischemia;Rheumatic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Skin and Connective Tissue Diseases;Vascular DiseasesC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=15/8

chrX:200860 T/C T C SNV PLCXD1 PLCXD1:exonic:NM_018390.3 1 45.45 2 synonymous NM_018390.3c.6T>C p.(=) -0.28 Phosphatidylinositol-specific phospholipase C, X domain,ShK domain-likers9785927 0.2612 YES 8.003E-1;0.0 (pos.200860) Phospholipase C, phosphatidylinositol-specific, X domain-containing protein 1,Phospholipase C, phosphatidylinositol-specific, X domain-containing protein 2cytoplasm,lipid metabolic process,phosphoric diester hydrolase activityT=36, C=30 T=0.5455, C=0.4545 0.00001 285.787 66 T=20/16, C=17/13

chr8:144992361 C/C T C SNV PLEC PLEC:exonic:NM_201380.3 1 100 32 synonymous NM_201380.3c.12039A>Gp.(=) -3.57 0.07(COSM4162764),0.07(COSM4162765),0.07(COSM4162766),0.07(COSM4162767),0.07(COSM4162768),0.07(COSM4162769),0.07(COSM4909375)Calponin homology (CH) domain,Plectin repeat,Plectin/S10 domainrs7822511 0.4439 YES 1.971E-1 (pos.144992361)neoplasm Plectin 1 RNA binding,actin binding,ankyrin binding,brush border,cadherin binding,costamere,cytoskeletal protein binding,cytoskeleton,cytosol,extracellular exosome,extracellular matrix,focal adhesion,hemidesmosome,hemidesmosome assembly,intermediate filament cytoskeleton,plasma membrane,protein binding,sarcolemma,sarcoplasm,structural constituent of muscleCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epidermolysis Bullosa;Epidermolysis Bullosa Simplex;Genetic Diseases, Inborn;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesBenign/Likely benignT=0, C=33 T=0.0, C=1.0 0.00001 504.573 33 T=0/0, C=23/10

chr8:144996029 A/G A G SNV PLEC PLEC:exonic:NM_201380.3 1 57.14 32 missense NM_201380.3c.8371T>C p.Ser2791Pro 0.44 1 74 0 0.07(COSM1489102),0.07(COSM3750078),0.07(COSM3750079),0.07(COSM3750080),0.07(COSM454186),0.07(COSM454187),0.07(COSM4785156)Calponin homology (CH) domain,Plectin repeat,Plectin/S10 domainrs7833924 0.4309 YES 1.473E-1 (pos.144996029)adenocarcinoma,ductal_carcinoma,neoplasmPlectin 1 RNA binding,actin binding,ankyrin binding,brush border,cadherin binding,costamere,cytoskeletal protein binding,cytoskeleton,cytosol,extracellular exosome,extracellular matrix,focal adhesion,hemidesmosome,hemidesmosome assembly,intermediate filament cytoskeleton,plasma membrane,protein binding,sarcolemma,sarcoplasm,structural constituent of muscleCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epidermolysis Bullosa;Epidermolysis Bullosa Simplex;Genetic Diseases, Inborn;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesBenign/Likely benignA=12, G=16 A=0.4286, G=0.5714 0.00001 161.77 28 A=9/3, G=6/10

chr8:144998169 C/T C T SNV PLEC PLEC:exonic:NM_201380.3 1 50 31 synonymous NM_201380.3c.6339G>A p.(=) -7.44 0.03(COSM3750087),0.03(COSM3750088),0.03(COSM3750089),0.03(COSM3750090),0.03(COSM3750091),0.03(COSM3750092),0.03(COSM4784820)Calponin homology (CH) domain,Plectin repeat,Plectin/S10 domainrs1140522 0.3675 YES 1.651E-1 (pos.144998169)adenocarcinoma,neoplasmPlectin 1 RNA binding,actin binding,ankyrin binding,brush border,cadherin binding,costamere,cytoskeletal protein binding,cytoskeleton,cytosol,extracellular exosome,extracellular matrix,focal adhesion,hemidesmosome,hemidesmosome assembly,intermediate filament cytoskeleton,plasma membrane,protein binding,sarcolemma,sarcoplasm,structural constituent of muscleCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epidermolysis Bullosa;Epidermolysis Bullosa Simplex;Genetic Diseases, Inborn;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesBenign/Likely benignC=15, T=15 C=0.5, T=0.5 0.00001 144.623 30 C=14/1, T=11/4

chr3:149192851 GC/GC G GC INDEL TM4SF4 TM4SF4:intronic:NM_004617.3 1 100 intronic NM_004617.3c.174+13G>GCp.? -0.16 L6 membrane proteinrs143312618,rs3981065770.178 YES 1.015E-1 (pos.149192851) Transmembrane 4 superfamily, member 4integral component of membrane,protein binding,tissue regenerationDigestive System Diseases;Liver Diseases G=0, GC=33 G=0.0, GC=1.0 0.00001 486.452 33 G=0/0, GC=20/13

chr8:144999642 A/C A C SNV PLEC PLEC:exonic:NM_201380.3 1 50 31 synonymous NM_201380.3c.4866T>G p.(=) -5.09 0.12(COSM4162794),0.12(COSM4162795),0.12(COSM4162796),0.12(COSM4162797),0.12(COSM4162798),0.12(COSM4162799),0.12(COSM4767489)Calponin homology (CH) domain,Plectin repeat,Plectin/S10 domainrs56117011 0.3747 YES 1.475E-1;0.0 (pos.144999642)adenocarcinoma,carcinoma,neoplasmPlectin 1 RNA binding,actin binding,ankyrin binding,brush border,cadherin binding,costamere,cytoskeletal protein binding,cytoskeleton,cytosol,extracellular exosome,extracellular matrix,focal adhesion,hemidesmosome,hemidesmosome assembly,intermediate filament cytoskeleton,plasma membrane,protein binding,sarcolemma,sarcoplasm,structural constituent of muscleCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epidermolysis Bullosa;Epidermolysis Bullosa Simplex;Genetic Diseases, Inborn;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesBenign/Likely benignA=14, C=14 A=0.5, C=0.5 0.00001 131.941 28 A=10/4, C=5/9

chr3:150384807 G/G T G SNV ERICH6 ERICH6:intronic:NM_152394.4 1 100 intronic NM_152394.4c.1500-5A>Cp.? 0.5 0(COSM5352067)FAM194 proteinrs6440691 0.1115 YES 9.999E-1 (pos.150384807)Wilms_tumour T=0, G=56 T=0.0, G=1.0 0.00001 832.084 56 T=0/0, G=24/32

chr2:68622914 A/A G A SNV PLEK PLEK:exonic:NM_002664.2 1 100 9 missense NM_002664.2c.1019G>A p.Arg340Lys 4.58 1 26 0 0.28(COSM3758308)Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),PH domain,Pleckstrin homology domainrs1063479 0.2753 YES 9.334E-1 (pos.68622914) adenocarcinomaPleckstrin actin cytoskeleton reorganization,cell projection organization,cortical actin cytoskeleton organization,cytoplasm,cytosol,extracellular region,hematopoietic progenitor cell differentiation,integrin-mediated signaling pathway,membrane,negative regulation of G-protein coupled receptor protein signaling pathway,negative regulation of calcium-mediated signaling,negative regulation of inositol phosphate biosynthetic process,phosphatidylinositol metabolic process,phosphatidylinositol-3,4-bisphosphate binding,phospholipase C-inhibiting G-protein coupled receptor signaling pathway,platelet aggregation,platelet degranulation,positive regulation of actin filament bundle assembly,positive regulation of actin filament depolymerization,positive regulation of inositol-polyphosphate 5-phosphatase activity,positive regulation of integrin activation,positive regulation of platelet activation,protein binding,protein homodimerization activity,protein kinase C binding,protein kinase C signaling,protein secretion by platelet,reguArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Bone Diseases;Bone Diseases, Metabolic;Celiac Disease;Connective Tissue Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Intestinal Diseases;Joint Diseases;Kidney Diseases;Malabsorption Syndromes;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nephritis;Nutritional and Metabolic Diseases;Osteoporosis;Rheumatic Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesG=0, A=60 G=0.0, A=1.0 0.00001 903.531 60 G=0/0, A=22/38

chr2:68622952 C/C G C SNV PLEK PLEK:utr_3:NM_002664.2 1 100 9 utr_3 NM_002664.2c.1057G>C p.? -0.84 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),PH domain,Pleckstrin homology domainrs1050181 0.4572 YES 1.995E-1 (pos.68622952) Pleckstrin actin cytoskeleton reorganization,cell projection organization,cortical actin cytoskeleton organization,cytoplasm,cytosol,extracellular region,hematopoietic progenitor cell differentiation,integrin-mediated signaling pathway,membrane,negative regulation of G-protein coupled receptor protein signaling pathway,negative regulation of calcium-mediated signaling,negative regulation of inositol phosphate biosynthetic process,phosphatidylinositol metabolic process,phosphatidylinositol-3,4-bisphosphate binding,phospholipase C-inhibiting G-protein coupled receptor signaling pathway,platelet aggregation,platelet degranulation,positive regulation of actin filament bundle assembly,positive regulation of actin filament depolymerization,positive regulation of inositol-polyphosphate 5-phosphatase activity,positive regulation of integrin activation,positive regulation of platelet activation,protein binding,protein homodimerization activity,protein kinase C binding,protein kinase C signaling,protein secretion by platelet,reguArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Bone Diseases;Bone Diseases, Metabolic;Celiac Disease;Connective Tissue Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Intestinal Diseases;Joint Diseases;Kidney Diseases;Malabsorption Syndromes;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nephritis;Nutritional and Metabolic Diseases;Osteoporosis;Rheumatic Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesG=0, C=60 G=0.0, C=1.0 0.00001 903.531 60 G=0/0, C=22/38

chr10:124189197 G/G A G SNV PLEKHA1 PLEKHA1:exonic:NM_001001974.2 1 100 12 missense NM_001001974.2c.958A>G p.Thr320Ala 1.19 0.7 58 0 0.24(COSM3751580)PH domain rs1045216 0.3973 YES 7.978E-1 (pos.124189197)adenocarcinoma,basal_cell_carcinomaPleckstrin homology domain-containing protein, family A, member 1B cell receptor signaling pathway,Leydig cell differentiation,PDZ domain binding,androgen metabolic process,cellular response to hydrogen peroxide,cytoplasm,cytosol,establishment of protein localization,estrogen metabolic process,extracellular exosome,face morphogenesis,luteinization,multicellular organism growth,negative regulation of protein kinase B signaling,nucleoplasm,nucleus,palate development,phosphatidylinositol 3-kinase signaling,phosphatidylinositol biosynthetic process,phosphatidylinositol-3,4-bisphosphate binding,plasma membrane,platelet-derived growth factor receptor signaling pathway,post-embryonic development,protein binding,ruffle membrane,ruffle organization,skeletal system morphogenesis,spermatogenesisEye Diseases;Macular Degeneration;Retinal Degeneration;Retinal DiseasesCitric Acid A=0, G=33 A=0.0, G=1.0 0.00001 504.447 33 A=0/0, G=16/17

chr1:204198209 G/G A G SNV PLEKHA6 PLEKHA6:exonic:NM_014935.4 1 100 19 synonymous NM_014935.4c.2607T>C p.(=) -2.84 PH domain,Pleckstrin homology domainrs3795571 0.4579 YES 5.02E-1 (pos.204198209) A=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=10/13

chr1:204199614 T/T C T SNV PLEKHA6 PLEKHA6:exonic:NM_014935.4 1 100 18 missense NM_014935.4c.2510G>A p.Arg837Lys 3.2 0.57 26 0 0.38(COSM1338061)PH domain,Pleckstrin homology domainrs10900562,rs7737480900.4556 YES 0.0 (pos.204199611),5.426E-1 (pos.204199614)adenocarcinoma,carcinoma,ductal_carcinoma C=0, T=55 C=0.0, T=1.0 0.00001 814.891 55 C=0/0, T=30/25

chr3:151103070 G/G T G SNV MED12L MED12L:intronic:NM_053002.5 1 100 intronic NM_053002.5c.4983+91T>Gp.? -0.23 Eukaryotic Mediator 12 catenin-binding domain,Eukaryotic Mediator 12 subunit domain,Transcription mediator complex subunit Med12rs4603933 YES Mediator complex subunit 12-likeRNA polymerase II transcription coactivator activity,RNA polymerase II transcription cofactor activity,beta-catenin binding,mediator complex,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedT=0, G=29 T=0.0, G=1.0 0.00001 427.602 29 T=0/0, G=9/20

chr19:39913558 A/G A G SNV PLEKHG2 PLEKHG2:exonic:NM_022835.2 1 50 18 missense NM_022835.2c.1864A>G p.Ile622Val 0.1 0.26 29 0.002 0.04(COSM1393570),0.04(COSM1393571),0.04(COSM1393572)PH domain,RhoGEF domainrs16973407 0.0558 YES 1.158E-4 (pos.39913558) ductal_carcinomaPleckstrin homology domain-containing protein, family G, member 2G-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,cytosol,guanyl-nucleotide exchange factor activity,positive regulation of apoptotic process,protein binding,regulation of Rho protein signal transduction,regulation of actin filament polymerization,regulation of molecular function,regulation of small GTPase mediated signal transductionA=23, G=23 A=0.5, G=0.5 0.00001 261.262 46 A=12/11, G=4/19

chr3:151158265 A/A G A SNV IGSF10 IGSF10:intronic:NM_178822.4 1 100 intronic NM_178822.4c.5964-1880C>Tp.? -0.04 Immunoglobulin I-set domain,Immunoglobulin domain,Leucine rich repeat,Leucine rich repeats (6 copies)rs937125 YES Immunoglobulin superfamily, member 10extracellular region,ossification,regulation of neuron migrationPyridoxal Phosphate G=0, A=60 G=0.0, A=1.0 0.00001 903.531 60 G=0/0, A=39/21

chr5:163205 C/C G C SNV PLEKHG4B PLEKHG4B:exonic:NM_052909.4 1 100 13 synonymous NM_052909.4c.3018G>C p.(=) -1.5 0(COSM1132217),0.01(COSM6052815)RhoGEF domainrs3810870 0.3068 YES 3.851E-1;0.0 (pos.163205)adenocarcinoma,carcinomaRho guanyl-nucleotide exchange factor activity,protein binding,regulation of Rho protein signal transduction,regulation of molecular functionG=0, C=84 G=0.0, C=1.0 0.00001 1368.62 84 G=0/0, C=50/34

chr5:163266 G/G C G SNV PLEKHG4B PLEKHG4B:exonic:NM_052909.4 1 100 13 missense NM_052909.4c.3079C>G p.Arg1027Gly -1.04 0.64 125 0 0(COSM3761083)RhoGEF domainrs3810867 0.394 YES 1.757E-1;0.0 (pos.163266)adenocarcinoma,carcinomaRho guanyl-nucleotide exchange factor activity,protein binding,regulation of Rho protein signal transduction,regulation of molecular functionC=0, G=50 C=0.0, G=1.0 0.00001 849.455 50 C=0/0, G=28/22

chr5:181730 G/G C G SNV PLEKHG4B PLEKHG4B:exonic:NM_052909.4 1 100 19 missense NM_052909.4c.4504C>G p.Arg1502Gly 0.66 0.01 125 0.998 0.84(COSM3761183)RhoGEF domainrs12519352 0.454 YES 2.409E-1;0.0;0.0 (pos.181730)acute_myeloid_leukaemia,adenocarcinoma,carcinomaRho guanyl-nucleotide exchange factor activity,protein binding,regulation of Rho protein signal transduction,regulation of molecular functionC=0, G=44 C=0.0, G=1.0 0.00001 720.607 44 C=0/0, G=21/23

chr3:151542737 A/A G A SNV

AADAC,AAD

ACL2-

AS1,MIR548

H2 AADAC:intronic:NM_001086.2, AADACL2-AS1:intronic_nc:NR_110202.1, MIR548H2:downstream:NR_031678.11

100

intronic NR_031678.1, NR_110202.1, NM_001086.2c.603+115G>Ap.? -0.15 Carboxylesterase family,alpha/beta hydrolase foldrs13098550,rs386667108,rs869240926YES Arylacetamide deacetylase (esterase)catabolic process,catalytic activity,deacetylase activity,endoplasmic reticulum membrane,hydrolase activity,integral component of membrane,lipase activity,metabolic process,organelle membrane,positive regulation of triglyceride catabolic process,serine hydrolase activity,triglyceride lipase activity,xenobiotic metabolic processG=0, A=29 G=0.0, A=1.0 0.00001 427.499 29 G=0/0, A=14/15

chr3:151542749 C/C CTATT C INDEL

AADAC,AAD

ACL2-

AS1,MIR548

H2 AADAC:intronic:NM_001086.2, AADACL2-AS1:intronic_nc:NR_110202.1, MIR548H2:downstream:NR_031678.14

100

intronic NR_031678.1, NR_110202.1, NM_001086.2c.603+127CTATT>Cp.? 1.03, -0.21, -0.34, 0.78, -0.61 Carboxylesterase family,alpha/beta hydrolase foldrs151253803,rs200299661,rs201124703,rs386667108,rs745748534,rs77411891,rs777865228YES Arylacetamide deacetylase (esterase)catabolic process,catalytic activity,deacetylase activity,endoplasmic reticulum membrane,hydrolase activity,integral component of membrane,lipase activity,metabolic process,organelle membrane,positive regulation of triglyceride catabolic process,serine hydrolase activity,triglyceride lipase activity,xenobiotic metabolic processCTATT=0, C=27CTATT=0.0, C=1.0 0.00001 389.942 27 CTATT=0/0, C=12/15

chr12:6421495 A/A G A SNV PLEKHG6 PLEKHG6:exonic:NM_018173.3 1 100 2 missense NM_018173.3c.103G>A p.Ala35Thr -0.15 0.09 58 0.099 0.02(COSM5352159)RhoGEF domainrs740842 0.4273 YES 2.556E-1 (pos.6421495) Wilms_tumour Pleckstrin homology domain-containing protein, family G, member 6GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,cleavage furrow,cytoplasm,microvillus,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of Rho protein signal transduction,regulation of molecular function,spindle poleG=0, A=68 G=0.0, A=1.0 0.00001 1053.56 68 G=0/0, A=45/23

chr3:153870511 A/A G A SNV ARHGEF26 ARHGEF26:intronic:NM_001251962.1 1 100 intronic NM_001251962.1c.1327-50G>Ap.? -0.4 RhoGEF domain,SH3 domain,Variant SH3 domainrs1727956 YES 5.725E-1 (pos.153870511) Rho guanine nucleotide exchange factor 26G-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,cytosol,endothelial cell morphogenesis,guanyl-nucleotide exchange factor activity,positive regulation of apoptotic process,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transduction,ruffle,ruffle assemblyG=0, A=95 G=0.0, A=1.0 0.00001 1601.28 95 G=0/0, A=61/34

chr3:153972500 C/C T C SNV ARHGEF26 ARHGEF26:intronic:NM_001251962.1 1 100 intronic NM_001251962.1c.2369-9T>Cp.? -0.1 RhoGEF domain,SH3 domain,Variant SH3 domainrs355749 0.1432 YES 9.992E-1 (pos.153972500) Rho guanine nucleotide exchange factor 26G-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,cytosol,endothelial cell morphogenesis,guanyl-nucleotide exchange factor activity,positive regulation of apoptotic process,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transduction,ruffle,ruffle assemblyT=0, C=46 T=0.0, C=1.0 0.00001 768.3 46 T=0/0, C=25/21

chr3:154021063 A/A G A SNV DHX36 DHX36:intronic:NM_020865.2 1 100 intronic NM_020865.2c.1217+55C>Tp.? 0.06 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs355756 YES DEAH (Asp-Glu-Ala-His) box polypeptide 36ATP binding,ATP-dependent RNA helicase activity,DNA-dependent ATPase activity,G-quadruplex DNA binding,G-quadruplex RNA binding,RNA binding,RNA processing,RNA secondary structure unwinding,chromosome, telomeric region,core promoter binding,cytoplasm,cytosol,double-stranded RNA binding,extracellular exosome,helicase activity,histone deacetylase binding,integral component of membrane,nucleic acid binding,nucleus,ossification,positive regulation of interferon-alpha secretion,positive regulation of telomere maintenance,positive regulation of transcription from RNA polymerase II promoter,positive regulation of type I interferon production,protein binding,response to exogenous dsRNA,response to virus,single-stranded DNA binding,telomerase RNA binding,telomerase RNA stabilization,transcription regulatory region DNA binding,transcription, DNA-templatedG=0, A=153 G=0.0, A=1.0 0.00001 2448.91 153 G=0/0, A=63/90

chr2:43931176 C/C T C SNV PLEKHH2 PLEKHH2:exonic:NM_172069.3 1 100 9 synonymous NM_172069.3c.1707T>C p.(=) 0.4 0.01(COSM442919)FERM central domain,MyTH4 domain,PH domainrs4953002 0.469 YES 1.562E-1 (pos.43931176) adenocarcinoma,neoplasm,primitive_neuroectodermal_tumour-medulloblastomaPleckstrin homology domain-containing protein, family H, member 2actin binding,cortical actin cytoskeleton,cytoplasm,cytoskeleton,identical protein binding,lamellipodium,negative regulation of actin filament depolymerization,plasma membrane,protein bindingT=0, C=191 T=0.0, C=1.0 0.00001 3223.37 191 T=0/0, C=56/135

chr3:155271825 G/A G A SNV PLCH1 PLCH1:intronic:NM_001130960.1 1 45.83 intronic NM_001130960.1c.1154+40C>Tp.? -0.63 C2 domain,EF hand,EF-hand domain pair,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-likers359549 0.3458 YES 2.914E-1 (pos.155271825) Phospholipase C, eta-1calcium ion binding,calcium-dependent phospholipase C activity,cytoplasm,cytosol,inositol phosphate metabolic process,intracellular membrane-bounded organelle,lipid catabolic process,phosphatidylinositol phospholipase C activity,phosphatidylinositol-mediated signaling,plasma membrane,signal transducer activityG=13, A=11 G=0.5417, A=0.4583 0.00001 93.4399 24 G=7/6, A=1/10

chr2:43927459 C/G C G SNV PLEKHH2 PLEKHH2:exonic:NM_172069.3 1 45.45 8 synonymous NM_172069.3c.1362C>G p.(=) 1.31 0.9(COSM4133847)FERM central domain,MyTH4 domain,PH domainrs12623703 0.1485 YES 9.512E-2 (pos.43927459) anaplastic_carcinoma,diffuse_large_B_cell_lymphoma,neoplasmPleckstrin homology domain-containing protein, family H, member 2actin binding,cortical actin cytoskeleton,cytoplasm,cytoskeleton,identical protein binding,lamellipodium,negative regulation of actin filament depolymerization,plasma membrane,protein bindingC=24, G=20 C=0.5455, G=0.4545 0.00001 212.417 44 C=16/8, G=15/5

chr3:157004323 C/C A C SNV VEPH1 VEPH1:intronic:NM_001167912.1 1 100 intronic NM_001167912.1c.2128+23T>Gp.? 0.44 PH domain rs4680353 0.4853 YES 4.218E-1;0.0 (pos.157004323) Ventricular zone-expressed PH domain-containing protein, zebrafish, homolog of, 1plasma membrane A=0, C=165 A=0.0, C=1.0 0.00001 2682.97 165 A=0/0, C=77/88

chr3:157146307 T/T A T SNV VEPH1 VEPH1:intronic:NM_001167912.1 1 100 intronic NM_001167912.1c.530-30T>Ap.? 0.02 PH domain rs1456099 0.4915 YES 4.7E-1 (pos.157146307) Ventricular zone-expressed PH domain-containing protein, zebrafish, homolog of, 1plasma membrane A=0, T=53 A=0.0, T=1.0 0.00001 782.015 53 A=0/0, T=10/43

chr2:208811097 T/T C T SNV PLEKHM3 PLEKHM3:exonic:NM_001080475.2 1 100 4 synonymous NM_001080475.2c.1686G>A p.(=) 0.06 0.21(COSM3757919),0.21(COSM3757920)PH domain,Putative zinc-RING and/or ribbonrs10932215 0.3697 YES 3.89E-1 (pos.208811097) acute_myeloid_leukaemia,adenocarcinoma,carcinomametal ion binding C=0, T=30 C=0.0, T=1.0 0.00001 445.614 30 C=0/0, T=17/13

chr3:157160061 C/C A C SNV PTX3,VEPH1 VEPH1:intronic:NM_001167912.1, PTX3:intronic:NM_002852.3 1
100

intronic NM_001167912.1, NM_002852.3c.530-13784T>G, c.533-94A>Cp.?, p.? -0.26 Concanavalin A-like lectin/glucanases superfamily,PH domain,Pentaxin familyrs2316706 YES Pentraxin-3,Ventricular zone-expressed PH domain-containing protein, zebrafish, homolog of, 1(1->3)-beta-D-glucan binding,complement component C1q binding,extracellular region,extracellular space,identical protein binding,inflammatory response,innate immune response,negative regulation by host of viral exo-alpha-sialidase activity,negative regulation by host of viral glycoprotein metabolic process,negative regulation of exo-alpha-sialidase activity,negative regulation of glycoprotein metabolic process,negative regulation of viral entry into host cell,neutrophil degranulation,opsonization,plasma membrane,positive regulation of nitric oxide biosynthetic process,positive regulation of phagocytosis,protein binding,response to yeast,specific granule lumen,tertiary granule lumen,virion bindingArsenic Poisoning;Autoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Heavy Metal Poisoning, Nervous System;Immune System Diseases;Kidney Diseases;Lung Diseases;Male Urogenital Diseases;Nephritis;Nervous System Diseases;Neurotoxicity Syndromes;Pulmonary Fibrosis;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesA=0, C=40 A=0.0, C=1.0 0.00001 644.285 40 A=0/0, C=17/23

chr3:15752830 C/C T C SNV ANKRD28 ANKRD28:intronic:NM_015199.3 1 100 intronic NM_015199.3c.1184-49A>Gp.? 1.78 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs2455833 0.4056 YES 3.741E-1 (pos.15752830) Ankyrin repeat domain-containing protein 28COPII vesicle coating,Golgi membrane,cytosol,nucleoplasm,protein bindingT=0, C=44 T=0.0, C=1.0 0.00001 730.942 44 T=0/0, C=13/31

chr3:157820423 T/T C T SNV SHOX2 SHOX2:intronic:NM_003030.4 1 100 intronic NM_003030.4c.627+44G>Ap.? 0.25 Homeobox domain,OAR domainrs4462902 0.1355 YES 9.957E-1 (pos.157820423) Short stature homeo box 2cardiac atrium morphogenesis,cartilage development involved in endochondral bone morphogenesis,chondrocyte development,embryonic digestive tract morphogenesis,embryonic forelimb morphogenesis,embryonic skeletal joint morphogenesis,heart development,heart valve development,multicellular organism development,muscle tissue morphogenesis,negative regulation of transcription from RNA polymerase II promoter,nervous system development,nucleus,osteoblast differentiation,positive regulation of axonogenesis,positive regulation of mesenchymal cell proliferation,positive regulation of skeletal muscle fiber development,positive regulation of smoothened signaling pathway,positive regulation of transcription from RNA polymerase II promoter,regulation of branching morphogenesis of a nerve,regulation of chondrocyte differentiation,regulation of transcription, DNA-templated,sequence-specific DNA binding,skeletal system developmentC=0, T=20 C=0.0, T=1.0 0.00001 263.741 20 C=0/0, T=9/11

chr3:15807725 A/A T A SNV ANKRD28 ANKRD28:intronic:NM_015199.3 1 100 intronic NM_015199.3c.190+16A>Tp.? 0.02 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs6789076 0.4094 YES 3.577E-1 (pos.15807725) Ankyrin repeat domain-containing protein 28COPII vesicle coating,Golgi membrane,cytosol,nucleoplasm,protein bindingT=0, A=55 T=0.0, A=1.0 0.00001 814.907 55 T=0/0, A=30/25

chr3:158300732 G/G A G SNV MLF1 MLF1:intronic:NM_022443.4 1 100 intronic NM_022443.4c.48-9491A>Gp.? -2.11 Myelodysplasia-myeloid leukemia factor 1-interacting proteinrs2566341 YES 9.949E-1 (pos.158300732) Myeloid leukemia factor-1DNA binding,cell cycle arrest,cytoplasm,myeloid progenitor cell differentiation,nucleus,protein binding,protein domain specific binding,transcription, DNA-templatedDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsA=0, G=104 A=0.0, G=1.0 0.00001 1626.73 104 A=0/0, G=16/88

chr2:208841964 G/G A G SNV PLEKHM3 PLEKHM3:exonic:NM_001080475.2 1 100 3 synonymous NM_001080475.2c.957T>C p.(=) -0.49 0.1(COSM4001486),0.1(COSM4001487)PH domain,Putative zinc-RING and/or ribbonrs4441448 0.285 YES 4.489E-1;0.0 (pos.208841964)acute_myeloid_leukaemia,carcinoma,neoplasm,osteosarcomametal ion binding A=0, G=69 A=0.0, G=1.0 0.00001 1072.78 69 A=0/0, G=37/32

chr3:158431508 A/G A G SNV RARRES1 RARRES1:intronic:NM_206963.1 1 53.13 intronic NM_206963.1c.339+78T>Cp.? -0.97 Latexin rs2279562 YES Retinoic acid receptor responder 1extracellular exosome,integral component of membrane,negative regulation of cell proliferationDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsTretinoin A=15, G=17 A=0.4688, G=0.5313 0.00001 173.545 32 A=9/6, G=14/3

chr3:158431533 G/A G A SNV RARRES1 RARRES1:intronic:NM_206963.1 1 50 intronic NM_206963.1c.339+53C>Tp.? -0.49 Latexin rs184390017 Retinoic acid receptor responder 1extracellular exosome,integral component of membrane,negative regulation of cell proliferationDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsTretinoin G=17, A=17 G=0.5, A=0.5 0.00001 170.582 34 G=9/8, A=14/3

chr3:160679744 T/T A T SNV PPM1L PPM1L:intronic:NM_139245.3 1 100 intronic NM_139245.3c.574+46A>Tp.? -0.24 Protein phosphatase 2Crs111355383,rs7629001,rs7967507860.1214 YES 7.578E-1 (pos.160679744) Protein phosphatase 1-likeMAPK cascade,endoplasmic reticulum membrane,extracellular exosome,integral component of membrane,metal ion binding,protein dephosphorylation,protein serine/threonine phosphatase activity,sphingolipid biosynthetic process,transmembrane receptor protein serine/threonine kinase signaling pathwayNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, T=21 A=0.0, T=1.0 0.00001 276.512 21 A=0/0, T=4/17

chr3:161216845 T/T C T SNV OTOL1 OTOL1:intronic:NM_001080440.1 1 100 intronic NM_001080440.1c.365-114C>Tp.? 0.88 C1q domain,Collagen triple helix repeat (20 copies)rs1506482 YES collagen trimer,extracellular region C=0, T=24 C=0.0, T=1.0 0.00001 334.791 24 C=0/0, T=13/11

chr3:161216860 C/C T C SNV OTOL1 OTOL1:intronic:NM_001080440.1 1 100 intronic NM_001080440.1c.365-99T>Cp.? -0.13 C1q domain,Collagen triple helix repeat (20 copies)rs1506483 YES collagen trimer,extracellular region T=0, C=24 T=0.0, C=1.0 0.00001 334.79 24 T=0/0, C=13/11

chr3:161216912 C/C T C SNV OTOL1 OTOL1:intronic:NM_001080440.1 1 100 intronic NM_001080440.1c.365-47T>Cp.? -0.77 C1q domain,Collagen triple helix repeat (20 copies)rs1506484 0.3123 YES 1.845E-1 (pos.161216912) collagen trimer,extracellular region T=0, C=26 T=0.0, C=1.0 0.00001 371.403 26 T=0/0, C=12/14

chr6:161152240 A/A G A SNV PLG PLG:exonic:NM_000301.3 1 100 11 missense NM_000301.3c.1414G>A p.Asp472Asn 0.06 0.67 23 0 Domain of unknown function (DUF1986),Kringle domain,PAN domain,Trypsin,Trypsin-like peptidase domainrs4252125 0.3028 YES 6.941E-4 (pos.161152240) Plasminogenapolipoprotein binding,blood coagulation,blood microparticle,cell surface,cellular protein metabolic process,chaperone binding,endopeptidase activity,enzyme binding,extracellular exosome,extracellular matrix disassembly,extracellular region,extracellular space,extrinsic component of external side of plasma membrane,fibrinolysis,interaction with symbiont,interaction with symbiont via secreted substance involved in symbiotic interaction,intracellular membrane-bounded organelle,kinase binding,labyrinthine layer blood vessel development,modification by host of symbiont morphology or physiology via secreted substance,mononuclear cell migration,muscle cell cellular homeostasis,myoblast differentiation,negative regulation of cell proliferation,negative regulation of cell-cell adhesion mediated by cadherin,negative regulation of cell-substrate adhesion,negative regulation of fibrinolysis,other organism cell membrane,plasma membrane,platelet alpha granule lumen,platelet degranulation,positive regulation of fibrinolysiBlood Coagulation Disorders;Cardiovascular Diseases;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Conjunctival Diseases;Conjunctivitis;Digestive System Diseases;Drug-Induced Liver Injury;Embolism and Thrombosis;Eye Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypertension;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Thrombosis;Vascular Diseases;Venous ThrombosisAlteplase,Aminocaproic Acid,Anistreplase,Aprotinin,Bicine,Desmoteplase,Gabexate,Reteplase,Streptokinase,Tenecteplase,Tranexamic Acid,UrokinaseG=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=8/21

chr19:4859937 C/C T C SNV PLIN3 PLIN3:exonic:NM_005817.4 1 100 3 missense NM_005817.4c.166A>G p.Ile56Val -0.51 0.6 29 0 0.01(COSM6351349)Apolipoprotein A1/A4/E domain,Perilipin familyrs8289 0.2719 YES 4.994E-1 (pos.4859937) carcinoma Perilipin 3 Golgi apparatus,cadherin binding,cytoplasm,cytosol,endosome,endosome membrane,lipid droplet,membrane,protein binding,transport vesicle,vesicle-mediated transportGalsulfase,Idursulfase T=0, C=77 T=0.0, C=1.0 0.00001 1229.43 77 T=0/0, C=13/64

chr19:4511350 A/A T A SNV PLIN4 PLIN4:exonic:NM_001080400.1 1 100 3 missense NM_001080400.1c.2580A>T p.Lys860Asn -6.6 1 94 0 0(COSM3766370),0(COSM3766371)Apolipoprotein A1/A4/E domain,Perilipin familyrs7259721,rs762135146 YES 0.0 (pos.4511348),4.076E-1;0.0;0.0 (pos.4511341),7.376E-1;0.0;0.0;1.166E-4 (pos.4511350)hepatocellular_carcinoma,squamous_cell_carcinomaPerilipin 4 cytosol,intracellular membrane-bounded organelle,lipid droplet,plasma membraneT=0, A=21 T=0.0, A=1.0 0.00001 278.999 21 T=0/0, A=9/12

chr19:4525046 G/G A G SNV PLIN5 PLIN5:exonic:NM_001013706.2 1 100 7 missense NM_001013706.2c.763T>C p.Cys255Arg -0.35 0.39 180 0 0(COSM3766372)Perilipin familyrs1610090,rs961578504 0.1015 YES 6.818E-1 (pos.4525046) adenocarcinoma,hepatocellular_carcinoma,neoplasmPerilipin 5 cytoplasm,cytosol,identical protein binding,lipase binding,lipid droplet,lipid particle organization,lipid storage,mitochondrion,mitochondrion localization,negative regulation of fatty acid beta-oxidation,negative regulation of lipase activity,negative regulation of peroxisome proliferator activated receptor signaling pathway,negative regulation of reactive oxygen species metabolic process,negative regulation of triglyceride catabolic process,positive regulation of fatty acid beta-oxidation,positive regulation of lipase activity,positive regulation of lipid storage,positive regulation of sequestering of triglyceride,positive regulation of triglyceride biosynthetic processA=0, G=35 A=0.0, G=1.0 0.00001 548.282 35 A=0/0, G=14/21

chr4:128814964 T/T G T SNV PLK4 PLK4:exonic:NM_014264.4 1 100 13 missense NM_014264.4c.2490G>T p.Glu830Asp -2.33 0.79 45 0 0.01(COSM4002941)POLO box duplicated region,Protein kinase domain,Protein tyrosine kinasers17012739 0.33 YES 6.525E-1;0.0 (pos.128814964)acute_myeloid_leukaemia,neoplasmPolo-like kinase 4 (serine/threonine protein kinase-18)ATP binding,G2/M transition of mitotic cell cycle,XY body,centriole,centriole replication,centrosome,ciliary basal body-plasma membrane docking,cleavage furrow,cytosol,de novo centriole assembly involved in multi-ciliated epithelial cell differentiation,deuterosome,identical protein binding,nucleolus,positive regulation of centriole replication,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of G2/M transition of mitotic cell cycle,trophoblast giant cell differentiationBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System MalformationsG=0, T=46 G=0.0, T=1.0 0.00001 768.313 46 G=0/0, T=18/28

chr19:281360 T/T C T SNV PLPP2 PLPP2:utr_3:NM_177543.2 1 100 6 utr_3 NM_177543.2c.958G>A p.? -0.21 PAP2 superfamilyrs7815 0.3385 YES 8.68E-2 (pos.281360) Phospholipid phosphatase 2dephosphorylation,integral component of membrane,integral component of plasma membrane,lipid phosphatase activity,membrane,phosphatidate phosphatase activity,phospholipid dephosphorylation,phospholipid metabolic process,phosphoprotein phosphatase activity,plasma membrane,protein binding,protein dephosphorylation,signal transduction,sphingolipid biosynthetic process,sphingosine-1-phosphate phosphatase activityC=0, T=39 C=0.0, T=1.0 0.00001 623.98 39 C=0/0, T=28/11

chr3:17051081 A/A T A SNV PLCL2 PLCL2:intronic:NM_015184.5 1 100 intronic NM_015184.5c.-50-85T>Ap.? 0.01 C2 domain,PH domain,Phosphatidylinositol-specific phospholipase C, X domain,Phosphatidylinositol-specific phospholipase C, Y domain,Phosphoinositide-specific phospholipase C, efhand-like,Pleckstrin homology domainrs28498854 YES Phospholipase C-like 2B cell proliferation involved in immune response,B-1a B cell differentiation,GABA receptor binding,cytoplasm,gamma-aminobutyric acid signaling pathway,inositol 1,4,5 trisphosphate binding,intracellular,intracellular signal transduction,lipid catabolic process,lipid metabolic process,negative regulation of B cell receptor signaling pathway,phosphatidylinositol phospholipase C activity,positive regulation of receptor binding,regulation of peptidyl-serine phosphorylation,regulation of synaptic transmission, GABAergic,signal transducer activityArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Bile Duct Diseases;Biliary Tract Diseases;Cardiovascular Diseases;Cholestasis;Cholestasis, Intrahepatic;Connective Tissue Diseases;Digestive System Diseases;Heart Diseases;Immune System Diseases;Joint Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Mental Disorders;Musculoskeletal Diseases;Myocardial Infarction;Myocardial Ischemia;Rheumatic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Skin and Connective Tissue Diseases;Vascular DiseasesT=0, A=128 T=0.0, A=1.0 0.00001 2093.98 128 T=0/0, A=81/47

chr10:122348969 T/T C T SNV PLPP4 PLPP4:exonic:NM_001030059.2 1 100 7 synonymous NM_001030059.2c.771C>T p.(=) 0.02 0.27(COSM5644615),0.27(COSM5644616)PAP2 superfamilyrs1047369 0.2362 YES 5.693E-2 (pos.122348969)squamous_cell_carcinoma Fc-gamma receptor signaling pathway involved in phagocytosis,identical protein binding,integral component of membrane,integral component of plasma membrane,phosphatidate phosphatase activity,phospholipid dephosphorylation,phospholipid metabolic process,plasma membrane,signal transductionC=0, T=122 C=0.0, T=1.0 0.00001 1973.55 122 C=0/0, T=63/59

chr17:7292107 A/A G A SNV

PLSCR3,TME

M256-

PLSCR3,TNK

1 PLSCR3:downstream:NM_001201576.1, TMEM256-PLSCR3:downstream:NR_037719.1, TNK1:exonic:NM_001251902.11

100

12 missense NM_001251902.1, NM_001201576.1, NR_037719.1c.1792G>A, c.*1597C>Tp.Val598Met, p.? 2.24 0 21 0.132 0.94(COSM4130593)Protein kinase domain,Protein tyrosine kinasers6503018 0.0457 YES 7.625E-1 (pos.7292107) neoplasm Phospholipid scramblase 3,Tyrosine kinase, nonreceptor, 1ATP binding,SH3 domain binding,apoptotic process,calcium ion binding,calcium-dependent protein binding,cell differentiation,cell migration,cellular response to lipopolysaccharide,cholesterol homeostasis,cytoplasm,cytosol,extrinsic component of cytoplasmic side of plasma membrane,glucose homeostasis,innate immune response,integral component of membrane,membrane,mitochondrial membrane,mitochondrion,negative regulation of Ras protein signal transduction,negative regulation of cell growth,non-membrane spanning protein tyrosine kinase activity,peptidyl-tyrosine autophosphorylation,phospholipid scramblase activity,phospholipid scrambling,plasma membrane,protein autophosphorylation,protein binding,protein phosphorylation,protein tyrosine kinase activity,receptor binding,regulation of cell proliferation,signal transducer activity,transmembrane receptor protein tyrosine kinase signaling pathwayG=0, A=162 G=0.0, A=1.0 0.00001 2617.55 162 G=0/0, A=98/64

chr17:7293715 T/T C T SNV

PLSCR3,TME

M256-

PLSCR3,TNK

1 PLSCR3:exonic:NM_001201576.1, TMEM256-PLSCR3:exonic_nc:NR_037719.1, TNK1:downstream:NM_001251902.11

100

8 missense NM_001251902.1, NM_001201576.1, NR_037719.1c.*1312C>T, c.877G>Ap.?, p.Val293Ile -1.71 1 29 0 Scramblase rs3744549 0.1502 YES 3.269E-1 (pos.7293715) Phospholipid scramblase 3,Tyrosine kinase, nonreceptor, 1ATP binding,SH3 domain binding,apoptotic process,calcium ion binding,calcium-dependent protein binding,cell differentiation,cell migration,cellular response to lipopolysaccharide,cholesterol homeostasis,cytoplasm,cytosol,extrinsic component of cytoplasmic side of plasma membrane,glucose homeostasis,innate immune response,integral component of membrane,membrane,mitochondrial membrane,mitochondrion,negative regulation of Ras protein signal transduction,negative regulation of cell growth,non-membrane spanning protein tyrosine kinase activity,peptidyl-tyrosine autophosphorylation,phospholipid scramblase activity,phospholipid scrambling,plasma membrane,protein autophosphorylation,protein binding,protein phosphorylation,protein tyrosine kinase activity,receptor binding,regulation of cell proliferation,signal transducer activity,transmembrane receptor protein tyrosine kinase signaling pathwayC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=11/12

chr10:20534333 G/G A G SNV PLXDC2 PLXDC2:exonic:NM_032812.8 1 100 13 missense NM_032812.8c.1372A>G p.Ile458Val 2.1 1 29 0 0.22(COSM5425937)Plexin repeat rs2778979 0.0959 YES 5.535E-1 (pos.20534333) acute_myeloid_leukaemia,basal_cell_carcinomaPlexin domain containing 2extracellular exosome,integral component of membrane,protein bindingCardiovascular Diseases;Diabetes Complications;Diabetes Mellitus;Diabetic Angiopathies;Diabetic Retinopathy;Endocrine System Diseases;Eye Diseases;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Retinal Diseases;Vascular DiseasesA=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=21/6

chr1:208207839 A/A G A SNV PLXNA2 PLXNA2:exonic:NM_025179.3 1 100 27 synonymous NM_025179.3c.4863C>T p.(=) -0.69 0.14(COSM3746759)IPT/TIG domain,Plexin cytoplasmic RasGAP domain,Plexin repeat,Sema domainrs3736963 0.4255 YES 2.59E-1 (pos.208207839) hepatocellular_carcinomaPlexin A2 (OCT transmembrane protein)branchiomotor neuron axon guidance,centrosome localization,cerebellar granule cell precursor tangential migration,identical protein binding,integral component of plasma membrane,limb bud formation,neural tube development,pharyngeal system development,plasma membrane,protein binding,regulation of axon extension involved in axon guidance,regulation of cell migration,semaphorin receptor activity,semaphorin receptor complex,semaphorin-plexin signaling pathway,somitogenesisMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=0, A=74 G=0.0, A=1.0 0.00001 1170.13 74 G=0/0, A=19/55

chr3:176765253 A/A G A SNV TBL1XR1 TBL1XR1:intronic:NM_024665.5 1 100 intronic NM_024665.5c.766+21C>Tp.? -0.07 Anaphase-promoting complex subunit 4 WD40 domain,LisH,WD domain, G-beta repeatrs1201300 0 1.0 (pos.176765253) Transducin-beta-like 1 receptor 1beta-catenin binding,canonical Wnt signaling pathway,fat pad development,histone binding,histone deacetylase complex,histone deacetylation,lipid catabolic process,multicellular organism growth,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,proteasome-mediated ubiquitin-dependent protein catabolic process,protein N-terminus binding,protein binding,regulation of cAMP metabolic process,regulation of lipid metabolic process,regulation of triglyceride metabolic process,response to dietary excess,spindle microtubule,transcription corepressor activity,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor complex,white fat cell differentiationAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Nephritis;Urologic DiseasesG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=3/22

chr3:176765269 T/C T C SNV TBL1XR1 TBL1XR1:intronic:NM_024665.5 1 56 intronic NM_024665.5c.766+5A>Gp.? -0.51 0.07(COSM4002522)Anaphase-promoting complex subunit 4 WD40 domain,LisH,WD domain, G-beta repeatrs3749234 0.205 YES 5.235E-1 (pos.176765269)acute_myeloid_leukaemiaTransducin-beta-like 1 receptor 1beta-catenin binding,canonical Wnt signaling pathway,fat pad development,histone binding,histone deacetylase complex,histone deacetylation,lipid catabolic process,multicellular organism growth,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,proteasome-mediated ubiquitin-dependent protein catabolic process,protein N-terminus binding,protein binding,regulation of cAMP metabolic process,regulation of lipid metabolic process,regulation of triglyceride metabolic process,response to dietary excess,spindle microtubule,transcription corepressor activity,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor complex,white fat cell differentiationAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Nephritis;Urologic DiseasesT=11, C=14 T=0.44, C=0.56 0.00001 134.319 25 T=2/9, C=1/13

chr3:176769608 G/A G A SNV TBL1XR1 TBL1XR1:intronic:NM_024665.5 1 47.62 intronic NM_024665.5c.205-94C>Tp.? 0.43 Anaphase-promoting complex subunit 4 WD40 domain,LisH,WD domain, G-beta repeatrs1881979 YES Transducin-beta-like 1 receptor 1beta-catenin binding,canonical Wnt signaling pathway,fat pad development,histone binding,histone deacetylase complex,histone deacetylation,lipid catabolic process,multicellular organism growth,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,proteasome-mediated ubiquitin-dependent protein catabolic process,protein N-terminus binding,protein binding,regulation of cAMP metabolic process,regulation of lipid metabolic process,regulation of triglyceride metabolic process,response to dietary excess,spindle microtubule,transcription corepressor activity,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor complex,white fat cell differentiationAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Nephritis;Urologic DiseasesG=11, A=10 G=0.5238, A=0.4762 0.00001 82.29 21 G=4/7, A=3/7

chr1:208390469 T/T C T SNV PLXNA2 PLXNA2:exonic:NM_025179.3 1 100 2 missense NM_025179.3c.799G>A p.Ala267Thr 3.53 0.12 58 0.053 0.79(COSM3746760)IPT/TIG domain,Plexin cytoplasmic RasGAP domain,Plexin repeat,Sema domainrs3748735 0.196 YES 1.37E-1 (pos.208390469) acute_myeloid_leukaemia,diffuse_large_B_cell_lymphoma,hepatocellular_carcinomaPlexin A2 (OCT transmembrane protein)branchiomotor neuron axon guidance,centrosome localization,cerebellar granule cell precursor tangential migration,identical protein binding,integral component of plasma membrane,limb bud formation,neural tube development,pharyngeal system development,plasma membrane,protein binding,regulation of axon extension involved in axon guidance,regulation of cell migration,semaphorin receptor activity,semaphorin receptor complex,semaphorin-plexin signaling pathway,somitogenesisMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=14/15

chrX:153694334 G/G C G SNV PLXNA3 PLXNA3:exonic:NM_017514.4 1 100 14 missense NM_017514.4c.2589C>G p.Asp863Glu 2.84 1 45 0 0.35(COSM3759424)IPT/TIG domain,Plexin cytoplasmic RasGAP domain,Plexin repeat,Sema domainrs5945430 0.133 YES 1.384E-1 (pos.153694334)adenocarcinoma branchiomotor neuron axon guidance,cell junction,facial nerve structural organization,hippocampus development,integral component of membrane,intracellular membrane-bounded organelle,membrane,multicellular organism development,negative chemotaxis,negative regulation of axon extension involved in axon guidance,neuron projection extension,nucleus,plasma membrane,positive regulation of cytoskeleton organization,protein binding,pyramidal neuron development,regulation of axon extension involved in axon guidance,semaphorin receptor activity,semaphorin receptor complex,semaphorin-plexin signaling pathway,semaphorin-plexin signaling pathway involved in axon guidance,transmembrane signaling receptor activity,trigeminal nerve structural organizationEndometrial Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Neoplasms;Neoplasms by Site;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsC=0, G=29 C=0.0, G=1.0 0.00001 427.603 29 C=0/0, G=24/5

chr12:94603406 G/C G C SNV PLXNC1 PLXNC1:exonic:NM_005761.2 1 50 5 missense NM_005761.2c.1480G>C p.Glu494Gln 0.1 0.24 29 0 IPT/TIG domain,Plexin cytoplasmic RasGAP domain,Plexin repeatrs34565975 0.0128 0.0 (pos.94603406) cell adhesion,integral component of membrane,membrane,negative regulation of cell adhesion,plasma membrane,positive regulation of axonogenesis,protein binding,receptor binding,regulation of GTPase activity,regulation of cell shape,semaphorin receptor activity,semaphorin-plexin signaling pathwayEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleG=13, C=13 G=0.5, C=0.5 0.00001 121.346 26 G=9/4, C=11/2

chr1:205801872 G/G A G SNV PM20D1 PM20D1:exonic:NM_152491.4 1 100 11 missense NM_152491.4c.1139T>C p.Ile380Thr 0.91 1 89 0.016 0.19(COSM3746746)Peptidase dimerisation domain,Peptidase family M20/M25/M40rs1361754 0.4771 YES 2.315E-3 (pos.205801872)ductal_carcinoma,hepatocellular_carcinomaPeptidase M20 domain-containing protein 1adaptive thermogenesis,amide biosynthetic process,cellular amide catabolic process,cellular amino acid metabolic process,cellular lipid metabolic process,energy homeostasis,extracellular exosome,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in linear amides,lyase activity,metal ion binding,negative regulation of neuron death,peptidase activity,proteolysis,regulation of oxidative phosphorylation uncoupler activityA=0, G=40 A=0.0, G=1.0 0.00001 644.279 40 A=0/0, G=19/21

chr3:179448383 C/T C T SNV USP13 USP13:intronic:NM_003940.2 1 52.27 intronic NM_003940.2c.1161-21C>Tp.? 0.26 UBA/TS-N domain,Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs3213761,rs762393642 0.2767 YES 0.0 (pos.179448377),7.51E-1 (pos.179448383)Ubiquitin-specific protease-13BAT3 complex binding,autophagy,cell proliferation,chaperone binding,cysteine-type endopeptidase activity,cytosol,maintenance of unfolded protein involved in ERAD pathway,melanocyte differentiation,nucleoplasm,positive regulation of ERAD pathway,proteasome binding,protein K29-linked deubiquitination,protein K6-linked deubiquitination,protein K63-linked deubiquitination,protein binding,protein deubiquitination,protein stabilization,regulation of autophagy,regulation of transcription, DNA-templated,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin binding,ubiquitin protein ligase binding,ubiquitin-dependent protein catabolic process,ubiquitin-like protein ligase binding,ubiquitin-specific protease activity involved in positive regulation of ERAD pathway,zinc ion bindingArsenic Poisoning;Heavy Metal Poisoning, Nervous System;Nervous System Diseases;Neurotoxicity Syndromes;Skin Diseases;Skin and Connective Tissue DiseasesC=20, T=23 C=0.4651, T=0.5349 0.00001 251.804 44 C=15/5, T=9/14

chr1:205814497 C/C T C SNV PM20D1 PM20D1:exonic:NM_152491.4 1 100 3 missense NM_152491.4c.445A>G p.Ile149Val 4.73 0.04 29 0 Peptidase dimerisation domain,Peptidase family M20/M25/M40rs1891460 0.0541 YES 7.406E-1 (pos.205814497) Peptidase M20 domain-containing protein 1adaptive thermogenesis,amide biosynthetic process,cellular amide catabolic process,cellular amino acid metabolic process,cellular lipid metabolic process,energy homeostasis,extracellular exosome,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in linear amides,lyase activity,metal ion binding,negative regulation of neuron death,peptidase activity,proteolysis,regulation of oxidative phosphorylation uncoupler activityT=0, C=27 T=0.0, C=1.0 0.00001 389.969 27 T=0/0, C=17/10

chr18:57567451 C/T C T SNV PMAIP1 PMAIP1:exonic:NM_021127.2 1 45.83 1 synonymous NM_021127.2c.42C>T p.(=) -3.43 0(COSM3756181)Phorbol-12-myristate-13-acetate-inducedrs61736947 0.0415 YES 0.0 (pos.57567451) adenocarcinomaPhorbol-12-myristate-13-acetate-induced protein 1T cell homeostasis,activation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic process,cellular response to DNA damage stimulus,cellular response to glucose starvation,cellular response to hypoxia,cytosol,defense response to virus,intrinsic apoptotic signaling pathway,intrinsic apoptotic signaling pathway by p53 class mediator,mitochondrial outer membrane,mitochondrion,negative regulation of mitochondrial membrane potential,nucleus,positive regulation of DNA damage response, signal transduction by p53 class mediator,positive regulation of apoptotic process,positive regulation of cysteine-type endopeptidase activity involved in apoptotic process,positive regulation of endoplasmic reticulum stress-induced intrinsic apoptotic signaling pathway,positive regulation of extrinsic apoptotic signaling pathway via death domain receptors,positive regulation of glucose metabolic process,positive regulation of intrinsic apoptotic signaling pathway,positive regulation of protein insertion intHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Substance-Related DisordersC=13, T=11 C=0.5417, T=0.4583 0.00001 95.5703 24 C=6/7, T=7/4

chr20:56227532 C/C T C SNV PMEPA1 PMEPA1:exonic:NM_020182.4 1 100 4 synonymous NM_020182.4c.441A>G p.(=) -8.38 0.02(COSM1412695) rs6025699 0.2364 YES 8.417E-1 (pos.56227532) neoplasm Prostate transmembrane protein, androgen-inducedGolgi membrane,R-SMAD binding,WW domain binding,androgen receptor signaling pathway,early endosome membrane,endosome membrane,integral component of membrane,intracellular membrane-bounded organelle,negative regulation of SMAD protein complex assembly,negative regulation of pathway-restricted SMAD protein phosphorylation,negative regulation of transforming growth factor beta receptor signaling pathway,plasma membrane,protein bindingT=0, C=28 T=0.0, C=1.0 0.00001 408.699 28 T=0/0, C=10/18

chr3:182590354 T/T C T SNV ATP11B ATP11B:intronic:NM_014616.2 1 100 intronic NM_014616.2c.2048+29C>Tp.? -0.69 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminal,haloacid dehalogenase-like hydrolasers771156 0.2422 YES 4.588E-1 (pos.182590354) ATPase, class VI, type 11BATP binding,Golgi apparatus,aminophospholipid transport,azurophil granule membrane,early endosome,endoplasmic reticulum,integral component of membrane,ion transmembrane transport,ion transmembrane transporter activity,ion transport,magnesium ion binding,membrane,neutrophil degranulation,nuclear inner membrane,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein binding,recycling endosome,recycling endosome membraneC=0, T=44 C=0.0, T=1.0 0.00001 725.665 44 C=0/0, T=18/26

chr3:182681853 C/C T C SNV DCUN1D1 DCUN1D1:intronic:NM_020640.3 1 100 intronic NM_020640.3c.221-16A>Gp.? 0.02 Cullin binding,UBA-like domainrs4859147,rs772799259 0.3373 YES 2.49E-1 (pos.182681853) DCN1 domain-containing protein 1biological_process,cullin family protein binding,cytosol,nucleus,positive regulation of ubiquitin-protein transferase activity,post-translational protein modification,protein binding,protein neddylation,ubiquitin conjugating enzyme binding,ubiquitin ligase complex,ubiquitin-like protein bindingT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=12/9

chr16:72170408 C/A C A SNV PMFBP1 PMFBP1:exonic:NM_031293.2 1 46.51 9 missense NM_031293.2c.1142G>T p.Arg381Leu -0.1 0.01 102 0.901 rs35781168 0.0151 YES 0.0;3.467E-4 (pos.72170408) biological_process,cytoplasm,molecular_function C=23, A=20 C=0.5349, A=0.4651 0.00001 212.321 43 C=11/12, A=6/14

chr3:182871299 G/G T G SNV LAMP3 LAMP3:intronic:NM_014398.3 1 100 intronic NM_014398.3c.759+171A>Cp.? -1.83 Lysosome-associated membrane glycoprotein (Lamp)rs6414500 YES adaptive immune response,alveolar lamellar body membrane,early endosome,integral component of membrane,intracellular membrane-bounded organelle,lysosomal membrane,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of proteasomal protein catabolic process,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulation of gene expression,regulation of autophagy,regulation of viral life cycle,response to interferon-alpha,vesicle,viral entry into host cellBipolar Disorder;Bipolar and Related Disorders;Influenza, Human;Mental Disorders;Respiratory Tract Diseases;Respiratory Tract InfectionsT=0, G=50 T=0.0, G=1.0 0.00001 838.265 50 T=0/0, G=39/11

chr3:182871464 A/G A G SNV LAMP3 LAMP3:intronic:NM_014398.3 1 53.33 intronic NM_014398.3c.759+6T>Cp.? 1.41 Lysosome-associated membrane glycoprotein (Lamp)rs500288 0.0802 YES 3.533E-2 (pos.182871464) adaptive immune response,alveolar lamellar body membrane,early endosome,integral component of membrane,intracellular membrane-bounded organelle,lysosomal membrane,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of proteasomal protein catabolic process,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulation of gene expression,regulation of autophagy,regulation of viral life cycle,response to interferon-alpha,vesicle,viral entry into host cellBipolar Disorder;Bipolar and Related Disorders;Influenza, Human;Mental Disorders;Respiratory Tract Diseases;Respiratory Tract InfectionsA=21, G=24 A=0.4667, G=0.5333 0.00001 276.147 45 A=16/5, G=16/8

chr5:75003678 T/C T C SNV POC5 POC5:exonic:NM_001099271.1 1 50 3 missense NM_001099271.1c.107A>G p.His36Arg 2.17 1 29 0 0.04(COSM4159986),0.04(COSM4159987)rs2307111 0.4033 YES 6.157E-1;0.0 (pos.75003678)neoplasm cell cycle,centriole,centrosome,protein bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=13, C=13 T=0.5, C=0.5 0.00001 119.163 26 T=11/2, C=5/8

chr1:53544439 A/A G A SNV PODN PODN:exonic:NM_001199081.2 1 100 9 synonymous NM_001199081.2c.1344G>A p.(=) 0.01 0.14(COSM3997578),0.14(COSM3997579)Leucine Rich Repeat,Leucine Rich repeat,Leucine rich repeat,Leucine rich repeats (6 copies)rs1288388 0.272 YES 3.015E-1;0.0 (pos.53544439)acute_myeloid_leukaemia,neoplasmPodocan collagen binding,cytokine-mediated signaling pathway,cytoplasm,extracellular matrix,extracellular space,negative regulation of JAK-STAT cascade,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of protein kinase activity,protein kinase inhibitor activity,proteinaceous extracellular matrixG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=12/12

chr1:53544597 C/C T C SNV PODN PODN:exonic:NM_001199081.2 1 100 9 missense NM_001199081.2c.1502T>C p.Val501Ala 2.27 1 64 0 Leucine Rich Repeat,Leucine Rich repeat,Leucine rich repeat,Leucine rich repeats (6 copies)rs1288389 0.1119 YES 3.871E-1 (pos.53544597) Podocan collagen binding,cytokine-mediated signaling pathway,cytoplasm,extracellular matrix,extracellular space,negative regulation of JAK-STAT cascade,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of protein kinase activity,protein kinase inhibitor activity,proteinaceous extracellular matrixT=0, C=69 T=0.0, C=1.0 0.00001 1072.78 69 T=0/0, C=35/34

chr3:183493991 A/A G A SNV YEATS2 YEATS2:intronic:NM_018023.4 1 100 intronic NM_018023.4c.2577+80G>Ap.? -0.45 YEATS family rs2606220 YES YEATS domain-containing protein 2Ada2/Gcn5/Ada3 transcription activator complex,TBP-class protein binding,histone H3 acetylation,histone binding,mitotic spindle,modification-dependent protein binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,protein bindingG=0, A=30 G=0.0, A=1.0 0.00001 446.483 30 G=0/0, A=18/12

chr3:183669396 T/T C T SNV ABCC5 ABCC5:intronic:NM_005688.3 1 100 intronic NM_005688.3c.2815-38G>Ap.? 0.07 ABC transporter,ABC transporter transmembrane regionrs4148586 0.3179 YES 2.56E-1;0.0 (pos.183669396) ATP-binding cassette, subfamily C, member 5ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,hyaluronan biosynthetic process,integral component of membrane,integral component of plasma membrane,membrane,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,transmembrane transport,transportArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Colonic Diseases;Colorectal Neoplasms;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Rectal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesAdefovir Dipivoxil,Alprostadil,Atorvastatin,Cisplatin,Cyclic Adenosine Monophosphate,Dinoprostone,Dipyridamole,Fluorouracil,Glutathione,Mercaptopurine,Probenecid,Rifampicin,Sildenafil,Sulfinpyrazone,ZidovudineC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=9/20

chr7:131191461 A/G A G SNV PODXL PODXL:exonic:NM_005397.3 1 57.45 5 synonymous NM_005397.3c.1030T>C p.(=) -0.34 CD34/Podocalyxin familyrs3212300 0.0764 YES 3.467E-4 (pos.131191461) Podocalyxin-likeapical plasma membrane,cell adhesion,cell body,cell migration,cytoplasm,epithelial tube formation,extracellular exosome,extracellular space,filopodium,glomerular visceral epithelial cell development,integral component of plasma membrane,intracellular membrane-bounded organelle,lamellipodium,leukocyte migration,membrane raft,microtubule organizing center,microvillus membrane,negative regulation of cell adhesion,negative regulation of cell-cell adhesion,nucleolus,plasma membrane,positive regulation of cell migration,positive regulation of cell-cell adhesion mediated by integrin,protein binding,regulation of cell-cell adhesion,regulation of microvillus assembly,ruffle,slit diaphragmBrain Diseases;Cardiovascular Diseases;Carotid Artery Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Embolism and Thrombosis;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Prostatic Diseases;Prostatic Neoplasms;Thrombosis;Urogenital Neoplasms;Vascular DiseasesA=20, G=27 A=0.4255, G=0.5745 0.00001 326.535 47 A=7/13, G=10/17

chr3:183689332 C/CG C CG INDEL ABCC5 ABCC5:intronic:NM_005688.3 1 50 intronic NM_005688.3c.1761+19G>CGp.? -0.64 ABC transporter,ABC transporter transmembrane regionrs142294585 1.00E-04 0.0 (pos.183689332) ATP-binding cassette, subfamily C, member 5ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,hyaluronan biosynthetic process,integral component of membrane,integral component of plasma membrane,membrane,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,transmembrane transport,transportArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Colonic Diseases;Colorectal Neoplasms;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Rectal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesAdefovir Dipivoxil,Alprostadil,Atorvastatin,Cisplatin,Cyclic Adenosine Monophosphate,Dinoprostone,Dipyridamole,Fluorouracil,Glutathione,Mercaptopurine,Probenecid,Rifampicin,Sildenafil,Sulfinpyrazone,ZidovudineC=10, CG=10C=0.5, CG=0.5 0.00001 53.7449 20 C=9/1, CG=1/9

chrX:84534383 C/C A C SNV POF1B POF1B:utr_3:NM_024921.3 1 100 17 utr_3 NM_024921.3c.1814T>G p.? -0.4 rs2227090,rs762909156,rs776879430,rs7963942680.0024 YES 2.528E-3;0.0;0.0;0.0 (pos.84534381),9.855E-1;0.0 (pos.84534383)FLJ22792 geneactin cytoskeleton organization,actin filament,actin filament binding,actin filament organization,adherens junction,bicellular tight junction,bicellular tight junction assembly,desmosome,epithelial cell morphogenesisAdnexal Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Ovarian Diseases;Primary Ovarian InsufficiencyBenign A=0, C=23 A=0.0, C=1.0 0.00001 296.279 23 A=0/0, C=13/10

chr3:183756426 C/C T C SNV HTR3D HTR3D:intronic:NM_001163646.1 1 100 intronic NM_001163646.1c.1135+14T>Cp.? 0.05 Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs6799766 0.4098 YES 7.685E-1 (pos.183756426) 5-hydroxytryptamine receptor 3, subunit Dcation transmembrane transport,chemical synaptic transmission,integral component of membrane,ion channel activity,ion transmembrane transport,plasma membrane,protein binding,serotonin-gated cation-selective channel activity,signal transductionErgoloid mesylate,Ethanol,Setiptiline,TiaprideT=0, C=20 T=0.0, C=1.0 0.00001 263.738 20 T=0/0, C=10/10

chr3:18392819 C/T C T SNV SATB1 SATB1:intronic:NM_001131010.3 1 50 intronic NM_001131010.3c.1779+665G>Ap.? -0.08 CUT domain,CUT1-like DNA-binding domain of SATB,Homeobox domain,Ubiquitin-like oligomerisation domain of SATBrs116044839 YES 7.212E-3 (pos.18392819) Special AT-rich sequence binding protein-1CD4-positive, alpha-beta T cell differentiation,CD8-positive, alpha-beta T cell differentiation,DNA binding,PML body,RNA polymerase II regulatory region sequence-specific DNA binding,activated T cell proliferation,chromatin binding,chromatin organization,chromatin remodeling,double-stranded DNA binding,epidermis development,execution phase of apoptosis,histone methylation,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nuclear heterochromatin,nuclear matrix,nucleoplasm,nucleus,protein binding,reflex,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,viral processC=16, T=16 C=0.5, T=0.5 0.00001 158.383 32 C=11/5, T=7/9

chrX:84563135 A/A T A SNV POF1B POF1B:exonic:NM_024921.3 1 100 10 missense NM_024921.3c.1045A>T p.Met349Leu 1.11 1 15 0 0.06(COSM4157042),0.06(COSM4157043)rs363774 0.2277 YES 9.765E-1 (pos.84563135) neoplasm FLJ22792 geneactin cytoskeleton organization,actin filament,actin filament binding,actin filament organization,adherens junction,bicellular tight junction,bicellular tight junction assembly,desmosome,epithelial cell morphogenesisAdnexal Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Ovarian Diseases;Primary Ovarian InsufficiencyBenign T=0, A=34 T=0.0, A=1.0 0.00001 523.649 34 T=0/0, A=7/27

chr17:26676135 T/T C T SNV POLDIP2 POLDIP2:exonic:NM_015584.4 1 100 11 synonymous NM_015584.4c.965G>A p.(=) 0.13 ApaG domain,Hemimethylated DNA-binding protein YccV likers13469 0.4802 YES 7.187E-1 (pos.26676135) Polymerase delta-interacting protein 2DNA binding,mitochondrial nucleoid,mitochondrion,mitochondrion morphogenesis,negative regulation of macroautophagy,nucleus,positive regulation of mitotic cell cycle,protein bindingC=0, T=47 C=0.0, T=1.0 0.00001 788.736 47 C=0/0, T=21/26

chr3:121154974 C/C T C SNV POLQ POLQ:exonic:NM_199420.3 1 100 28 missense NM_199420.3c.7538A>G p.Gln2513Arg -0.47 1 43 0 DEAD/DEAH box helicase,DNA polymerase family A,Helicase conserved C-terminal domainrs1381057 0.3176 YES 8.976E-1 (pos.121154974) Polymerase, DNA, kappa,Polymerase, DNA, theta5'-3' exonuclease activity,5'-deoxyribose-5-phosphate lyase activity,ATP binding,DNA binding,DNA biosynthetic process,DNA repair,DNA-dependent DNA replication,DNA-directed DNA polymerase activity,base-excision repair,cellular response to DNA damage stimulus,chromatin binding,chromosome,cytoplasm,damaged DNA binding,double-strand break repair,double-strand break repair via alternative nonhomologous end joining,double-strand break repair via homologous recombination,identical protein binding,negative regulation of double-strand break repair via homologous recombination,nucleoplasm,nucleus,protein binding,protein homooligomerization,single-stranded DNA-dependent ATPase activity,somatic hypermutation of immunoglobulin genesT=0, C=42 T=0.0, C=1.0 0.00001 685.219 42 T=0/0, C=25/17

chr3:121208833 C/C G C SNV POLQ POLQ:exonic:NM_199420.3 1 100 16 missense NM_199420.3c.2945C>G p.Thr982Arg -2.24 0.51 71 0 0.02(COSM3759646)DEAD/DEAH box helicase,DNA polymerase family A,Helicase conserved C-terminal domainrs3218649 0.3714 YES 8.964E-1 (pos.121208833)adenocarcinomaPolymerase, DNA, kappa,Polymerase, DNA, theta5'-3' exonuclease activity,5'-deoxyribose-5-phosphate lyase activity,ATP binding,DNA binding,DNA biosynthetic process,DNA repair,DNA-dependent DNA replication,DNA-directed DNA polymerase activity,base-excision repair,cellular response to DNA damage stimulus,chromatin binding,chromosome,cytoplasm,damaged DNA binding,double-strand break repair,double-strand break repair via alternative nonhomologous end joining,double-strand break repair via homologous recombination,identical protein binding,negative regulation of double-strand break repair via homologous recombination,nucleoplasm,nucleus,protein binding,protein homooligomerization,single-stranded DNA-dependent ATPase activity,somatic hypermutation of immunoglobulin genesG=0, C=42 G=0.0, C=1.0 0.00001 685.22 42 G=0/0, C=28/14

chr3:183960252 C/C A C SNV

ALG3,MIR12

24,VWA5B2 MIR1224:downstream:NR_030410.1, ALG3:utr_3:NM_005787.5, VWA5B2:downstream:NM_138345.21

100

intronic NM_138345.2, NR_030410.1, NM_005787.5c.*426A>C, c.1367T>Gp.?, p.? 0.22 ALG3 protein rs706584 0.2031 YES 2.738E-1 (pos.183960252) Alg3, S. cerevisiae, homolog of,Micro RNA 1224alpha-1,3-mannosyltransferase activity,dol-P-Man:Man(5)GlcNAc(2)-PP-Dol alpha-1,3-mannosyltransferase activity,dolichol-linked oligosaccharide biosynthetic process,endoplasmic reticulum membrane,integral component of membrane,mannosylation,protein binding,protein glycosylationCarbohydrate Metabolism, Inborn Errors;Congenital Disorders of Glycosylation;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesBenign/Likely benignA=0, C=23 A=0.0, C=1.0 0.00001 316.747 23 A=0/0, C=6/17

chr2:113308516 A/A T A SNV POLR1B POLR1B:exonic:NM_019014.5 1 100 5 synonymous NM_019014.5c.699T>A p.(=) -4.04 0.04(COSM4001141),0.04(COSM4001142)RNA polymerase I, Rpa2 specific domain,RNA polymerase Rpb2, domain 2,RNA polymerase Rpb2, domain 3,RNA polymerase Rpb2, domain 6,RNA polymerase Rpb2, domain 7,RNA polymerase beta subunitrs2304555 0.2593 YES 3.504E-1 (pos.113308516)acute_myeloid_leukaemiaPolymerase I, RNA, subunit BDNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase I complex,RNA polymerase I activity,cytosol,embryo implantation,metal ion binding,nucleologenesis,nucleolus,nucleoplasm,positive regulation of gene expression, epigenetic,protein binding,rRNA transcription,ribonucleoside binding,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription initiation from RNA polymerase I promoter,transcription, DNA-templatedT=0, A=95 T=0.0, A=1.0 0.00001 1596.53 95 T=0/0, A=41/54

chr3:183996213 C/T C T SNV

ECE2,EEF1A

KMT4-ECE2 EEF1AKMT4-ECE2:intronic:NM_014693.3, ECE2:intronic:NM_001100120.11
97.3

intronic NM_014693.3, NM_001100120.1c.1105-67C>T, c.889-67C>Tp.?, p.? -1.8 Methyltransferase domain,Peptidase family M13rs843372 0.2288 YES Endothelin-converting enzyme 2Golgi membrane,brain development,cardioblast differentiation,cell-cell signaling,cytoplasmic vesicle membrane,heart development,integral component of membrane,metal ion binding,metalloendopeptidase activity,methylation,methyltransferase activity,peptide hormone processing,protein binding,transport vesicle membraneC=1, T=36 C=0.027, T=0.973 0.00001 551.735 37 C=0/1, T=11/25

chr3:184003194 T/T C T SNV

ECE2,EEF1A

KMT4-ECE2 EEF1AKMT4-ECE2:intronic:NM_014693.3, ECE2:intronic:NM_001100120.11
100

intronic NM_014693.3, NM_001100120.1c.1503-72C>T, c.1287-72C>Tp.?, p.? -0.46 Methyltransferase domain,Peptidase family M13rs1687230 YES Endothelin-converting enzyme 2Golgi membrane,brain development,cardioblast differentiation,cell-cell signaling,cytoplasmic vesicle membrane,heart development,integral component of membrane,metal ion binding,metalloendopeptidase activity,methylation,methyltransferase activity,peptide hormone processing,protein binding,transport vesicle membraneC=0, T=52 C=0.0, T=1.0 0.00001 766.909 52 C=0/0, T=24/28

chr17:7400137 C/C T C SNV POLR2A POLR2A:exonic:NM_000937.4 1 100 5 synonymous NM_000937.4c.592T>C p.(=) 1.74 0.44(COSM4130648)RNA polymerase Rpb1 C-terminal repeat,RNA polymerase Rpb1, domain 1,RNA polymerase Rpb1, domain 2,RNA polymerase Rpb1, domain 3,RNA polymerase Rpb1, domain 4,RNA polymerase Rpb1, domain 5,RNA polymerase Rpb1, domain 6,RNA polymerase Rpb1, domain 7rs9898024 3.00E-04 1.0 (pos.7400137) neoplasm Polymerase (RNA) II (DNA directed) polypeptide A, 220kD7-methylguanosine mRNA capping,DNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase II, core complex,DNA-templated transcription, termination,Prp19 complex,RNA binding,RNA metabolic process,RNA polymerase II activity,RNA-directed 5'-3' RNA polymerase activity,cytoplasm,fibroblast growth factor receptor signaling pathway,mRNA splicing, via spliceosome,metal ion binding,nucleolus,nucleoplasm,nucleus,positive regulation of RNA splicing,positive regulation of viral transcription,protein binding,regulation of gene silencing by miRNA,regulation of transcription, DNA-templated,snRNA transcription from RNA polymerase II promoter,somatic stem cell population maintenance,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcription, RNA-templated,transcription-coupled nucleotide-excision repair,ubiquitin protein ligase bindingT=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=7/24

chr3:184045799 G/G A G SNV EIF4G1 EIF4G1:intronic:NM_001194947.1 1 100 intronic NM_001194947.1c.3974+9A>Gp.? -2.13 MA3 domain,MIF4G domain,eIF4-gamma/eIF5/eIF2-epsilonrs939317 0.2426 YES 7.233E-1 (pos.184045799) Eukaryotic translation initiation factor 4 gamma, 1 A=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=14/15

chr3:184070675 G/G A G SNV CLCN2 CLCN2:intronic:NM_004366.5 1 100 intronic NM_004366.5c.2144-77T>Cp.? -0.04 Voltage gated chloride channelrs3749223 YES Chloride channel-2cell differentiation involved in salivary gland development,chloride channel complex,chloride transmembrane transport,chloride transport,integral component of membrane,ion channel activity,ion transmembrane transport,membrane,plasma membrane,regulation of anion transmembrane transport,retina development in camera-type eye,transport,voltage-gated chloride channel activityBrain Diseases;Central Nervous System Diseases;Epilepsies, Myoclonic;Epilepsy;Epilepsy, Absence;Epilepsy, Generalized;Myoclonic Epilepsy, Juvenile;Nervous System DiseasesLubiprostone A=0, G=26 A=0.0, G=1.0 0.00001 371.417 26 A=0/0, G=11/15

chr3:184654166 G/G A G SNV VPS8 VPS8:intronic:NM_015303.3 1 100 intronic NM_015303.3c.2982+43A>Gp.? -0.28 Golgi CORVET complex core vacuolar protein 8rs6444004 0 1.0 (pos.184654166) CORVET complex,early endosome,endosomal vesicle fusion,metal ion binding,protein binding,protein transportA=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=10/17

chr3:184682214 C/C T C SNV VPS8 VPS8:intronic:NM_015303.3 1 100 intronic NM_015303.3c.3178-42T>Cp.? -1.89 Golgi CORVET complex core vacuolar protein 8rs6799328 0.2342 YES 3.764E-1 (pos.184682214) CORVET complex,early endosome,endosomal vesicle fusion,metal ion binding,protein binding,protein transportT=0, C=83 T=0.0, C=1.0 0.00001 1349.87 83 T=0/0, C=40/43

chr17:7404107 C/C T C SNV POLR2A POLR2A:exonic:NM_000937.4 1 100 11 synonymous NM_000937.4c.1821T>C p.(=) 1.11 RNA polymerase Rpb1 C-terminal repeat,RNA polymerase Rpb1, domain 1,RNA polymerase Rpb1, domain 2,RNA polymerase Rpb1, domain 3,RNA polymerase Rpb1, domain 4,RNA polymerase Rpb1, domain 5,RNA polymerase Rpb1, domain 6,RNA polymerase Rpb1, domain 7rs7217707 3.00E-04 1.0 (pos.7404107) Polymerase (RNA) II (DNA directed) polypeptide A, 220kD7-methylguanosine mRNA capping,DNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase II, core complex,DNA-templated transcription, termination,Prp19 complex,RNA binding,RNA metabolic process,RNA polymerase II activity,RNA-directed 5'-3' RNA polymerase activity,cytoplasm,fibroblast growth factor receptor signaling pathway,mRNA splicing, via spliceosome,metal ion binding,nucleolus,nucleoplasm,nucleus,positive regulation of RNA splicing,positive regulation of viral transcription,protein binding,regulation of gene silencing by miRNA,regulation of transcription, DNA-templated,snRNA transcription from RNA polymerase II promoter,somatic stem cell population maintenance,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcription, RNA-templated,transcription-coupled nucleotide-excision repair,ubiquitin protein ligase bindingT=0, C=37 T=0.0, C=1.0 0.00001 583.666 37 T=0/0, C=8/29

chr3:186276393 T/T C T SNV TBCCD1 TBCCD1:intronic:NM_018138.4 1 100 intronic NM_018138.4c.337-32G>Ap.? -1.94 Tubulin binding cofactor Crs9854418 0.4548 YES 7.175E-1;0.0 (pos.186276393) cytoplasm,maintenance of Golgi location,maintenance of centrosome location,regulation of cell migration,regulation of cell shape,spindle pole centrosomeC=0, T=27 C=0.0, T=1.0 0.00001 389.88 27 C=0/0, T=10/17

chr17:7417086 A/A G A SNV POLR2A POLR2A:exonic:NM_000937.4 1 100 29 missense NM_000937.4c.5503G>A p.Ala1835Thr 4.21 0.9 58 0 RNA polymerase Rpb1 C-terminal repeat,RNA polymerase Rpb1, domain 1,RNA polymerase Rpb1, domain 2,RNA polymerase Rpb1, domain 3,RNA polymerase Rpb1, domain 4,RNA polymerase Rpb1, domain 5,RNA polymerase Rpb1, domain 6,RNA polymerase Rpb1, domain 7rs4344809 0 9.999E-1 (pos.7417086) Polymerase (RNA) II (DNA directed) polypeptide A, 220kD7-methylguanosine mRNA capping,DNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase II, core complex,DNA-templated transcription, termination,Prp19 complex,RNA binding,RNA metabolic process,RNA polymerase II activity,RNA-directed 5'-3' RNA polymerase activity,cytoplasm,fibroblast growth factor receptor signaling pathway,mRNA splicing, via spliceosome,metal ion binding,nucleolus,nucleoplasm,nucleus,positive regulation of RNA splicing,positive regulation of viral transcription,protein binding,regulation of gene silencing by miRNA,regulation of transcription, DNA-templated,snRNA transcription from RNA polymerase II promoter,somatic stem cell population maintenance,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcription, RNA-templated,transcription-coupled nucleotide-excision repair,ubiquitin protein ligase bindingG=0, A=38 G=0.0, A=1.0 0.00001 603.725 38 G=0/0, A=14/24

chr17:7399866 G/A G A SNV POLR2A POLR2A:exonic:NM_000937.4 1 59.18 4 synonymous NM_000937.4c.471G>A p.(=) -1.61 0.32(COSM4000299)RNA polymerase Rpb1 C-terminal repeat,RNA polymerase Rpb1, domain 1,RNA polymerase Rpb1, domain 2,RNA polymerase Rpb1, domain 3,RNA polymerase Rpb1, domain 4,RNA polymerase Rpb1, domain 5,RNA polymerase Rpb1, domain 6,RNA polymerase Rpb1, domain 7rs2301609 0.2091 YES 3.559E-2 (pos.7399866) acute_myeloid_leukaemia,neoplasmPolymerase (RNA) II (DNA directed) polypeptide A, 220kD7-methylguanosine mRNA capping,DNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase II, core complex,DNA-templated transcription, termination,Prp19 complex,RNA binding,RNA metabolic process,RNA polymerase II activity,RNA-directed 5'-3' RNA polymerase activity,cytoplasm,fibroblast growth factor receptor signaling pathway,mRNA splicing, via spliceosome,metal ion binding,nucleolus,nucleoplasm,nucleus,positive regulation of RNA splicing,positive regulation of viral transcription,protein binding,regulation of gene silencing by miRNA,regulation of transcription, DNA-templated,snRNA transcription from RNA polymerase II promoter,somatic stem cell population maintenance,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcription, RNA-templated,transcription-coupled nucleotide-excision repair,ubiquitin protein ligase bindingG=20, A=29 G=0.4082, A=0.5918 0.00001 360.526 49 G=13/7, A=8/21

chr17:7411770 C/T C T SNV POLR2A POLR2A:exonic:NM_000937.4 1 50 20 synonymous NM_000937.4c.3441C>T p.(=) -1.11 RNA polymerase Rpb1 C-terminal repeat,RNA polymerase Rpb1, domain 1,RNA polymerase Rpb1, domain 2,RNA polymerase Rpb1, domain 3,RNA polymerase Rpb1, domain 4,RNA polymerase Rpb1, domain 5,RNA polymerase Rpb1, domain 6,RNA polymerase Rpb1, domain 7rs2228132 0.2088 YES 5.354E-2 (pos.7411770) Polymerase (RNA) II (DNA directed) polypeptide A, 220kD7-methylguanosine mRNA capping,DNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase II, core complex,DNA-templated transcription, termination,Prp19 complex,RNA binding,RNA metabolic process,RNA polymerase II activity,RNA-directed 5'-3' RNA polymerase activity,cytoplasm,fibroblast growth factor receptor signaling pathway,mRNA splicing, via spliceosome,metal ion binding,nucleolus,nucleoplasm,nucleus,positive regulation of RNA splicing,positive regulation of viral transcription,protein binding,regulation of gene silencing by miRNA,regulation of transcription, DNA-templated,snRNA transcription from RNA polymerase II promoter,somatic stem cell population maintenance,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcription, RNA-templated,transcription-coupled nucleotide-excision repair,ubiquitin protein ligase bindingC=12, T=12 C=0.5, T=0.5 0.00001 106.709 24 C=5/7, T=6/6

chr3:186445186 GA/GA G GA INDEL KNG1 KNG1:intronic:NM_001102416.2 1 100 intronic NM_001102416.2c.672+53G>GAp.? -0.2 Cathelicidin,Cystatin domainrs3841557 YES Kininogen 1 G-protein coupled receptor signaling pathway,blood coagulation, intrinsic pathway,blood microparticle,cellular protein metabolic process,cysteine-type endopeptidase inhibitor activity,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular region,extracellular space,heparin binding,inflammatory response,negative regulation of blood coagulation,negative regulation of cell adhesion,negative regulation of endopeptidase activity,negative regulation of proteolysis,plasma membrane,platelet alpha granule lumen,platelet degranulation,positive regulation of apoptotic process,positive regulation of cytosolic calcium ion concentration,post-translational protein modification,protein binding,receptor binding,vasodilation,zinc ion bindingAcute Kidney Injury;Anaphylaxis;Angioedema;Angioedemas, Hereditary;Arrhythmias, Cardiac;Blood Coagulation Disorders;Bradycardia;Cardiomyopathies;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cough;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hyperalgesia;Hyperemia;Hypersensitivity;Hypersensitivity, Immediate;Hypotension;Immune System Diseases;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Myocardial Ischemia;Myocardial Reperfusion Injury;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Pain;Renal Insufficiency;Reperfusion Injury;Respiration Disorders;Respiratory Tract Diseases;Sensation Disorders;Skin Diseases;Skin Diseases, Vascular;Skin and Connective Tissue DiG=0, GA=34 G=0.0, GA=1.0 0.00001 528.564 34 G=0/0, GA=11/23

chr17:7404426 G/A G A SNV POLR2A POLR2A:exonic:NM_000937.4 1 47.62 12 synonymous NM_000937.4c.2049G>A p.(=) 1.81 RNA polymerase Rpb1 C-terminal repeat,RNA polymerase Rpb1, domain 1,RNA polymerase Rpb1, domain 2,RNA polymerase Rpb1, domain 3,RNA polymerase Rpb1, domain 4,RNA polymerase Rpb1, domain 5,RNA polymerase Rpb1, domain 6,RNA polymerase Rpb1, domain 7Polymerase (RNA) II (DNA directed) polypeptide A, 220kD7-methylguanosine mRNA capping,DNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase II, core complex,DNA-templated transcription, termination,Prp19 complex,RNA binding,RNA metabolic process,RNA polymerase II activity,RNA-directed 5'-3' RNA polymerase activity,cytoplasm,fibroblast growth factor receptor signaling pathway,mRNA splicing, via spliceosome,metal ion binding,nucleolus,nucleoplasm,nucleus,positive regulation of RNA splicing,positive regulation of viral transcription,protein binding,regulation of gene silencing by miRNA,regulation of transcription, DNA-templated,snRNA transcription from RNA polymerase II promoter,somatic stem cell population maintenance,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcription, RNA-templated,transcription-coupled nucleotide-excision repair,ubiquitin protein ligase bindingG=11, A=10 G=0.5238, A=0.4762 0.00001 82.2866 21 G=9/2, A=7/3

chr3:187003495 G/G A G SNV MASP1 MASP1:intronic:NM_139125.3 1 100 intronic NM_139125.3c.237+118T>Cp.? -0.9 CUB domain,Calcium-binding EGF domain,Sushi repeat (SCR repeat),Trypsinrs698105 YES Mannan-binding lectin serine protease-1 (C4/C2 activating component of Ra-reactive factor)calcium ion binding,calcium-dependent protein binding,complement activation,complement activation, lectin pathway,cytosol,extracellular region,extracellular space,negative regulation of complement activation,nucleoplasm,peptidase activity,protein binding,protein homodimerization activity,proteolysis,receptor-mediated endocytosis,serine-type endopeptidase activityAbnormalities, Multiple;Amyotrophic Lateral Sclerosis;Blepharoptosis;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Craniofacial Abnormalities;Craniosynostoses;Cryptorchidism;Developmental Disabilities;Dysostoses;Endocrine System Diseases;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Genital Diseases, Male;Gonadal Disorders;Heart Defects, Congenital;Heart Diseases;Hip Dislocation, Congenital;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Ocular Motility Disorders;Pigmentation Disorders;Proteostasis Deficiencies;Skin Diseases;Skin and Connective Tissue Diseases;Spinal Cord Diseases;Strabismus;SynA=0, G=20 A=0.0, G=1.0 0.00001 263.785 20 A=0/0, G=11/9

chr11:840251 G/G C G SNV POLR2L POLR2L:utr_3:NM_021128.4 1 100 2 utr_3 NM_021128.4c.325G>C p.? -1.59 RNA polymerases N / 8 kDa subunitrs11629 YES Polymerase II, RNA, subunit L7-methylguanosine mRNA capping,DNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase I complex,DNA-directed RNA polymerase II, core complex,DNA-directed RNA polymerase III complex,RNA metabolic process,RNA polymerase I activity,RNA polymerase II activity,RNA polymerase III activity,cytosol,fibroblast growth factor receptor signaling pathway,mRNA splicing, via spliceosome,nucleoplasm,nucleus,positive regulation of gene expression, epigenetic,positive regulation of type I interferon production,positive regulation of viral transcription,protein binding,regulation of gene silencing by miRNA,regulation of transcription from RNA polymerase I promoter,snRNA transcription from RNA polymerase II promoter,somatic stem cell population maintenance,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription from RNA polymerase III promotC=0, G=58 C=0.0, G=1.0 0.00001 867.278 58 C=0/0, G=29/29

chr20:18462421 G/G A G SNV POLR3F POLR3F:exonic:NM_006466.3 1 100 8 synonymous NM_006466.3c.840A>G p.(=) -1.22 RNA polymerase Rpc34 subunitrs1055171 0.1284 YES 8.056E-1 (pos.18462421) Polymerase III, RNA, subunit FDNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase III complex,RNA polymerase III activity,cytosol,defense response to virus,double-stranded DNA binding,innate immune response,nucleoplasm,positive regulation of innate immune response,positive regulation of interferon-beta production,positive regulation of type I interferon production,protein binding,regulation of transcription from RNA polymerase III promoter,transcription from RNA polymerase III promoterA=0, G=53 A=0.0, G=1.0 0.00001 781.924 53 A=0/0, G=38/15

chr3:188202550 T/T A T SNV LPP LPP:intronic:NM_005578.4 1 100 intronic NM_005578.4c.306+58A>Tp.? 0.27 LIM domain rs2067078 YES Lipoma-preferred-partner genebiological_process,cell adhesion,cytosol,focal adhesion,metal ion binding,nucleus,plasma membrane,protein bindingArthritis;Arthritis, Juvenile;Autoimmune Diseases;Celiac Disease;Connective Tissue Diseases;Digestive System Diseases;Gastrointestinal Diseases;Hemic and Lymphatic Diseases;Hypopigmentation;Immune System Diseases;Immunoproliferative Disorders;Intestinal Diseases;Joint Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Lymphatic Diseases;Lymphoma;Lymphoma, Follicular;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Malabsorption Syndromes;Metabolic Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Nutritional and Metabolic Diseases;Pigmentation Disorders;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoA=0, T=24 A=0.0, T=1.0 0.00001 334.753 24 A=0/0, T=12/12

chr3:188590358 T/T C T SNV LPP LPP:intronic:NM_005578.4 1 100 intronic NM_005578.4c.1590-73C>Tp.? -2.59 LIM domain rs4687001 YES Lipoma-preferred-partner genebiological_process,cell adhesion,cytosol,focal adhesion,metal ion binding,nucleus,plasma membrane,protein bindingArthritis;Arthritis, Juvenile;Autoimmune Diseases;Celiac Disease;Connective Tissue Diseases;Digestive System Diseases;Gastrointestinal Diseases;Hemic and Lymphatic Diseases;Hypopigmentation;Immune System Diseases;Immunoproliferative Disorders;Intestinal Diseases;Joint Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Lymphatic Diseases;Lymphoma;Lymphoma, Follicular;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Malabsorption Syndromes;Metabolic Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Nutritional and Metabolic Diseases;Pigmentation Disorders;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoC=0, T=41 C=0.0, T=1.0 0.00001 664.7 41 C=0/0, T=23/18

chr7:53103945 GC/TC GG GC SNV POM121L12 POM121L12:exonic:NM_182595.3 2 51.72 1 synonymous NM_182595.3, NM_182595.3c.581_582delGGinsTC, c.582G>Cp.Gly194Val, p.(=) -0.19, -1.72 109 POM121 familyrs12113170,rs200587634 0.001 YES 0.0 (pos.53103945),2.807E-1;0.0 (pos.53103946) RNA export from nucleus,nuclear localization sequence binding,nuclear pore central transport channel,nuclear pore nuclear basket,nucleocytoplasmic transporter activity,protein import into nucleus,structural constituent of nuclear poreGG=2, CG=2, GC=30, GT=2, TC=22GG=0.0345, CG=0.0345, GC=0.5172, GT=0.0345, TC=0.37930.00001 804.306 58 GG=0/2, CG=2/0, GC=1/29, GT=0/2, TC=4/18

chr3:189604149 G/G T G SNV TP63 TP63:intronic:NM_003722.4 1 100 intronic NM_003722.4c.1350-34T>Gp.? -1.82 P53 DNA-binding domain,P53 tetramerisation motif,SAM domain (Sterile alpha motif)rs1554131 0.2055 YES 5.912E-1;2.326E-4 (pos.189604149) Tumor protein p63 (tumor protein p73-like)DNA binding,DNA binding transcription factor activity,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,Golgi apparatus,MDM2/MDM4 family protein binding,Notch signaling pathway,WW domain binding,apoptotic process,cellular response to DNA damage stimulus,cellular response to UV,chromatin binding,chromatin remodeling,cloacal septation,cranial skeletal system development,cytoplasm,cytosol,damaged DNA binding,dendrite,developmental process,double-stranded DNA binding,ectoderm and mesoderm interaction,embryonic forelimb morphogenesis,embryonic hindlimb morphogenesis,epidermal cell division,epithelial cell development,establishment of planar polarity,establishment of skin barrier,female genitalia morphogenesis,hair follicle morphogenesis,identical protein binding,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,keratinocyte differentiation,keratinocyte proliferation,metal ion binding,mitochondrion,mitotic G1 DNA damagAbnormalities, Multiple;Adenocarcinoma;Adnexal Diseases;Anodontia;Bladder Exstrophy;Breast Diseases;Carcinogenesis;Carcinoma;Carcinoma, Squamous Cell;Cell Transformation, Neoplastic;Cleft Lip;Cleft Palate;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Ectodermal Dysplasia;Endocrine Gland Neoplasms;Endocrine System Diseases;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Foot Deformities;Foot Deformities, Congenital;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Hand Deformities;Hand Deformities, Congenital;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Intestinal Diseases;Intestinal Neoplasms;Jaw Abnormalities;Jaw Diseases;Lacrimal Apparatus Diseases;LacriBenign T=0, G=31 T=0.0, G=1.0 0.00001 465.818 31 T=0/0, G=19/12

chr3:189604160 C/C T C SNV TP63 TP63:intronic:NM_003722.4 1 100 intronic NM_003722.4c.1350-23T>Cp.? 0.15 P53 DNA-binding domain,P53 tetramerisation motif,SAM domain (Sterile alpha motif)rs1345186 0.2055 YES 5.958E-1 (pos.189604160) Tumor protein p63 (tumor protein p73-like)DNA binding,DNA binding transcription factor activity,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,Golgi apparatus,MDM2/MDM4 family protein binding,Notch signaling pathway,WW domain binding,apoptotic process,cellular response to DNA damage stimulus,cellular response to UV,chromatin binding,chromatin remodeling,cloacal septation,cranial skeletal system development,cytoplasm,cytosol,damaged DNA binding,dendrite,developmental process,double-stranded DNA binding,ectoderm and mesoderm interaction,embryonic forelimb morphogenesis,embryonic hindlimb morphogenesis,epidermal cell division,epithelial cell development,establishment of planar polarity,establishment of skin barrier,female genitalia morphogenesis,hair follicle morphogenesis,identical protein binding,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,keratinocyte differentiation,keratinocyte proliferation,metal ion binding,mitochondrion,mitotic G1 DNA damagAbnormalities, Multiple;Adenocarcinoma;Adnexal Diseases;Anodontia;Bladder Exstrophy;Breast Diseases;Carcinogenesis;Carcinoma;Carcinoma, Squamous Cell;Cell Transformation, Neoplastic;Cleft Lip;Cleft Palate;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Ectodermal Dysplasia;Endocrine Gland Neoplasms;Endocrine System Diseases;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Foot Deformities;Foot Deformities, Congenital;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Hand Deformities;Hand Deformities, Congenital;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Intestinal Diseases;Intestinal Neoplasms;Jaw Abnormalities;Jaw Diseases;Lacrimal Apparatus Diseases;LacriBenign T=0, C=33 T=0.0, C=1.0 0.00001 504.597 33 T=0/0, C=19/14

chr3:190106242 C/C T C SNV CLDN16 CLDN16:intronic:NM_006580.3 1 100 intronic NM_006580.3c.324+10T>Cp.? -0.15 PMP-22/EMP/MP20/Claudin familyrs1491994 0.248 YES 2.151E-2 (pos.190106242) Claudin 16 (paracellin 1)bicellular tight junction,calcium-independent cell-cell adhesion via plasma membrane cell-adhesion molecules,cellular metal ion homeostasis,excretion,identical protein binding,integral component of membrane,magnesium ion transmembrane transport,magnesium ion transmembrane transporter activity,plasma membrane,protein binding,structural molecule activityCalcinosis;Calcium Metabolism Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nephrocalcinosis;Nutritional and Metabolic Diseases;Renal Tubular Transport, Inborn Errors;Urologic DiseasesBenign T=0, C=42 T=0.0, C=1.0 0.00001 685.219 42 T=0/0, C=14/28

chr3:190282197 G/A G A SNV IL1RAP IL1RAP:intronic:NM_001167931.1 1 58.33 intronic NM_001167931.1c.64+55G>Ap.? -0.33 Immunoglobulin domain,TIR domainrs6764468 0.3246 YES Interleukin 1 receptor accessory proteincytokine-mediated signaling pathway,extracellular space,immune response,inflammatory response,innate immune response,integral component of plasma membrane,interleukin-1 receptor activity,interleukin-2 biosynthetic process,interleukin-33 receptor activity,interleukin-33-mediated signaling pathway,interleukin-4 secretion,membrane,plasma membrane,positive regulation of NF-kappaB transcription factor activity,positive regulation of dendrite development,positive regulation of interleukin-13 production,positive regulation of interleukin-5 production,positive regulation of interleukin-6 secretion,positive regulation of synapse assembly,protein complex assembly,protein tyrosine kinase binding,signal transducer activityDigestive System Diseases;Liver Diseases G=35, A=49 G=0.4167, A=0.5833 0.00001 568.124 84 G=23/12, A=27/22

chr3:190995847 C/C T C SNV UTS2B UTS2B:intronic:NM_198152.3 1 100 intronic NM_198152.3c.202+14A>Gp.? 0.63 Urotensin II rs3214008 0.3971 YES 6.039E-1 (pos.190995847) G-protein coupled receptor binding,G-protein coupled receptor signaling pathway,extracellular region,hormone activity,regulation of blood pressure,regulation of blood vessel diameter,regulation of receptor activityT=0, C=70 T=0.0, C=1.0 0.00001 1089.03 70 T=0/0, C=20/50

chr6:27277402 T/T C T SNV POM121L2 POM121L2:exonic:NM_033482.3 1 100 1 missense NM_033482.3c.2548G>A p.Gly850Ser -0.5 56 POM121 familyrs6456773 0.0217 YES 9.936E-1 (pos.27277402) RNA export from nucleus,nuclear localization sequence binding,nuclear pore central transport channel,nuclear pore nuclear basket,nucleocytoplasmic transporter activity,protein import into nucleus,structural constituent of nuclear poreMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, T=45 C=0.0, T=1.0 0.00001 747.393 45 C=0/0, T=29/16



chr3:191178925 A/A G A SNV

LINCR-

0002,PYDC2 LINCR-0002:intronic_nc:NR_120606.1, PYDC2:upstream:NM_001083308.11
100

intronic NR_120606.1, NM_001083308.1c.-27G>A p.? -0.24 rs539897 0.4624 YES 6.022E-2 (pos.191178925) Pyrin domain-containing protein 2cytoplasm,inflammatory response,innate immune response,negative regulation of NF-kappaB import into nucleus,negative regulation of NF-kappaB transcription factor activity,negative regulation of NLRP3 inflammasome complex assembly,negative regulation of inflammatory response,negative regulation of interleukin-1 beta secretion,negative regulation of tumor necrosis factor-mediated signaling pathway,nucleus,protein bindingG=0, A=20 G=0.0, A=1.0 0.00001 263.779 20 G=0/0, A=11/9

chr1:46655158 C/C T C SNV POMGNT1 POMGNT1:exonic:NM_001243766.1 1 100 21 missense NM_001243766.1c.1867A>G p.Met623Val 5.76 1 21 0 GNT-I family,Interleukin-like EMT inducerrs6659553 6.00E-04 YES 1.0 (pos.46655158) Protein 0-mannose beta-1,2-N-acetylglucosaminyltransferaseCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Nervous System Diseases;Nervous System Malformations;Walker-Warburg SyndromeBenign T=0, C=62 T=0.0, C=1.0 0.00001 940.319 62 T=0/0, C=17/45

chr3:192444899 C/A C A SNV FGF12 1 45.83 intronic 3.73 rs13060864 0.1898 YES Fibroblast growth factor-12 C=26, A=22 C=0.5417, A=0.4583 0.00001 222.895 48 C=20/6, A=8/14

chr3:193016895 C/C T C SNV ATP13A5 ATP13A5:intronic:NM_198505.3 1 100 intronic NM_198505.3c.2848+25A>Gp.? -0.94 Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,E1-E2 ATPase,P5-type ATPase cation transporter,haloacid dehalogenase-like hydrolasers1878716 0.1571 YES 9.858E-1 (pos.193016895) ATP binding,ATP hydrolysis coupled cation transmembrane transport,ATPase activity,calcium ion transmembrane transport,calcium-transporting ATPase activity,cation transport,cation-transporting ATPase activity,cellular calcium ion homeostasis,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,ion transmembrane transport,metal ion binding,plasma membraneT=0, C=28 T=0.0, C=1.0 0.00001 389.493 28 T=0/0, C=18/10

chr3:193062906 A/A G A SNV ATP13A5 ATP13A5:intronic:NM_198505.3 1 100 intronic NM_198505.3c.742-42C>Tp.? 0.21 Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,E1-E2 ATPase,P5-type ATPase cation transporter,haloacid dehalogenase-like hydrolasers6444706 0.0524 YES 9.62E-1 (pos.193062906) ATP binding,ATP hydrolysis coupled cation transmembrane transport,ATPase activity,calcium ion transmembrane transport,calcium-transporting ATPase activity,cation transport,cation-transporting ATPase activity,cellular calcium ion homeostasis,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,ion transmembrane transport,metal ion binding,plasma membraneG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=13/12

chr3:193081864 G/A G A SNV ATP13A5 ATP13A5:intronic:NM_198505.3 1 57.89 intronic NM_198505.3c.237+32C>Tp.? 0.07 Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,E1-E2 ATPase,P5-type ATPase cation transporter,haloacid dehalogenase-like hydrolasers71632258,rs923495 0.26 YES 2.07E-1 (pos.193081864) ATP binding,ATP hydrolysis coupled cation transmembrane transport,ATPase activity,calcium ion transmembrane transport,calcium-transporting ATPase activity,cation transport,cation-transporting ATPase activity,cellular calcium ion homeostasis,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,ion transmembrane transport,metal ion binding,plasma membraneG=16, A=22 G=0.4211, A=0.5789 0.00001 249.051 38 G=9/7, A=13/9

chr3:193355074 C/C T C SNV OPA1 OPA1:intronic:NM_130837.2 1 100 intronic NM_130837.2c.1035+4T>Cp.? 0.9 Dynamin familyrs166850 0.1737 YES 9.609E-1 (pos.193355074) Optic atrophy 1 geneGTP binding,GTP metabolic process,GTPase activity,apoptotic process,axon cytoplasm,axonal transport of mitochondrion,cardiolipin binding,cellular response to L-glutamate,cellular response to glucose stimulus,cellular response to hypoxia,cellular senescence,cochlea development,cytosol,dendrite,dynamin family protein polymerization involved in mitochondrial fission,extrinsic component of mitochondrial inner membrane,inner mitochondrial membrane organization,integral component of membrane,intracellular distribution of mitochondria,kinase binding,magnesium ion binding,membrane,membrane tubulation,microtubule binding,mitochondrial calcium uptake,mitochondrial crista,mitochondrial fission,mitochondrial fusion,mitochondrial genome maintenance,mitochondrial inner membrane,mitochondrial intermembrane space,mitochondrial outer membrane,mitochondrion,mitochondrion morphogenesis,mitochondrion organization,negative regulation of endoplasmic reticulum stress-induced intrinsic apoptotic signaling pathway,negative regulationArthritis;Ataxia;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Dyskinesias;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Foot Deformities;Foot Deformities, Congenital;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Diseases;Heredodegenerative Disorders, Nervous System;Joint Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Metabolic Diseases;Mitochondrial Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Optic Atrophies, Hereditary;Optic Atrophy;Optic Atrophy, Autosomal Dominant;Optic Nerve Diseases;Osteoarthritis;Otorhinolaryngologic Diseases;Reflex, Abnormal;Rheumatic Diseases;Sensation DisordersBenign T=0, C=98 T=0.0, C=1.0 0.00001 1660.04 98 T=0/0, C=55/43

chr3:43121559 T/T C T SNV POMGNT2 POMGNT2:exonic:NM_032806.5 1 100 2 synonymous NM_032806.5c.1365G>A p.(=) -3.25 Protein of unknown function (DUF563)rs604033 0.2009 YES 7.126E-1 (pos.43121559) Protein O-mannose beta-1,2-N-acetylglucosaminyltransferase 2acetylglucosaminyltransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,neuron migration,protein O-GlcNAc transferase activity,protein O-linked glycosylation,protein O-linked mannosylation,protein bindingCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Nervous System Diseases;Nervous System Malformations;Perinatal Death;Pregnancy Complications;Walker-Warburg SyndromeBenign C=0, T=59 C=0.0, T=1.0 0.00001 885.363 59 C=0/0, T=23/36

chr3:19436587 C/C T C SNV KCNH8 KCNH8:intronic:NM_144633.2 1 100 intronic NM_144633.2c.970-9T>C p.? 0.11 Cyclic nucleotide-binding domain,Ion channel,Ion transport protein,PAS domain,PAS foldrs10470642 0.2998 YES 6.391E-1 (pos.19436587) integral component of plasma membrane,intracellular,phosphorelay sensor kinase activity,phosphorelay signal transduction system,plasma membrane,potassium ion transmembrane transport,regulation of ion transmembrane transport,regulation of membrane potential,signal transduction by protein phosphorylation,voltage-gated potassium channel activityT=0, C=70 T=0.0, C=1.0 0.00001 1088.97 70 T=0/0, C=24/46

chr9:134385436 G/G A G SNV POMT1 POMT1:exonic:NM_007171.3 1 100 8 missense NM_007171.3c.752A>G p.Gln251Arg -0.83 0.62 43 0 C-terminal four TMM region of protein-O-mannosyltransferase,Dolichyl-phosphate-mannose-protein mannosyltransferase,MIR domainrs2296949,rs386738991,rs8790650000.0485 YES 9.156E-1 (pos.134385436) Protein O-mannosyltransferase 1ER-associated misfolded protein catabolic process,acrosomal vesicle,carbohydrate metabolic process,dolichyl-phosphate-mannose-protein mannosyltransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular matrix organization,integral component of membrane,mannosylation,mannosyltransferase activity,metal ion binding,multicellular organism development,positive regulation of protein O-linked glycosylation,protein O-linked glycosylation,protein O-linked mannosylation,sarcoplasmic reticulumCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Nervous System Diseases;Nervous System Malformations;Walker-Warburg SyndromeBenign A=0, G=90 A=0.0, G=1.0 0.00001 1492.7 90 A=0/0, G=39/51

chr9:134386744 C/C T C SNV POMT1 POMT1:exonic:NM_007171.3 1 100 10 synonymous NM_007171.3c.942T>C p.(=) -1.73 C-terminal four TMM region of protein-O-mannosyltransferase,Dolichyl-phosphate-mannose-protein mannosyltransferase,MIR domainrs10901065 0.0478 YES 9.162E-1 (pos.134386744) Protein O-mannosyltransferase 1ER-associated misfolded protein catabolic process,acrosomal vesicle,carbohydrate metabolic process,dolichyl-phosphate-mannose-protein mannosyltransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular matrix organization,integral component of membrane,mannosylation,mannosyltransferase activity,metal ion binding,multicellular organism development,positive regulation of protein O-linked glycosylation,protein O-linked glycosylation,protein O-linked mannosylation,sarcoplasmic reticulumCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Nervous System Diseases;Nervous System Malformations;Walker-Warburg SyndromeBenign T=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=14/14

chr3:195595632 G/G A G SNV TNK2 TNK2:intronic:NM_001010938.1 1 100 intronic NM_001010938.1c.1778-52T>Cp.? 0.15 EGFR receptor inhibitor Mig-6,GTPase binding,Protein kinase domain,Protein tyrosine kinase,Variant SH3 domainrs13087251 0.1873 YES 9.448E-1 (pos.195595632) Tyrosine kinase, non-receptor, 2ATP binding,GTPase inhibitor activity,Grb2-EGFR complex,WW domain binding,adherens junction,cell differentiation,cell migration,cell surface receptor signaling pathway,clathrin-coated pit,clathrin-coated vesicle,cytoplasm,cytoplasmic vesicle membrane,endocytosis,endosome,epidermal growth factor receptor binding,extrinsic component of cytoplasmic side of plasma membrane,identical protein binding,innate immune response,membrane,metal ion binding,negative regulation of GTPase activity,non-membrane spanning protein tyrosine kinase activity,nucleus,peptidyl-tyrosine autophosphorylation,peptidyl-tyrosine phosphorylation,perinuclear region of cytoplasm,phosphorylation,plasma membrane,positive regulation of peptidyl-tyrosine phosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine/tyrosine kinase activity,protein tyrosine kinase activity,regulation of cell proliferation,regulation of clathrin-dependent endocytosis,signal transducDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Site;Precancerous ConditionsATP,DebromohymenialdisineA=0, G=25 A=0.0, G=1.0 0.00001 352.969 25 A=0/0, G=13/12

chr3:195789708 T/T G T SNV TFRC TFRC:intronic:NM_001128148.2 1 100 intronic NM_001128148.2c.1404+17C>Ap.? -1.02 PA domain,Peptidase family M28,Transferrin receptor-like dimerisation domainrs2239640 0.399 YES 1.52E-1;0.0 (pos.195789708) Transferrin receptorHFE-transferrin receptor complex,RNA binding,basolateral plasma membrane,blood microparticle,cell surface,cellular iron ion homeostasis,cellular response to drug,cellular response to leukemia inhibitory factor,clathrin-coated pit,clathrin-coated vesicle membrane,cytoplasmic vesicle,double-stranded RNA binding,early endosome,endosome,endosome membrane,external side of plasma membrane,extracellular exosome,extracellular region,extracellular space,extracellular vesicle,identical protein binding,integral component of membrane,integral component of plasma membrane,iron ion import,melanosome,membrane,membrane organization,osteoclast differentiation,perinuclear region of cytoplasm,plasma membrane,positive regulation of B cell proliferation,positive regulation of T cell proliferation,positive regulation of bone resorption,positive regulation of isotype switching,protein binding,protein homodimerization activity,receptor internalization,receptor-mediated endocytosis,recycling endosome,regulation of cell growth,regulatAbortion, Spontaneous;Adnexal Diseases;Anemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Anemia, Hypochromic;Anemia, Iron-Deficiency;Breast Diseases;Breast Neoplasms;Carcinogenesis;Cardiomyopathies;Cardiovascular Diseases;Cell Transformation, Neoplastic;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Glioma;Gonadal Disorders;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Iron Metabolism Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;LeukemiaGallium citrate Ga 67,Gallium nitrateG=0, T=20 G=0.0, T=1.0 0.00001 263.785 20 G=0/0, T=5/15

chr3:195798258 C/C T C SNV TFRC TFRC:intronic:NM_001128148.2 1 100 intronic NM_001128148.2c.687+9A>Gp.? -0.06 PA domain,Peptidase family M28,Transferrin receptor-like dimerisation domainrs480760 0.035 YES 1.0 (pos.195798258) Transferrin receptorHFE-transferrin receptor complex,RNA binding,basolateral plasma membrane,blood microparticle,cell surface,cellular iron ion homeostasis,cellular response to drug,cellular response to leukemia inhibitory factor,clathrin-coated pit,clathrin-coated vesicle membrane,cytoplasmic vesicle,double-stranded RNA binding,early endosome,endosome,endosome membrane,external side of plasma membrane,extracellular exosome,extracellular region,extracellular space,extracellular vesicle,identical protein binding,integral component of membrane,integral component of plasma membrane,iron ion import,melanosome,membrane,membrane organization,osteoclast differentiation,perinuclear region of cytoplasm,plasma membrane,positive regulation of B cell proliferation,positive regulation of T cell proliferation,positive regulation of bone resorption,positive regulation of isotype switching,protein binding,protein homodimerization activity,receptor internalization,receptor-mediated endocytosis,recycling endosome,regulation of cell growth,regulatAbortion, Spontaneous;Adnexal Diseases;Anemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Anemia, Hypochromic;Anemia, Iron-Deficiency;Breast Diseases;Breast Neoplasms;Carcinogenesis;Cardiomyopathies;Cardiovascular Diseases;Cell Transformation, Neoplastic;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Glioma;Gonadal Disorders;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Infant, Newborn, Diseases;Intestinal Diseases;Intestinal Neoplasms;Iron Metabolism Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;LeukemiaGallium citrate Ga 67,Gallium nitrateT=0, C=31 T=0.0, C=1.0 0.00001 465.808 31 T=0/0, C=14/17

chr3:195925419 C/C T C SNV ZDHHC19 ZDHHC19:intronic:NM_001039617.1 1 100 intronic NM_001039617.1c.774-97A>Gp.? 0.06 DHHC palmitoyltransferasers56699931 YES 0.0 (pos.195925419) endoplasmic reticulum,integral component of membrane,protein-cysteine S-palmitoyltransferase activityT=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=3/24

chr9:134387488 C/C T C SNV POMT1 POMT1:exonic:NM_007171.3 1 100 11 synonymous NM_007171.3c.1113T>C p.(=) -1.58 C-terminal four TMM region of protein-O-mannosyltransferase,Dolichyl-phosphate-mannose-protein mannosyltransferase,MIR domainrs3739494 0.0478 YES 9.157E-1 (pos.134387488) Protein O-mannosyltransferase 1ER-associated misfolded protein catabolic process,acrosomal vesicle,carbohydrate metabolic process,dolichyl-phosphate-mannose-protein mannosyltransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular matrix organization,integral component of membrane,mannosylation,mannosyltransferase activity,metal ion binding,multicellular organism development,positive regulation of protein O-linked glycosylation,protein O-linked glycosylation,protein O-linked mannosylation,sarcoplasmic reticulumCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Nervous System Diseases;Nervous System Malformations;Walker-Warburg SyndromeBenign T=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=15/8

chr9:134398534 C/C T C SNV

POMT1,UCK

1 UCK1:downstream:NM_001261451.2, POMT1:utr_3:NM_007171.3 1
100

20 utr_3 NM_007171.3, NM_001261451.2c.2285T>C, c.*1893A>Gp.?, p.? -1.48 C-terminal four TMM region of protein-O-mannosyltransferase,Dolichyl-phosphate-mannose-protein mannosyltransferase,MIR domainrs3739495 0.0479 YES 9.175E-1 (pos.134398534) Protein O-mannosyltransferase 1,Uridine/cytidine kinase 1ATP binding,CTP salvage,ER-associated misfolded protein catabolic process,UMP salvage,acrosomal vesicle,carbohydrate metabolic process,cytosol,dolichyl-phosphate-mannose-protein mannosyltransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular matrix organization,integral component of membrane,mannosylation,mannosyltransferase activity,metal ion binding,multicellular organism development,nucleoside kinase activity,nucleotide biosynthetic process,phosphorylation,positive regulation of protein O-linked glycosylation,protein O-linked glycosylation,protein O-linked mannosylation,pyrimidine nucleobase metabolic process,pyrimidine nucleoside salvage,sarcoplasmic reticulum,uridine kinase activityCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Nervous System Diseases;Nervous System Malformations;Walker-Warburg SyndromeBenign T=0, C=64 T=0.0, C=1.0 0.00001 977.635 64 T=0/0, C=24/40

chr14:77745193 C/C A C SNV POMT2 POMT2:exonic:NM_013382.5 1 100 19 synonymous NM_013382.5c.1911T>G p.(=) -0.78 0.06(COSM4148271)C-terminal four TMM region of protein-O-mannosyltransferase,Dolichyl-phosphate-mannose-protein mannosyltransferase,MIR domainrs3209079 0.1903 YES 9.65E-1 (pos.77745193) astrocytoma_Grade_III,neoplasmPutative protein O-mannosyltransferase 2ER-associated misfolded protein catabolic process,dolichyl-phosphate-mannose-protein mannosyltransferase activity,endoplasmic reticulum membrane,integral component of membrane,mannosylation,mannosyltransferase activity,metal ion binding,positive regulation of protein O-linked glycosylation,protein O-linked glycosylation,protein O-linked mannosylationCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Nervous System Diseases;Nervous System Malformations;Walker-Warburg SyndromeBenign A=0, C=34 A=0.0, C=1.0 0.00001 524.186 34 A=0/0, C=25/9

chr3:196746629 C/C T C SNV MELTF MELTF:intronic:NM_005929.5 1 100 intronic NM_005929.5c.712+1646A>Gp.? -1.9 0(COSM3760006)ABC transporter, phosphonate, periplasmic substrate-binding protein,Transferrinrs1056664,rs749674532 0.2223 YES 0.0 (pos.196746619),2.94E-1 (pos.196746629)acute_myeloid_leukaemia,adenocarcinoma,neoplasmC-terminal protein lipidation,anchored component of plasma membrane,cell surface,cellular protein metabolic process,endoplasmic reticulum lumen,extracellular exosome,extracellular region,integral component of plasma membrane,iron ion binding,iron ion homeostasis,iron ion import,negative regulation of substrate adhesion-dependent cell spreading,plasma membrane,positive regulation of extracellular matrix disassembly,positive regulation of plasminogen activation,post-translational protein modification,protein binding,regulation of cell growth,regulation of cell proliferationT=0, C=89 T=0.0, C=1.0 0.00001 1472.21 89 T=0/0, C=13/76

chr3:196778438 C/T C T SNV DLG1 DLG1:intronic:NM_004087.2 1 46.51 intronic NM_004087.2c.2674+10G>Ap.? -0.24 0.02(COSM4769729),0.02(COSM4769730)Guanylate kinase,L27_1,PDZ domain (Also known as DHR or GLGF),PDZ-associated domain of NMDA receptors,Polyubiquitination (PEST) N-terminal domain of MAGUK,SH3 domain,Variant SH3 domainrs7629533 0.28 YES 7.41E-2 (pos.196778438) adenocarcinomaDiscs, large, Drosophila, homolog of, 1GDP metabolic process,GMP metabolic process,Golgi apparatus,L27 domain binding,MPP7-DLG1-LIN7 complex,T cell activation,T cell cytokine production,actin filament organization,activation of protein kinase activity,amyloid precursor protein metabolic process,astral microtubule organization,basal lamina,basolateral plasma membrane,bicellular tight junction,bicellular tight junction assembly,branching involved in ureteric bud morphogenesis,cadherin binding,cell junction,cell projection membrane,cell-cell adhesion,cell-cell junction,cellular protein complex localization,chemical synaptic transmission,cortical actin cytoskeleton organization,cortical microtubule organization,cytoplasm,cytoplasmic side of plasma membrane,cytoskeletal protein binding,cytosol,embryonic skeletal system morphogenesis,endoplasmic reticulum,endoplasmic reticulum membrane,endothelial cell proliferation,establishment of centrosome localization,establishment or maintenance of cell polarity,establishment or maintenance of epithelial cell apicCleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Jaw Abnormalities;Jaw Diseases;Maxillofacial Abnormalities;Mental Disorders;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Stomatognathic Diseases;Stomatognathic System AbnormalitiesC=23, T=20 C=0.5349, T=0.4651 0.00001 212.351 43 C=11/12, T=6/14

chr3:197483279 G/G A G SNV FYTTD1 FYTTD1:intronic:NM_032288.6 1 100 intronic NM_032288.6c.104-18A>Gp.? -1.09 Forty-two-three proteinrs6794391 0.1362 YES 9.961E-1 (pos.197483279) Forty-two-three domain-containing protein 1RNA binding,intracellular,mRNA binding,mRNA export from nucleus,nuclear speck,nucleoplasm,protein bindingA=0, G=42 A=0.0, G=1.0 0.00001 684.943 42 A=0/0, G=27/15

chr14:77751925 T/T C T SNV POMT2 POMT2:exonic:NM_013382.5 1 100 13 synonymous NM_013382.5c.1383G>A p.(=) 0.02 0.4(COSM4148272)C-terminal four TMM region of protein-O-mannosyltransferase,Dolichyl-phosphate-mannose-protein mannosyltransferase,MIR domainrs2270419 0.1935 YES 9.651E-1 (pos.77751925) neoplasm Putative protein O-mannosyltransferase 2ER-associated misfolded protein catabolic process,dolichyl-phosphate-mannose-protein mannosyltransferase activity,endoplasmic reticulum membrane,integral component of membrane,mannosylation,mannosyltransferase activity,metal ion binding,positive regulation of protein O-linked glycosylation,protein O-linked glycosylation,protein O-linked mannosylationCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Nervous System Diseases;Nervous System Malformations;Walker-Warburg SyndromeBenign C=0, T=20 C=0.0, T=1.0 0.00001 263.785 20 C=0/0, T=7/13

chr3:197496984 G/G A G SNV FYTTD1 FYTTD1:intronic:NM_032288.6 1 100 intronic NM_032288.6c.385-19A>Gp.? -0.42 Forty-two-three proteinrs1708460 0.0204 YES 1.0 (pos.197496984) Forty-two-three domain-containing protein 1RNA binding,intracellular,mRNA binding,mRNA export from nucleus,nuclear speck,nucleoplasm,protein bindingA=0, G=21 A=0.0, G=1.0 0.00001 281.234 21 A=0/0, G=18/3

chr7:94937446 T/C T C SNV PON1 PON1:exonic:NM_000446.5 1 59.09 6 missense NM_000446.5c.575A>G p.Gln192Arg -1.3 0.61 43 0 0.03(COSM150330)Arylesterase,SMP-30/Gluconolaconase/LRE-like region,Strictosidine synthasers662 0.285 YES 6.614E-1 (pos.94937446) adenocarcinoma,diffuse_large_B_cell_lymphomaParaoxonase-1acyl-L-homoserine-lactone lactonohydrolase activity,aromatic compound catabolic process,aryldialkylphosphatase activity,arylesterase activity,blood microparticle,calcium ion binding,carboxylic acid catabolic process,cholesterol metabolic process,dephosphorylation,extracellular exosome,extracellular region,extracellular space,high-density lipoprotein particle,intracellular membrane-bounded organelle,lipoxygenase pathway,negative regulation of plasma lipoprotein oxidation,organophosphate catabolic process,phosphatidylcholine metabolic process,phospholipid binding,positive regulation of binding,positive regulation of cholesterol efflux,positive regulation of transporter activity,protein homodimerization activity,response to external stimulus,response to fatty acid,response to fluoride,response to nutrient levels,response to toxic substance,spherical high-density lipoprotein particleAcute Coronary Syndrome;Amino Acid Metabolism, Inborn Errors;Amyotrophic Lateral Sclerosis;Arterial Occlusive Diseases;Arteriosclerosis;Arteritis;Arthritis;Arthritis, Rheumatoid;Atherosclerosis;Autistic Disorder;Autoimmune Diseases;Avitaminosis;Brain Diseases;Brain Neoplasms;Cardiovascular Diseases;Central Nervous System Diseases;Central Nervous System Neoplasms;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Coronary Artery Disease;Coronary Disease;Coronary Vasospasm;Deficiency Diseases;Depressive Disorder;Diabetes Complications;Diabetes Mellitus;Diabetic Angiopathies;Diabetic Retinopathy;Digestive System Diseases;Drug-Induced Liver Injury;Dyslipidemias;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Glomerulonephritis;GlomerulonephritCefazolin association, risk factorT=18, C=26 T=0.4091, C=0.5909 0.00001 312.072 44 T=8/10, C=22/4

chr3:20141265 G/C G C SNV KAT2B KAT2B:intronic:NM_003884.4 1 57.58 intronic NM_003884.4c.577-89G>Cp.? 0.38 Acetyltransferase (GNAT) domain,Acetyltransferase (GNAT) family,Bromodomain,PCAF (P300/CBP-associated factor) N-terminal domainrs41285057,rs554683099 YES A band,Ada2/Gcn5/Ada3 transcription activator complex,I band,N-terminal peptidyl-lysine acetylation,Notch signaling pathway,PCAF complex,RNA polymerase II regulatory region sequence-specific DNA binding,acetyltransferase activity,actomyosin,cell cycle arrest,cellular response to insulin stimulus,chromatin binding,chromatin remodeling,cyclin-dependent protein serine/threonine kinase inhibitor activity,histone H3 acetylation,histone H3-K9 acetylation,histone acetyltransferase activity,histone deacetylase binding,internal peptidyl-lysine acetylation,kinetochore,lysine N-acetyltransferase activity, acting on acetyl phosphate as donor,negative regulation of cell proliferation,negative regulation of cyclin-dependent protein serine/threonine kinase activity,nucleoplasm,nucleus,peptidyl-lysine acetylation,positive regulation of gene expression, epigenetic,positive regulation of gluconeogenesis by positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymer(3E)-4-(1-METHYL-1H-INDOL-3-YL)BUT-3-EN-2-ONE,Coenzyme A,N-(3-AMINOPROPYL)-2-NITROBENZENAMINEG=14, C=19 G=0.4242, C=0.5758 0.00001 204.379 33 G=4/10, C=12/7

chr3:20156302 T/C T C SNV KAT2B KAT2B:intronic:NM_003884.4 1 53.13 intronic NM_003884.4c.1044-72T>Cp.? -0.06 Acetyltransferase (GNAT) domain,Acetyltransferase (GNAT) family,Bromodomain,PCAF (P300/CBP-associated factor) N-terminal domainrs2365794 YES A band,Ada2/Gcn5/Ada3 transcription activator complex,I band,N-terminal peptidyl-lysine acetylation,Notch signaling pathway,PCAF complex,RNA polymerase II regulatory region sequence-specific DNA binding,acetyltransferase activity,actomyosin,cell cycle arrest,cellular response to insulin stimulus,chromatin binding,chromatin remodeling,cyclin-dependent protein serine/threonine kinase inhibitor activity,histone H3 acetylation,histone H3-K9 acetylation,histone acetyltransferase activity,histone deacetylase binding,internal peptidyl-lysine acetylation,kinetochore,lysine N-acetyltransferase activity, acting on acetyl phosphate as donor,negative regulation of cell proliferation,negative regulation of cyclin-dependent protein serine/threonine kinase activity,nucleoplasm,nucleus,peptidyl-lysine acetylation,positive regulation of gene expression, epigenetic,positive regulation of gluconeogenesis by positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymer(3E)-4-(1-METHYL-1H-INDOL-3-YL)BUT-3-EN-2-ONE,Coenzyme A,N-(3-AMINOPROPYL)-2-NITROBENZENAMINET=15, C=17 T=0.4688, C=0.5313 0.00001 173.553 32 T=11/4, C=13/4

chr3:20212189 G/G A G SNV SGO1 SGO1:intronic:NM_001012410.4 1 100 intronic NM_001012410.4c.1564+27T>Cp.? 0.94 Shugoshin C terminus,Shugoshin N-terminal coiled-coil regionrs1052930,rs796405177 0.4006 YES 9.617E-1 (pos.20212189) Shugoshin-like 1attachment of spindle microtubules to kinetochore,cell division,centriole-centriole cohesion,centrosome,chromosome segregation,chromosome, centromeric region,condensed chromosome kinetochore,condensed chromosome, centromeric region,condensed nuclear chromosome, centromeric region,cytosol,kinase binding,kinetochore,meiotic chromosome segregation,mitotic sister chromatid cohesion, centromeric,protein binding,sister chromatid cohesion,spindle poleA=0, G=44 A=0.0, G=1.0 0.00001 726.567 44 A=0/0, G=29/15

chr3:119367390 C/C T C SNV POPDC2 POPDC2:exonic:NM_022135.3 1 100 3 synonymous NM_022135.3c.726A>G p.(=) -8.25 Popeye protein conserved regionrs2688643 9.00E-04 YES 9.997E-1 (pos.119367390) Popeye domain-containing protein 2biological_process,integral component of membrane,molecular_function,regulation of heart rate,sarcolemmaT=0, C=182 T=0.0, C=1.0 0.00001 3024.65 182 T=0/0, C=106/76

chr7:75614953 C/C T C SNV POR POR:exonic:NM_000941.2 1 100 13 synonymous NM_000941.2c.1455T>C p.(=) -6.59 0.05(COSM4162445),0.05(COSM4162446)FAD binding domain,Flavodoxin,Oxidoreductase NAD-binding domainrs2228104 0.0336 YES 8.582E-1;0.0 (pos.75614953)neoplasm Cytochrome P450 oxidoreductaseFMN binding,NADP binding,NADPH-hemoprotein reductase activity,carnitine metabolic process,cellular organofluorine metabolic process,cellular response to follicle-stimulating hormone stimulus,cellular response to peptide hormone stimulus,cytochrome-b5 reductase activity, acting on NAD(P)H,demethylation,electron transfer activity,electron transport chain,endoplasmic reticulum membrane,enzyme binding,fatty acid oxidation,flavin adenine dinucleotide binding,flavonoid metabolic process,hydrolase activity,integral component of membrane,internal peptidyl-lysine acetylation,intracellular membrane-bounded organelle,iron-cytochrome-c reductase activity,membrane,mitochondrion,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of lipase activity,nitrate catabolic process,nitric oxide catabolic process,nitric oxide dioxygenase activity,oxidation-reduction process,oxidoreductase activity,positive regulation of cholesterol biosynthetic process,positive regulation ofAdrenal Gland Diseases;Adrenal Hyperplasia, Congenital;Adrenogenital Syndrome;Antley-Bixler Syndrome Phenotype;Bone Diseases;Bone Diseases, Developmental;Carcinogenesis;Cell Transformation, Neoplastic;Communication Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Dysostoses;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glioma;Gliosarcoma;Gonadal Disorders;Learning Disorders;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Processes;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neurologic Manifestations;Nutrit2'-Monophosphoadenosine 5'-Diphosphoribose,Benzphetamine,Daunorubicin,Doxorubicin,Ethylmorphine,Flavin adenine dinucleotide,Lipoic Acid,Mitomycin,Nilutamide,Nitrofurantoin,Riboflavin MonophosphateBenign T=0, C=45 T=0.0, C=1.0 0.00001 747.142 45 T=0/0, C=31/14

chr3:24009279 C/C A C SNV NR1D2 NR1D2:intronic:NM_005126.4 1 100 intronic NM_005126.4c.1333-25A>Cp.? 1.47 Ligand-binding domain of nuclear hormone receptor,Zinc finger, C4 type (two domains)rs67657770 0.4286 YES 4.803E-1 (pos.24009279) Nuclear receptor subfamily 1, group D, member 2DNA binding transcription factor activity,RNA polymerase II distal enhancer sequence-specific DNA binding,core promoter sequence-specific DNA binding,intracellular receptor signaling pathway,lipid homeostasis,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear receptor activity,nucleoplasm,nucleus,positive regulation of transcription, DNA-templated,protein binding,regulation of circadian rhythm,regulation of energy homeostasis,regulation of inflammatory response,regulation of lipid metabolic process,regulation of skeletal muscle cell differentiation,regulation of transcription, DNA-templated,rhythmic process,sequence-specific DNA binding,steroid hormone mediated signaling pathway,steroid hormone receptor activity,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II distal enhancer sequence-specific binding,zinc ion bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleA=0, C=54 A=0.0, C=1.0 0.00001 798.148 54 A=0/0, C=31/23

chr18:14543139 C/C T C SNV POTEC POTEC:exonic:NM_001137671.1 1 100 1 missense NM_001137671.1c.7A>G p.Thr3Ala -1.08 1 58 0 0(COSM1522590)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs28535987 YES 7.111E-1;0.0 (pos.14543139)adenocarcinoma,astrocytoma_Grade_IV,neoplasm,squamous_cell_carcinoma T=0, C=31 T=0.0, C=1.0 0.00001 465.811 31 T=0/0, C=19/12

chr3:27332282 C/T C T SNV NEK10 NEK10:intronic:NM_199347.3 1 57.14 intronic NM_199347.3c.1606-37G>Ap.? -0.21 Phosphotransferase enzyme family,Protein kinase domain,Protein tyrosine kinase,RIO1 familyrs62255594 0.2681 YES 1.011E-1 (pos.27332282) ATP binding,metal ion binding,positive regulation of MAP kinase activity,positive regulation of protein autophosphorylation,protein kinase activity,protein kinase complex,protein phosphorylation,protein serine/threonine kinase activity,regulation of ERK1 and ERK2 cascade,regulation of cell cycle G2/M phase transitionBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesC=18, T=24 C=0.4286, T=0.5714 0.00001 274.323 42 C=9/9, T=4/20

chr3:28381886 AT/AT A AT INDEL AZI2 AZI2:intronic:NM_022461.4 1 100 intronic NM_022461.4c.216+7T>ATp.? -0.03 TBD domain 5-azacytidine-induced gene 2, mouse, homolog ofI-kappaB kinase/NF-kappaB signaling,T cell activation,cytoplasm,dendritic cell differentiation,dendritic cell proliferation,interferon-alpha production,interferon-gamma production,interleukin-6 production,mitotic cell cycle,protein binding,tumor necrosis factor production,viral processA=0, AT=46 A=0.0, AT=1.0 0.00001 619.765 46 A=0/0, AT=25/21

chr11:120107411 G/A G A SNV POU2F3 POU2F3:exonic:NM_001244682.1 1 95.83 1 missense NM_001244682.1c.29G>A p.Gly10Glu -1.06 0.02 98 Homeobox domain,Pou domain - N-terminal to homeobox domainrs882856 YES 0.0 (pos.120107411) POU domain, class 2, transcription factor 3DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,epidermis development,negative regulation by host of viral transcription,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingG=1, A=23 G=0.0417, A=0.9583 0.00001 306.073 24 G=0/1, A=11/12

chr3:2925027 C/T C T SNV CNTN4 CNTN4:intronic:NM_175607.2 1 50 intronic NM_175607.2c.755+96C>Tp.? 0.1 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs113735808 Contactin 4 C-terminal protein lipidation,anchored component of membrane,axon,axon guidance,axonal fasciculation,axonogenesis,brain development,cell adhesion,extracellular region,negative regulation of neuron differentiation,nervous system development,neuron cell-cell adhesion,neuron projection development,plasma membrane,regulation of synaptic plasticityAutistic Disorder;Biliary Tract Diseases;Biliary Tract Neoplasms;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Developmental Disabilities;Digestive System Diseases;Digestive System Neoplasms;Gallbladder Diseases;Gallbladder Neoplasms;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Neurodevelopmental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=17, T=17 C=0.5, T=0.5 0.00001 172.009 34 C=10/7, T=6/11

chr3:29977739 C/C T C SNV RBMS3 RBMS3:intronic:NM_001003793.2 1 100 intronic NM_001003793.2c.1050+52T>Cp.? -0.23 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs1449287 0.0922 YES 9.615E-1 (pos.29977739) RNA-binding motif protein, single strand-interacting, 3RNA binding,cytoplasm,defense response to tumor cell,mRNA 3'-UTR AU-rich region binding,negative regulation of canonical Wnt signaling pathway,negative regulation of gene expression,poly(A) binding,poly(U) RNA binding,positive regulation of gene expression,positive regulation of translationT=0, C=75 T=0.0, C=1.0 0.00001 1193.81 75 T=0/0, C=53/22

chr3:3030223 C/A C A SNV CNTN4 CNTN4:intronic:NM_175607.2 1 52.27 intronic NM_175607.2c.1486+67C>Ap.? -0.44 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs13068264 YES Contactin 4 C-terminal protein lipidation,anchored component of membrane,axon,axon guidance,axonal fasciculation,axonogenesis,brain development,cell adhesion,extracellular region,negative regulation of neuron differentiation,nervous system development,neuron cell-cell adhesion,neuron projection development,plasma membrane,regulation of synaptic plasticityAutistic Disorder;Biliary Tract Diseases;Biliary Tract Neoplasms;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Developmental Disabilities;Digestive System Diseases;Digestive System Neoplasms;Gallbladder Diseases;Gallbladder Neoplasms;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Neurodevelopmental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=21, A=23 C=0.4773, A=0.5227 0.00001 260.154 44 C=12/9, A=10/13

chrX:82764040 G/G A G SNV POU3F4 POU3F4:exonic:NM_000307.4 1 100 1 synonymous NM_000307.4c.708A>G p.(=) 2.27 0.18(COSM4157034),0.18(COSM4157035)Homeobox domain,Pou domain - N-terminal to homeobox domainrs386826000,rs5921978 1.0 (pos.82764040) neoplasm,squamous_cell_carcinomaPOU domain, class 3, transcription factor 4AT DNA binding,DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,cochlea morphogenesis,forebrain neuron differentiation,negative regulation of mesenchymal cell apoptotic process,nucleus,protein binding,regulation of transcription from RNA polymerase II promoter,sensory perception of sound,transcription from RNA polymerase II promoterCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Hearing Disorders;Hearing Loss;Hearing Loss, Conductive;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersBenign A=0, G=29 A=0.0, G=1.0 0.00001 427.57 29 A=0/0, G=21/8

chrX:82764042 C/C G C SNV POU3F4 POU3F4:exonic:NM_000307.4 1 100 1 missense NM_000307.4c.710G>C p.Gly237Ala 5.87 60 0.23(COSM1180653),0.23(COSM4157036)Homeobox domain,Pou domain - N-terminal to homeobox domainrs113043342,rs386826000,rs5921979 1.0 (pos.82764042) neoplasm,squamous_cell_carcinomaPOU domain, class 3, transcription factor 4AT DNA binding,DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,cochlea morphogenesis,forebrain neuron differentiation,negative regulation of mesenchymal cell apoptotic process,nucleus,protein binding,regulation of transcription from RNA polymerase II promoter,sensory perception of sound,transcription from RNA polymerase II promoterCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Hearing Disorders;Hearing Loss;Hearing Loss, Conductive;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersBenign G=0, C=29 G=0.0, C=1.0 0.00001 427.496 29 G=0/0, C=21/8

chr3:3170910 G/G A G SNV TRNT1 TRNT1:intronic:NM_182916.2 1 100 intronic NM_182916.2c.148+38A>Gp.? -0.41 Poly A polymerase head domain,Probable RNA and SrmB- binding site of polymerase Ars334772 0.0016 YES 1.0 (pos.3170910) tRNA nucleotidyltransferase, CCA-adding, 15'-3' RNA polymerase activity,ATP binding,ATP:3'-cytidine-cytidine-tRNA adenylyltransferase activity,CTP:3'-cytidine-tRNA cytidylyltransferase activity,CTP:tRNA cytidylyltransferase activity,intracellular,mitochondrial matrix,mitochondrial tRNA 3'-end processing,mitochondrion,nucleoplasm,tRNA 3'-end processing,tRNA 3'-terminal CCA addition,tRNA bindingA=0, G=119 A=0.0, G=1.0 0.00001 1913.51 119 A=0/0, G=38/81

chr4:23815924 C/C T C SNV PPARGC1A PPARGC1A:exonic:NM_013261.4 1 100 8 synonymous NM_013261.4c.1182A>G p.(=) -1.91 0(COSM3760555)RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2970847 0.2023 YES 7.709E-1 (pos.23815924) adenocarcinomaPeroxisome proliferator-activated receptor-gamma, coactivator 1, alphaDNA binding,DNA-directed RNA polymerase II, core complex,PML body,RNA binding,RNA polymerase II transcription cofactor activity,RNA splicing,adaptive thermogenesis,adipose tissue development,aging,alpha-tubulin binding,androgen metabolic process,androgen receptor binding,androgen receptor signaling pathway,apical dendrite,autophagy of mitochondrion,brown fat cell differentiation,cellular glucose homeostasis,cellular respiration,cellular response to caffeine,cellular response to estradiol stimulus,cellular response to follicle-stimulating hormone stimulus,cellular response to fructose stimulus,cellular response to glucose stimulus,cellular response to hypoxia,cellular response to interleukin-6,cellular response to ionomycin,cellular response to lipopolysaccharide,cellular response to nitrite,cellular response to oxidative stress,cellular response to potassium ion,cellular response to resveratrol,cellular response to thyroid hormone stimulus,cellular response to transforming growth factor beta stimulus,cellularAmyotrophic Lateral Sclerosis;Bowen's Disease;Brain Diseases;Carcinoma;Carcinoma, Squamous Cell;Cardiomegaly;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Digestive System Diseases;Endocrine System Diseases;Eye Diseases;Fatty Liver;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Heart Failure;Heredodegenerative Disorders, Nervous System;Hyperinsulinism;Insulin Resistance;Kidney Diseases;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Liver Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Motor Neuron Disease;Myocardial Infarction;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;NeurocognitiveT=0, C=34 T=0.0, C=1.0 0.00001 524.17 34 T=0/0, C=20/14

chr3:3197871 C/C T C SNV CRBN CRBN:intronic:NM_016302.3 1 100 intronic NM_016302.3c.750+32A>Gp.? -1.09 ATP-dependent protease La (LON) substrate-binding domain,Yippee zinc-binding/DNA-binding /Mis18, centromere assemblyrs1705789,rs756831886 0.0015 YES 0.0 (pos.3197869),1.0 (pos.3197871) Cereblon Cul4A-RING E3 ubiquitin ligase complex,cytoplasm,membrane,metal ion binding,negative regulation of ion transmembrane transport,negative regulation of protein homooligomerization,nucleolus,nucleus,positive regulation of protein homodimerization activity,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitinationIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsLenalidomide,Pomalidomide,ThalidomideT=0, C=43 T=0.0, C=1.0 0.00001 705.841 43 T=0/0, C=18/25

chr3:3215954 G/G A G SNV CRBN CRBN:intronic:NM_016302.3 1 100 intronic NM_016302.3c.175-9T>C p.? -0.31 ATP-dependent protease La (LON) substrate-binding domain,Yippee zinc-binding/DNA-binding /Mis18, centromere assemblyrs1669321 0.0023 YES 1.0 (pos.3215954) Cereblon Cul4A-RING E3 ubiquitin ligase complex,cytoplasm,membrane,metal ion binding,negative regulation of ion transmembrane transport,negative regulation of protein homooligomerization,nucleolus,nucleus,positive regulation of protein homodimerization activity,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitinationIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsLenalidomide,Pomalidomide,ThalidomideBenign A=0, G=63 A=0.0, G=1.0 0.00001 958.917 63 A=0/0, G=32/31

chr4:57273840 C/G C G SNV PPAT PPAT:exonic:NM_002703.4 1 45.45 2 synonymous NM_002703.4c.171G>C p.(=) 0.34 0.6(COSM1131102)Glutamine amidotransferase domain,Glutamine amidotransferases class-II,Phosphoribosyl transferase domainrs11538098 0.4169 YES 7.407E-2;1.156E-4 (pos.57273840)acute_myeloid_leukaemia,adenocarcinomaPhosphoribosylpyrophosphate amidotransferase'de novo' IMP biosynthetic process,4 iron, 4 sulfur cluster binding,G1/S transition of mitotic cell cycle,amidophosphoribosyltransferase activity,animal organ regeneration,cellular response to drug,cellular response to insulin stimulus,cytosol,glutamine catabolic process,kidney development,lactation,maternal process involved in female pregnancy,metal ion binding,nucleoside metabolic process,protein homotetramerization,purine nucleobase biosynthetic process,purine nucleotide biosynthetic process,purine ribonucleoside monophosphate biosynthetic processCardiovascular Diseases;Digestive System Diseases;Digestive System Neoplasms;Heart Diseases;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Vascular DiseasesFluorouracil,L-Glutamine,MercaptopurineC=18, G=15 C=0.5455, G=0.4545 0.00001 143.161 33 C=12/6, G=12/3

chr3:33414923 G/A G A SNV FBXL2 FBXL2:intronic:NM_012157.4 1 50 intronic NM_012157.4c.455+76G>Ap.? -0.27 F-box domain,F-box-like,Leucine Rich Repeat,Leucine Rich repeatrs2291898 YES F-box and leucine-rich repeat protein 2SCF ubiquitin ligase complex,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,calmodulin binding,cellular protein modification process,cytoplasm,membrane,phosphatidylinositol 3-kinase regulatory subunit binding,protein binding,protein monoubiquitination,protein phosphatase binding,protein ubiquitination,proteolysis,regulation of autophagy,regulation of phosphatidylinositol 3-kinase signaling,ubiquitin-protein transferase activity,viral processG=13, A=13 G=0.5, A=0.5 0.00001 119.06 26 G=0/13, A=3/10

chr4:76793228 G/G A G SNV PPEF2 PPEF2:exonic:NM_006239.2 1 100 13 synonymous NM_006239.2c.1599T>C p.(=) -0.92 Calcineurin-like phosphoesterase,EF hand,EF-hand domain pair,IQ calmodulin-binding motif,PPP5 TPR repeat regionrs1394916 2.00E-04 1.0 (pos.76793228) Protein phosphatase, EF hand calcium-binding domain-2Hsp70 protein binding,Hsp90 protein binding,calcium ion binding,cytoplasm,detection of stimulus involved in sensory perception,iron ion binding,manganese ion binding,mitogen-activated protein kinase kinase kinase binding,negative regulation of MAPK cascade,negative regulation of peptidyl-threonine phosphorylation,photoreceptor inner segment,photoreceptor outer segment,protein dephosphorylation,protein serine/threonine phosphatase activity,regulation of JUN kinase activity,regulation of MAP kinase activity,visual perceptionA=0, G=33 A=0.0, G=1.0 0.00001 504.598 33 A=0/0, G=18/15

chr3:35756778 T/T A T SNV ARPP21 ARPP21:intronic:NM_001267619.1 1 100 intronic NM_001267619.1c.796-153A>Tp.? -0.23 R3H domain rs2305233 YES biological_process,calmodulin binding,cellular response to heat,cellular_component,cytoplasm,molecular_function,nucleic acid bindingA=0, T=28 A=0.0, T=1.0 0.00001 408.715 28 A=0/0, T=25/3

chr3:36484745 CT/CT C CT INDEL STAC STAC:intronic:NM_003149.2 1 100 intronic NM_003149.2c.112-111C>CTp.? -0.04 Phorbol esters/diacylglycerol binding domain (C1 domain),SH3 domain,Unstructured on SH3 and cysteine-rich domain-containing protein 2,Variant SH3 domainSRC homology three (SH3) and cysteine-rich domainT-tubule,cellular response to heat,cytosol,intracellular signal transduction,metal ion binding,muscle contraction,protein binding,regulation of voltage-gated calcium channel activity,signal transductionDermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesC=0, CT=28 C=0.0, CT=1.0 0.00001 301.806 28 C=0/0, CT=20/8

chr4:76805902 T/T C T SNV PPEF2 PPEF2:exonic:NM_006239.2 1 100 8 synonymous NM_006239.2c.591G>A p.(=) -4.23 Calcineurin-like phosphoesterase,EF hand,EF-hand domain pair,IQ calmodulin-binding motif,PPP5 TPR repeat regionrs1976518 0.0171 YES 9.934E-1;0.0 (pos.76805902) Protein phosphatase, EF hand calcium-binding domain-2Hsp70 protein binding,Hsp90 protein binding,calcium ion binding,cytoplasm,detection of stimulus involved in sensory perception,iron ion binding,manganese ion binding,mitogen-activated protein kinase kinase kinase binding,negative regulation of MAPK cascade,negative regulation of peptidyl-threonine phosphorylation,photoreceptor inner segment,photoreceptor outer segment,protein dephosphorylation,protein serine/threonine phosphatase activity,regulation of JUN kinase activity,regulation of MAP kinase activity,visual perceptionC=0, T=69 C=0.0, T=1.0 0.00001 1072.75 69 C=0/0, T=41/28

chr3:36896653 C/C G C SNV TRANK1 TRANK1:intronic:NM_014831.2 1 100 intronic NM_014831.2c.4417+11C>Gp.? 0.12 rs9818599 1.00E-04 1.0;0.0 (pos.36896653) G=0, C=22 G=0.0, C=1.0 0.00001 298.892 22 G=0/0, C=13/9

chr3:36915814 T/G T G SNV TRANK1 TRANK1:intronic:NM_014831.2 1 50 intronic NM_014831.2c.776-27A>Cp.? 0.77 rs4296548 YES 6.647E-1 (pos.36915814) T=24, G=24 T=0.5, G=0.5 0.00001 270.871 48 T=14/10, G=9/15

chr3:37163039 A/A G A SNV LRRFIP2 LRRFIP2:intronic:NM_006309.3 1 100 intronic NM_006309.3c.286-12C>Tp.? 1.29 LRRFIP family rs336595,rs761809955 0 0.0 (pos.37163038),1.0 (pos.37163039) Leucine-rich repeat in FLII-interacting protein 2LRR domain binding,Wnt signaling pathway,biological_process,cellular_component,protein binding,regulation of transcription, DNA-templatedColonic Diseases;Colorectal Neoplasms;Colorectal Neoplasms, Hereditary Nonpolyposis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intestinal Diseases;Intestinal Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Site;Neoplastic Syndromes, Hereditary;Nutritional and Metabolic DiseasesG=0, A=28 G=0.0, A=1.0 0.00001 413.098 28 G=0/0, A=15/13

chr3:37285152 C/T C T SNV GOLGA4 GOLGA4:intronic:NM_001172713.1 1 50 intronic NM_001172713.1c.72+39C>Tp.? -0.06 GRIP domain rs2271548 0.3857 YES 6.328E-2 (pos.37285152) Golgi autoantigen, golgin subfamily a, 4GTPase binding,Golgi apparatus,Golgi membrane,Golgi to plasma membrane protein transport,cytoplasm,cytosol,extracellular exosome,intracellular membrane-bounded organelle,positive regulation of axon extension,protein binding,trans-Golgi network,vesicle-mediated transportArsenic Poisoning;Genital Diseases, Male;Genital Neoplasms, Male;Heavy Metal Poisoning, Nervous System;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurotoxicity Syndromes;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsC=17, T=17 C=0.5, T=0.5 0.00001 172.005 34 C=3/14, T=10/7

chr3:37695192 A/A G A SNV ITGA9 ITGA9:intronic:NM_002207.2 1 100 intronic NM_002207.2c.1840-13G>Ap.? -0.41 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,Repeat domain in Vibrio, Colwellia, Bradyrhizobium and Shewanellars3821909 0.2083 YES 2.389E-1 (pos.37695192) Integrin, alpha-9basal plasma membrane,cell adhesion,collagen binding,extracellular matrix organization,integrin alpha9-beta1 complex,integrin complex,integrin-mediated signaling pathway,laminin binding,metal ion binding,neutrophil chemotaxis,plasma membrane,wound healingAmyotrophic Lateral Sclerosis;Carcinoma;Central Nervous System Diseases;Head and Neck Neoplasms;Metabolic Diseases;Motor Neuron Disease;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal Diseases;Pharyngeal Neoplasms;Proteostasis Deficiencies;Spinal Cord Diseases;Stomatognathic Diseases;TDP-43 ProteinopathiesG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=12/11

chr3:38390020 C/A C A SNV XYLB XYLB:intronic:NM_005108.3 1 95.83 intronic NM_005108.3c.58-21C>A p.? -1.17 FGGY family of carbohydrate kinases, C-terminal domain,FGGY family of carbohydrate kinases, N-terminal domainrs2615631 0.0012 YES 1.0 (pos.38390020) Xylulokinase, H. influenzae, homolog ofATP binding,D-xylose metabolic process,carbohydrate metabolic process,carbohydrate phosphorylation,cytoplasm,cytosol,extracellular exosome,generation of precursor metabolites and energy,glucuronate catabolic process to xylulose 5-phosphate,xylulokinase activity,xylulose catabolic process,xylulose metabolic processC=1, A=23 C=0.0417, A=0.9583 0.00001 306.605 24 C=0/1, A=18/5

chr3:38442490 G/A G A SNV XYLB XYLB:intronic:NM_005108.3 1 45.45 intronic NM_005108.3c.1533+14G>Ap.? -0.96 FGGY family of carbohydrate kinases, C-terminal domain,FGGY family of carbohydrate kinases, N-terminal domainrs2070488 0.4371 YES 2.729E-1 (pos.38442490) Xylulokinase, H. influenzae, homolog ofATP binding,D-xylose metabolic process,carbohydrate metabolic process,carbohydrate phosphorylation,cytoplasm,cytosol,extracellular exosome,generation of precursor metabolites and energy,glucuronate catabolic process to xylulose 5-phosphate,xylulokinase activity,xylulose catabolic process,xylulose metabolic processG=12, A=10 G=0.5455, A=0.4545 0.00001 81.7626 22 G=3/9, A=5/5

chr3:38646423 C/T C T SNV SCN5A SCN5A:intronic:NM_001160161.1 1 52.27 intronic NM_001160161.1c.1339-24G>Ap.? -2.11 Cytoplasmic domain of voltage-gated Na+ ion channel,IQ calmodulin-binding motif,Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs7428779 0.1935 YES 1.18E-1 (pos.38646423) Sodium channel, voltage-gated, type V, alpha polypeptideAV node cell action potential,AV node cell to bundle of His cell communication,SA node cell action potential,T-tubule,Z disc,ankyrin binding,atrial cardiac muscle cell action potential,brainstem development,bundle of His cell action potential,calmodulin binding,cardiac conduction,cardiac muscle cell action potential involved in contraction,cardiac muscle contraction,cardiac ventricle development,caveola,cell surface,cellular response to calcium ion,cerebellum development,endoplasmic reticulum,enzyme binding,fibroblast growth factor binding,integral component of membrane,intercalated disc,intracellular,ion channel activity,ion channel binding,ion transmembrane transport,lateral plasma membrane,membrane depolarization,membrane depolarization during AV node cell action potential,membrane depolarization during Purkinje myocyte cell action potential,membrane depolarization during SA node cell action potential,membrane depolarization during action potential,membrane depolarization during atrial cardiac muscle cell ACMG Recommendations...;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Arrhythmia, Sinus;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Atrial Fibrillation;Brugada Syndrome;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Death, Sudden, Cardiac;Genetic Diseases, Inborn;Heart Arrest;Heart Block;Heart Defects, Congenital;Heart Diseases;Heart Valve Diseases;Long QT Syndrome;Romano-Ward Syndrome;Sick Sinus Syndrome;Tachycardia;Tachycardia, Ventricular;Torsades de Pointes;Ventricular FibrillationAjmaline,Aprindine,Benzonatate,Brivaracetam,Carbamazepine,Cinchocaine,Cocaine,Disopyramide,Encainide,Ethotoin,Flecainide,Fosphenytoin,Hexylcaine,Indecainide,Lidocaine,Mephenytoin,Mexiletine,Moricizine,Oxcarbazepine,Phenytoin,Prilocaine,Procainamide,Propafenone,Quinidine,Quinidine barbiturate,Ranolazine,Riluzole,Tocainide,Valproic Acid,Verapamil,Vernakalant,ZonisamideBenign C=21, T=23 C=0.4773, T=0.5227 0.00001 260.157 44 C=5/16, T=1/22

chr11:7662732 T/T C T SNV PPFIBP2 PPFIBP2:exonic:NM_003621.3 1 100 16 synonymous NM_003621.3c.1398C>T p.(=) -0.81 0.01(COSM5425504)SAM domain (Sterile alpha motif)rs4643071 0.3337 YES 5.539E-1 (pos.7662732) acute_myeloid_leukaemia cytosol,extracellular space,identical protein binding,intracellular,molecular_functionGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, T=24 C=0.0, T=1.0 0.00001 334.791 24 C=0/0, T=11/13

chr11:7673015 A/A G A SNV PPFIBP2 PPFIBP2:exonic:NM_003621.3 1 100 23 synonymous NM_003621.3c.2376G>A p.(=) 2.06 0.59(COSM4146340)SAM domain (Sterile alpha motif)rs5864,rs745820945 0.3331 YES 0.0 (pos.7673014),5.785E-1 (pos.7673015)acute_myeloid_leukaemia,carcinoma,neoplasmcytosol,extracellular space,identical protein binding,intracellular,molecular_functionGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=0, A=68 G=0.0, A=1.0 0.00001 1059.35 68 G=0/0, A=33/35

chr16:4933939 C/C G C SNV PPL PPL:exonic:NM_002705.4 1 100 22 missense NM_002705.4c.4717C>G p.Gln1573Glu 9.43 0.4 29 0.994 1(COSM4416794) rs2037912,rs780840971 0.4479 YES 0.0 (pos.4933920),6.586E-1;0.0 (pos.4933939)acute_myeloid_leukaemia,ductal_carcinomaPeriplakin cadherin binding,cornification,cornified envelope,cytoskeleton,cytoskeleton organization,cytosol,desmosome,extracellular exosome,mitochondrion,nucleus,protein binding,response to mechanical stimulus,structural constituent of cytoskeletonG=0, C=35 G=0.0, C=1.0 0.00001 543.744 35 G=0/0, C=18/17

chr16:4934549 A/A G A SNV PPL PPL:exonic:NM_002705.4 1 100 22 synonymous NM_002705.4c.4107C>T p.(=) 1.23 0.77(COSM4419969) rs1049208 0.4472 YES 6.424E-1 (pos.4934549) acute_myeloid_leukaemiaPeriplakin cadherin binding,cornification,cornified envelope,cytoskeleton,cytoskeleton organization,cytosol,desmosome,extracellular exosome,mitochondrion,nucleus,protein binding,response to mechanical stimulus,structural constituent of cytoskeletonG=0, A=27 G=0.0, A=1.0 0.00001 389.988 27 G=0/0, A=8/19

chr3:38798836 C/T C T SNV SCN10A SCN10A:intronic:NM_006514.3 1 53.33 intronic NM_006514.3c.951-186G>Ap.? -0.26 Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs6798015 YES Sodium channel, voltage-gated, type X, alpha subunitAV node cell action potential,bundle of His cell action potential,clathrin complex,extracellular exosome,ion channel binding,membrane depolarization during action potential,neuronal action potential,odontogenesis of dentin-containing tooth,regulation of atrial cardiac muscle cell membrane depolarization,regulation of cardiac muscle contraction,regulation of heart rate,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sensory perception,sensory perception of pain,sodium ion transmembrane transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexArrhythmias, Cardiac;Atrial Fibrillation;Brugada Syndrome;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythromelalgia;Genetic Diseases, Inborn;Heart Block;Heart Diseases;Hereditary Sensory and Autonomic Neuropathies;Heredodegenerative Disorders, Nervous System;Hyperalgesia;Nervous System Diseases;Nervous System Malformations;Neuralgia;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Pain;Pain Insensitivity, Congenital;Peripheral Nervous System Diseases;Peripheral Vascular Diseases;Polyneuropathies;Sensation Disorders;Somatosensory Disorders;Vascular Diseases;Ventricular FibrillationBenzocaine,Brivaracetam,Bupivacaine,Chloroprocaine,Cinchocaine,Cocaine,Dyclonine,Hexylcaine,Lacosamide,Levobupivacaine,Lidocaine,Mepivacaine,Orphenadrine,Oxybuprocaine,Procaine,Proparacaine,Ropivacaine,Valproic AcidC=14, T=16 C=0.4667, T=0.5333 0.00001 159.925 30 C=4/10, T=10/6

chr16:4940809 G/G A G SNV PPL PPL:exonic:NM_002705.4 1 100 17 synonymous NM_002705.4c.2082T>C p.(=) 2.06 rs2471844 0.0013 YES 1.0 (pos.4940809) Periplakin cadherin binding,cornification,cornified envelope,cytoskeleton,cytoskeleton organization,cytosol,desmosome,extracellular exosome,mitochondrion,nucleus,protein binding,response to mechanical stimulus,structural constituent of cytoskeletonA=0, G=21 A=0.0, G=1.0 0.00001 276.391 21 A=0/0, G=15/6

chr16:4944518 G/G C G SNV PPL PPL:exonic:NM_002705.4 1 100 12 synonymous NM_002705.4c.1344G>C p.(=) 1.86 rs1876363 0.0019 YES 1.0 (pos.4944518) Periplakin cadherin binding,cornification,cornified envelope,cytoskeleton,cytoskeleton organization,cytosol,desmosome,extracellular exosome,mitochondrion,nucleus,protein binding,response to mechanical stimulus,structural constituent of cytoskeletonC=0, G=22 C=0.0, G=1.0 0.00001 298.892 22 C=0/0, G=13/9

chr3:39166484 T/T C T SNV TTC21A TTC21A:intronic:NM_145755.2 1 100 intronic NM_145755.2c.1118-70C>Tp.? -0.28 Tetratricopeptide repeatrs784508 YES cilium,intraciliary retrograde transport,intraciliary transport particle A,protein binding,protein localization to ciliumC=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=14/14

chr3:39166509 G/G A G SNV TTC21A TTC21A:intronic:NM_145755.2 1 100 intronic NM_145755.2c.1118-45A>Gp.? -0.14 Tetratricopeptide repeatrs784507 0.128 YES 8.966E-1 (pos.39166509) cilium,intraciliary retrograde transport,intraciliary transport particle A,protein binding,protein localization to ciliumA=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=13/14

chr3:39167905 A/A G A SNV TTC21A TTC21A:intronic:NM_145755.2 1 100 intronic NM_145755.2c.1546+24G>Ap.? -1.97 Tetratricopeptide repeatrs784506 0.1258 YES 8.965E-1 (pos.39167905) cilium,intraciliary retrograde transport,intraciliary transport particle A,protein binding,protein localization to ciliumG=0, A=43 G=0.0, A=1.0 0.00001 705.844 43 G=0/0, A=6/37

chr2:29001691 G/G A G SNV PPP1CB PPP1CB:exonic:NM_206876.1 1 100 4 synonymous NM_206876.1c.201A>G p.(=) 0.09 Calcineurin-like phosphoesterase,Serine-threonine protein phosphatase N-terminal domainrs1128416 0.3982 YES 2.144E-1 (pos.29001691) Protein phosphatase-1, catalytic subunit, beta isoformG2/M transition of mitotic cell cycle,PTW/PP1 phosphatase complex,cell division,circadian regulation of gene expression,cytosol,entrainment of circadian clock by photoperiod,extracellular exosome,focal adhesion,glycogen granule,glycogen metabolic process,hydrolase activity,metal ion binding,myosin phosphatase activity,myosin-light-chain-phosphatase activity,nuclear chromosome, telomeric region,nucleolus,nucleoplasm,nucleus,phosphatase activity,phosphoprotein phosphatase activity,protein binding,protein dephosphorylation,protein kinase binding,protein phosphatase type 1 complex,regulation of cell adhesion,regulation of circadian rhythm,regulation of glycogen biosynthetic process,regulation of glycogen catabolic processA=0, G=122 A=0.0, G=1.0 0.00001 1973.69 122 A=0/0, G=43/79

chr3:39180162 C/C A C SNV

MIR6822,TT

C21A MIR6822:downstream:NR_106880.1, TTC21A:intronic:NM_145755.2 1
100

intronic NM_145755.2, NR_106880.1c.3886-40A>Cp.? -0.05 Tetratricopeptide repeatrs811969 0.3226 YES 7.582E-1 (pos.39180162) cilium,intraciliary retrograde transport,intraciliary transport particle A,protein binding,protein localization to ciliumA=0, C=53 A=0.0, C=1.0 0.00001 761.059 53 A=0/0, C=29/24

chr1:204379617 C/C T C SNV PPP1R15B PPP1R15B:exonic:NM_032833.4 1 100 1 missense NM_032833.4c.923A>G p.Asn308Ser 0.02 1 46 0 Phosphatase-1 catalytic subunit binding region,eIF2-alpha phosphatase phosphorylation constitutive repressorrs3014626 8.00E-04 1.0 (pos.204379617) Protein phosphatase 1, regulatory subunit 15B T=0, C=44 T=0.0, C=1.0 0.00001 726.569 44 T=0/0, C=24/20

chr19:45649838 G/G T G SNV PPP1R37 PPP1R37:utr_3:NM_019121.1 1 100 13 utr_3 NM_019121.1c.2094T>G p.? 1.15 Leucine Rich Repeat,Leucine Rich repeatrs78073763 YES negative regulation of phosphatase activity,phosphatase binding,protein binding,protein phosphatase inhibitor activityT=0, G=27 T=0.0, G=1.0 0.00001 389.988 27 T=0/0, G=14/13

chr17:48227293 G/A G A SNV PPP1R9B PPP1R9B:exonic:NM_032595.4 1 47.62 3 synonymous NM_032595.4c.582C>T p.(=) 2.72 PDZ domain (Also known as DHR or GLGF)rs111354487 0.0315 YES 0.0 (pos.48227293) Protein phosphatase 1, regulatory subunit 9BD2 dopamine receptor binding,RNA splicing,actin binding,actin filament binding,actin filament depolymerization,adherens junction,aging,calcium-mediated signaling,cell cycle arrest,cell differentiation,cell migration,cellular response to drug,cellular response to epidermal growth factor stimulus,cellular response to estradiol stimulus,cellular response to light stimulus,cellular response to morphine,cellular response to peptide,cerebral cortex development,cortical actin cytoskeleton,cytoplasm,cytoplasmic side of dendritic spine plasma membrane,cytoskeleton,dendrite development,dendritic spine,dendritic spine head,dendritic spine neck,developmental process involved in reproduction,filopodium,filopodium assembly,growth cone,hippocampus development,ion channel binding,kinase binding,lamellipodium,learning,male mating behavior,modulation of chemical synaptic transmission,negative regulation of catalytic activity,negative regulation of cell growth,negative regulation of phosphoprotein phosphatase activity,nervous sNose Diseases;Otorhinolaryngologic Diseases;Paranasal Sinus Diseases;Respiratory Tract Diseases;Respiratory Tract Infections;SinusitisG=11, A=10 G=0.5238, A=0.4762 0.00001 82.2896 21 G=1/10, A=2/8

chr3:39185968 G/G A G SNV CSRNP1 CSRNP1:intronic:NM_033027.3 1 100 intronic NM_033027.3c.466-26T>Cp.? 2.47 Cysteine/serine-rich nuclear protein N-terminusrs810743 0.2478 YES 7.71E-1 (pos.39185968) DNA binding transcription factor activity,apoptotic process,face morphogenesis,molecular_function,nucleus,palate development,platelet-derived growth factor receptor signaling pathway,positive regulation of transcription from RNA polymerase II promoter,post-embryonic development,protein binding,sequence-specific DNA binding,skeletal system morphogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingCardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Heart DiseasesA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=10/15

chr4:6325018 T/T A T SNV PPP2R2C PPP2R2C:utr_3:NM_181876.2 1 100 9 utr_3 NM_181876.2c.1355T>A p.? 0.12 rs3796402 0.4073 YES 9.197E-1 (pos.6325018) Protein phosphatase 2A, regulatory subunit B, gamma isoformcytosol,developmental process,mitotic cell cycle,peptidyl-serine dephosphorylation,protein binding,protein phosphatase regulator activity,protein phosphatase type 2A complex,protein serine/threonine phosphatase activity,regulation of catalytic activityA=0, T=64 A=0.0, T=1.0 0.00001 981.433 64 A=0/0, T=37/27

chr4:6325086 A/A G A SNV PPP2R2C PPP2R2C:exonic:NM_181876.2 1 100 9 synonymous NM_181876.2c.1287C>T p.(=) 0.43 0.67(COSM3760689),0.67(COSM3760690)rs3796403 0.4112 YES 9.167E-1 (pos.6325086) adenocarcinomaProtein phosphatase 2A, regulatory subunit B, gamma isoformcytosol,developmental process,mitotic cell cycle,peptidyl-serine dephosphorylation,protein binding,protein phosphatase regulator activity,protein phosphatase type 2A complex,protein serine/threonine phosphatase activity,regulation of catalytic activityG=0, A=62 G=0.0, A=1.0 0.00001 940.32 62 G=0/0, A=35/27

chr10:75265154 T/C T C SNV

PPP3CB-

AS1,USP54 USP54:exonic:NM_152586.3, PPP3CB-AS1:exonic_nc:NR_132103.1 1
52.38

19 missense NR_132103.1, NM_152586.3c.4082A>G p.His1361Arg 2.61 0.01 29 0.875 Ubiquitin carboxyl-terminal hydrolasers150962177 2.00E-04 0.0 (pos.75265154) protein binding,protein deubiquitination,thiol-dependent ubiquitinyl hydrolase activityT=10, C=11 T=0.4762, C=0.5238 0.00001 95.2975 21 T=1/9, C=4/7

chr3:39433147 A/A G A SNV SLC25A38 SLC25A38:intronic:NM_017875.2 1 100 intronic NM_017875.2c.456+36G>Ap.? -0.06 Mitochondrial carrier proteinrs1995236 0.0056 YES 9.185E-1 (pos.39433147) Solute carrier family 25, member 38erythrocyte differentiation,glycine import,glycine transmembrane transporter activity,heme biosynthetic process,integral component of membrane,mitochondrial inner membrane,mitochondrial transport,transportAnemia;Anemia, Sideroblastic;Bone Marrow Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Myelodysplastic SyndromesG=0, A=72 G=0.0, A=1.0 0.00001 1130.95 72 G=0/0, A=40/32

chr3:403288 A/A G A SNV CHL1 CHL1:intronic:NM_006614.3 1 100 intronic NM_006614.3c.1307-94G>Ap.? -1.81 Bravo-like intracellular region,Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs9824311 YES CHL1, mouse, homolog of (L1 cell adhesion molecule 2)adult locomotory behavior,apical part of cell,axon guidance,axon regeneration,cell adhesion,cognition,dendrite,exploration behavior,extracellular exosome,integral component of membrane,negative regulation of neuron apoptotic process,neuron migration,plasma membrane,protease binding,proteinaceous extracellular matrix,signal transductionIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=0, A=64 G=0.0, A=1.0 0.00001 977.606 64 G=0/0, A=38/26

chr3:403297 A/A C A SNV CHL1 CHL1:intronic:NM_006614.3 1 100 intronic NM_006614.3c.1307-85C>Ap.? -0.31 Bravo-like intracellular region,Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs9839027 YES CHL1, mouse, homolog of (L1 cell adhesion molecule 2)adult locomotory behavior,apical part of cell,axon guidance,axon regeneration,cell adhesion,cognition,dendrite,exploration behavior,extracellular exosome,integral component of membrane,negative regulation of neuron apoptotic process,neuron migration,plasma membrane,protease binding,proteinaceous extracellular matrix,signal transductionIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, A=66 C=0.0, A=1.0 0.00001 1015.4 66 C=0/0, A=38/28

chr3:403308 A/A G A SNV CHL1 CHL1:intronic:NM_006614.3 1 100 intronic NM_006614.3c.1307-74G>Ap.? 0.57 Bravo-like intracellular region,Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs9824442 YES CHL1, mouse, homolog of (L1 cell adhesion molecule 2)adult locomotory behavior,apical part of cell,axon guidance,axon regeneration,cell adhesion,cognition,dendrite,exploration behavior,extracellular exosome,integral component of membrane,negative regulation of neuron apoptotic process,neuron migration,plasma membrane,protease binding,proteinaceous extracellular matrix,signal transductionIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=0, A=66 G=0.0, A=1.0 0.00001 1015.29 66 G=0/0, A=38/28

chr3:403344 CG/CG C CG INDEL CHL1 CHL1:intronic:NM_006614.3 1 100 intronic NM_006614.3c.1307-38C>CGp.? -3.57 Bravo-like intracellular region,Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs752529188 0.0 (pos.403344) CHL1, mouse, homolog of (L1 cell adhesion molecule 2)adult locomotory behavior,apical part of cell,axon guidance,axon regeneration,cell adhesion,cognition,dendrite,exploration behavior,extracellular exosome,integral component of membrane,negative regulation of neuron apoptotic process,neuron migration,plasma membrane,protease binding,proteinaceous extracellular matrix,signal transductionIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, CG=67 C=0.0, CG=1.0 0.00001 862.678 67 C=0/0, CG=38/29

chr2:68415767 G/A G A SNV PPP3R1 PPP3R1:exonic:NM_000945.3 1 57.14 3 synonymous NM_000945.3c.99C>T p.(=) 5.08 0.92(COSM3758306)EF hand,EF-hand domain,EF-hand domain pairrs687 0.3946 YES 5.133E-1 (pos.68415767) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmProtein phosphatase-3 (formerly 2B), regulatory subunit B (19kD), alpha isoform (calcineurin B, type I)Fc-epsilon receptor signaling pathway,Wnt signaling pathway, calcium modulating pathway,calcineurin complex,calcineurin-NFAT signaling cascade,calcium ion binding,calcium-dependent protein serine/threonine phosphatase activity,calmodulin binding,cyclosporin A binding,cytosol,mitochondrion,nucleoplasm,positive regulation of protein insertion into mitochondrial membrane involved in apoptotic signaling pathway,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein dephosphorylation,protein domain specific binding,sarcolemmaCardiomegaly;Cardiovascular Diseases;Heart Diseases;Hypertrophy, Left Ventricular;Myocardial Ischemia;Vascular DiseasesMYRISTIC ACID,VoclosporinG=12, A=16 G=0.4286, A=0.5714 0.00001 161.769 28 G=10/2, A=12/4

chr2:55805440 C/C T C SNV PPP4R3B PPP4R3B:exonic:NM_001122964.2 1 100 10 missense NM_001122964.2c.1507A>G p.Ile503Val -0.32 0.71 29 0 Component of IIS longevity pathway SMK-1rs2903704 YES 1.0 (pos.55805440) Protein phosphatase 4, regulatory subunit 3, betacentrosome,cytoplasm,nuclear speck,nucleoplasm,positive regulation of gluconeogenesis,protein dephosphorylation,protein phosphatase 4 complex,regulation of lipid metabolic processT=0, C=25 T=0.0, C=1.0 0.00001 353.018 25 T=0/0, C=9/16

chr2:55844445 C/C T C SNV PPP4R3B PPP4R3B:utr_5:NM_001122964.2 1 100 1 utr_5 NM_001122964.2c.-24A>G p.? 0.91 Component of IIS longevity pathway SMK-1rs782594 0.4877 YES 1.129E-1 (pos.55844445) Protein phosphatase 4, regulatory subunit 3, betacentrosome,cytoplasm,nuclear speck,nucleoplasm,positive regulation of gluconeogenesis,protein dephosphorylation,protein phosphatase 4 complex,regulation of lipid metabolic processT=0, C=53 T=0.0, C=1.0 0.00001 782.029 53 T=0/0, C=13/40

chr3:41938500 C/C G C SNV ULK4 ULK4:intronic:NM_017886.3 1 100 intronic NM_017886.3c.1349-5C>Gp.? -1.97 Protein kinase domain,Protein tyrosine kinasers1717005 0.0059 YES 1.0 (pos.41938500) Unc51-like kinase 4ATP binding,microtubule cytoskeleton organization,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of JNK cascade,regulation of MAPK cascade,regulation of neuron migration,regulation of neuron projection development,regulation of p38MAPK cascade,regulation of protein kinase C signalingBlood Protein Disorders;Cardiovascular Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Lymphoproliferative Disorders;Multiple Myeloma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Paraproteinemias;Vascular DiseasesBenign G=0, C=39 G=0.0, C=1.0 0.00001 628.187 39 G=0/0, C=5/34

chr3:42234758 A/A C A SNV TRAK1 TRAK1:intronic:NM_001042646.2 1 100 intronic NM_001042646.2c.900+61C>Ap.? 0.15 HAP1 N-terminal conserved region,Kinesin associated proteinrs3816397 YES Trafficking protein, kinesin-binding 1GABA receptor binding,TPR domain binding,anterograde axonal transport of mitochondrion,axon cytoplasm,axonal growth cone,cytoplasm,dendrite,dendrite morphogenesis,early endosome,endosome to lysosome transport,mitochondrion,nucleus,perinuclear region of cytoplasm,positive regulation of axonogenesis,protein O-linked glycosylation,protein binding,protein targeting,regulation of transcription from RNA polymerase II promoterMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, A=49 C=0.0, A=1.0 0.00001 831.629 49 C=0/0, A=25/24

chr19:46878989 G/A G A SNV PPP5C PPP5C:exonic:NM_006247.3 1 50 3 synonymous NM_006247.3c.492G>A p.(=) -1.38 0.03(COSM3756973)Calcineurin-like phosphoesterase,PPP5 TPR repeat region,TPR repeat,Tetratricopeptide repeatrs4239538 0.2877 YES 6.253E-2 (pos.46878989) adenocarcinomaProtein phosphatase-5, catalytic subunitADP binding,ATP binding,DNA repair,G-protein alpha-subunit binding,Hsp90 protein binding,MAPK cascade,RNA binding,cellular response to cadmium ion,cellular response to hydrogen peroxide,cytosol,histone dephosphorylation,identical protein binding,intracellular membrane-bounded organelle,lipid binding,metal ion binding,microtubule binding,mitotic cell cycle,negative regulation of neuron death,negative regulation of protein phosphorylation,nucleoplasm,nucleus,perikaryon,phosphoprotein phosphatase activity,plasma membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of glucocorticoid receptor signaling pathway,protein binding,protein complex,protein dephosphorylation,protein heterooligomerization,protein serine/threonine phosphatase activity,proximal dendrite,response to lead ion,response to morphine,signal transducer activity,transcription, DNA-templatedCrohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesG=17, A=17 G=0.5, A=0.5 0.00001 172 34 G=4/13, A=3/14

chr22:50877166 C/C G C SNV PPP6R2 PPP6R2:exonic:NM_001242898.1 1 100 19 synonymous NM_001242898.1c.2103G>C p.(=) -1.03 0.01(COSM3759298),0.01(COSM3759299)SIT4 phosphatase-associated proteinrs4824131 0.3595 YES 9.386E-1;0.0 (pos.50877166)adenocarcinoma cytosol,intracellular membrane-bounded organelle,protein bindingG=0, C=20 G=0.0, C=1.0 0.00001 263.786 20 G=0/0, C=12/8

chr3:42448296 C/C T C SNV LYZL4 LYZL4:intronic:NM_144634.3 1 100 intronic NM_144634.3c.292+42A>Gp.? -0.16 C-type lysozyme/alpha-lactalbumin familyrs33518 0.4065 YES 4.305E-1 (pos.42448296) Lysozyme-like 4acrosomal vesicle,cell wall macromolecule catabolic process,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,defense response to bacterium,extracellular space,fertilization,lysozyme activity,nucleus,single fertilization,sperm flagellumT=0, C=38 T=0.0, C=1.0 0.00001 603.776 38 T=0/0, C=23/15

chr5:64883217 C/G C G SNV PPWD1 PPWD1:exonic:NM_015342.3 1 57.45 11 synonymous NM_015342.3c.1935C>G p.(=) 0.77 Cyclophilin type peptidyl-prolyl cis-trans isomerase/CLD,WD domain, G-beta repeatrs1024899432 catalytic step 2 spliceosome,mRNA splicing, via spliceosome,nuclear body,nucleoplasm,peptidyl-prolyl cis-trans isomerase activity,protein peptidyl-prolyl isomerizationC=40, G=54 C=0.4255, G=0.5745 0.00001 643.072 94 C=18/22, G=22/32

chr18:77663940 A/A G A SNV PQLC1 PQLC1:utr_3:NM_025078.4 1 100 6 utr_3 NM_025078.4c.852C>T p.? -0.65 PQ loop repeatrs3744881 0.3864 YES 3.489E-1 (pos.77663940) integral component of membrane G=0, A=29 G=0.0, A=1.0 0.00001 427.594 29 G=0/0, A=22/7

chr8:8185889 G/A G A SNV PRAG1 PRAG1:exonic:NM_001080826.2 1 56 5 synonymous NM_001080826.2c.2403C>T p.(=) -0.06 Protein kinase domain,Protein tyrosine kinasers201882445 6.00E-04 0.0 (pos.8185889) PEAK1-related kinase-activating pseudokinase 1ATP binding,non-membrane spanning protein tyrosine kinase activity,peptidyl-tyrosine phosphorylation,protein kinase activityG=11, A=14 G=0.44, A=0.56 0.00001 134.35 25 G=6/5, A=8/6

chr8:8234077 G/C G C SNV PRAG1 PRAG1:exonic:NM_001080826.2 1 55.38 3 synonymous NM_001080826.2c.1842C>G p.(=) -2.8 0.14(COSM3763419)Protein kinase domain,Protein tyrosine kinasers386721946,rs4840952 0.2746 YES 6.363E-1;1.163E-4 (pos.8234077)adenocarcinoma,carcinoma,osteosarcomaPEAK1-related kinase-activating pseudokinase 1ATP binding,non-membrane spanning protein tyrosine kinase activity,peptidyl-tyrosine phosphorylation,protein kinase activityG=29, C=36 G=0.4462, C=0.5538 0.00001 372.808 65 G=6/23, C=32/4

chr22:22899234 G/G A G SNV PRAME PRAME:exonic:NM_206954.2 1 100 3 missense NM_206954.2c.19T>C p.Trp7Arg 0.67 0.9 101 0 0.01(COSM85675) rs1129172 0.4277 YES 7.489E-1 (pos.22899234) adenocarcinoma,ductal_carcinoma,haemangioblastomaPreferentially expressed antigen in melanomaapoptotic process,cell differentiation,negative regulation of apoptotic process,negative regulation of cell differentiation,negative regulation of retinoic acid receptor signaling pathway,negative regulation of transcription, DNA-templated,nucleus,plasma membrane,positive regulation of cell proliferation,protein binding,regulation of growth,retinoic acid receptor binding,transcription, DNA-templatedAdenocarcinoma;Blood Protein Disorders;Bone Marrow Diseases;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Carcinoma, Renal Cell;Cardiovascular Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glioma;Head and Neck Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Kidney Neoplasms;Leukemia;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Lung Diseases;Lung Neoplasms;Lymphoproliferative Disorders;Male Urogenital Diseases;Medulloblastoma;Melanoma;Multiple Myeloma;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Plasma Cell;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;NeuroendocrinA=0, G=44 A=0.0, G=1.0 0.00001 726.569 44 A=0/0, G=32/12

chr3:43414318 G/G A G SNV ANO10 ANO10:intronic:NM_018075.4 1 100 intronic NM_018075.4c.1915-5852T>Cp.? -1.06 Calcium-activated chloride channelrs6441771 1.0 (pos.43414318) Anoctamin 10calcium activated cation channel activity,cation transmembrane transport,cation transport,chloride transmembrane transport,chloride transport,integral component of membrane,intracellular,intracellular calcium activated chloride channel activity,ion transmembrane transport,membrane,plasma membraneNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=71 A=0.0, G=1.0 0.00001 1111.48 71 A=0/0, G=39/32

chr3:43607136 T/C T C SNV ANO10 ANO10:intronic:NM_018075.4 1 50 intronic NM_018075.4c.1293+9A>Gp.? -0.08 Calcium-activated chloride channelrs7616708 0.4147 YES 8.982E-1 (pos.43607136) Anoctamin 10calcium activated cation channel activity,cation transmembrane transport,cation transport,chloride transmembrane transport,chloride transport,integral component of membrane,intracellular,intracellular calcium activated chloride channel activity,ion transmembrane transport,membrane,plasma membraneNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionBenign T=13, C=13 T=0.5, C=0.5 0.00001 119.163 26 T=8/5, C=6/7

chr1:12855835 G/G C G SNV PRAMEF1 PRAMEF1:exonic:NM_023013.4 1 100 4 missense NM_023013.4c.1115C>G p.Ala372Gly -0.72 0.14 60 0.005 0(COSM4142311),0(COSM4142312),0(COSM4142313)rs1063795 1.0;0.0 (pos.12855835) neoplasm,squamous_cell_carcinomanegative regulation of apoptotic process,negative regulation of cell differentiation,negative regulation of transcription, DNA-templated,positive regulation of cell proliferationC=0, G=32 C=0.0, G=1.0 0.00001 471.799 32 C=0/0, G=21/11

chr1:12855845 C/C G C SNV PRAMEF1 PRAMEF1:exonic:NM_023013.4 1 100 4 synonymous NM_023013.4c.1125G>C p.(=) 0.35 0(COSM4142314),0(COSM4142315),0(COSM4142316)rs1063797 1.0 (pos.12855845) neoplasm,squamous_cell_carcinomanegative regulation of apoptotic process,negative regulation of cell differentiation,negative regulation of transcription, DNA-templated,positive regulation of cell proliferationG=0, C=32 G=0.0, C=1.0 0.00001 462.378 32 G=0/0, C=21/11

chr3:44362408 A/A G A SNV TOPAZ1 TOPAZ1:intronic:NM_001145030.1 1 100 intronic NM_001145030.1c.4307-111G>Ap.? 0.12 Putative aspartate racemasers9857957 YES Testis- and ovary-specific PAZ domain protein 1apoptotic process,cytosol,metal ion binding,ncRNA transcription,positive regulation of meiotic cell cycle phase transition,spermatid development,spermatocyte divisionG=0, A=183 G=0.0, A=1.0 0.00001 3045.4 183 G=0/0, A=120/63

chr1:12835868 C/C T C SNV PRAMEF12 PRAMEF12:exonic:NM_001080830.4 1 100 2 missense NM_001080830.4c.470T>C p.Met157Thr -1.54 1 81 0 rs1812242,rs386628595 0.1965 YES 7.309E-1 (pos.12835868) negative regulation of apoptotic process,negative regulation of cell differentiation,negative regulation of transcription, DNA-templated,positive regulation of cell proliferationT=0, C=69 T=0.0, C=1.0 0.00001 1072.78 69 T=0/0, C=39/30

chr3:4461698 T/T C T SNV SUMF1 SUMF1:intronic:NM_182760.3 1 100 intronic NM_182760.3c.602+50G>Ap.? -0.46 Sulfatase-modifying factor enzyme 1rs711666 0.0022 YES 9.809E-1 (pos.4461698) Sulfatase-modifying factor-1endoplasmic reticulum,endoplasmic reticulum lumen,glycosphingolipid metabolic process,metal ion binding,oxidation-reduction process,oxidoreductase activity,post-translational protein modification,protein homodimerization activityAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Ear Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Immune System Diseases;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Multiple Sclerosis;Multiple Sulfatase Deficiency Disease;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Sensation Disorders;Sphingolipidoses;SulfatidosisBenign C=0, T=31 C=0.0, T=1.0 0.00001 465.814 31 C=0/0, T=23/8

chr3:447069 T/T C T SNV CHL1 CHL1:intronic:NM_006614.3 1 100 intronic NM_006614.3c.3459-109C>Tp.? -0.69 Bravo-like intracellular region,Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs11705894 YES CHL1, mouse, homolog of (L1 cell adhesion molecule 2)adult locomotory behavior,apical part of cell,axon guidance,axon regeneration,cell adhesion,cognition,dendrite,exploration behavior,extracellular exosome,integral component of membrane,negative regulation of neuron apoptotic process,neuron migration,plasma membrane,protease binding,proteinaceous extracellular matrix,signal transductionIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=22/4

chr3:44869026 T/T A T SNV KIF15 KIF15:intronic:NM_020242.2 1 100 intronic NM_020242.2c.2856+6A>Tp.? -1.21 Hyaluronan mediated motility receptor C-terminal,Kinesin motor domain,Microtubule bindingrs4682999 0 1.0 (pos.44869026) Kinesin family, member 15ATP binding,ATPase activity,DNA binding,antigen processing and presentation of exogenous peptide antigen via MHC class II,cell proliferation,centrosome,cytosol,membrane,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,mitotic cell cycle,motor activity,plus-end kinesin complex,protein binding,retrograde vesicle-mediated transport, Golgi to ER,spindleAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, T=21 A=0.0, T=1.0 0.00001 281.12 21 A=0/0, T=9/12

chr3:45017904 AG/TT AG TT MNV

EXOSC7,ZDH

HC3 EXOSC7:intronic:NM_015004.3, ZDHHC3:upstream:NM_016598.2 2
50

intronic NM_016598.2, NM_015004.3c.-16976CT>AA, c.57+78AG>TTp.?, p.? -0.9, 0.64 3' exoribonuclease family, domain 1,3' exoribonuclease family, domain 2rs6441873,rs6441874,rs879308556YES Exosome component 7,Zinc finger DHHC domain-containing protein 33'-5'-exoribonuclease activity,AU-rich element binding,Golgi apparatus,Golgi membrane,RNA binding,RNA catabolic process,U1 snRNA 3'-end processing,U4 snRNA 3'-end processing,U5 snRNA 3'-end processing,cytoplasmic exosome (RNase complex),cytosol,exonucleolytic nuclear-transcribed mRNA catabolic process involved in deadenylation-dependent decay,exonucleolytic trimming to generate mature 3'-end of 5.8S rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),exoribonuclease activity,exosome (RNase complex),integral component of membrane,membrane,nuclear exosome (RNase complex),nuclear mRNA surveillance,nuclear polyadenylation-dependent mRNA catabolic process,nuclear polyadenylation-dependent rRNA catabolic process,nuclear polyadenylation-dependent tRNA catabolic process,nuclear-transcribed mRNA catabolic process, exonucleolytic, 3'-5',nucleolus,nucleoplasm,palmitoyltransferase activity,protein binding,protein palmitoylation,protein targeting,protein-cysteine S-palmitoyltransferase activity,rRNA proAG=30, TT=30AG=0.5, TT=0.5 0.00001 293.739 60 AG=15/15, TT=8/22

chr8:70964399 A/G A G SNV PRDM14 PRDM14:exonic:NM_024504.3 1 57.14 8 synonymous NM_024504.3c.1629T>C p.(=) -0.54 0.03(COSM4163049)C2H2-type zinc finger,Zinc finger, C2H2 type,zinc-finger of a C2HC-typers10089937 0.3722 YES 7.306E-1 (pos.70964399) adenocarcinoma,carcinoma,neoplasmPR domain-containing protein 14RNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,cell fate specification,cell morphogenesis,chromatin DNA binding,embryo implantation,fertilization,germ cell development,germ-line stem cell population maintenance,histone H3-R26 methylation,homeostasis of number of cells within a tissue,inactivation of paternal X chromosome,inner cell mass cell fate commitment,metal ion binding,methyltransferase activity,negative regulation of fibroblast growth factor receptor signaling pathway,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,positive regulation of flagellated sperm motility,positive regulation of stem cell population maintenance,protein binding,regulation of DNA methylation,somatic stem cell population maintenance,transcription, DNA-templatedEndocrine Gland Neoplasms;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Precursor Cell Lymphoblastic Leukemia-Lymphoma;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsA=9, G=12 A=0.4286, G=0.5714 0.00001 109.102 21 A=7/2, G=10/2

chr3:45461102 GT/GT G GT INDEL LARS2 LARS2:intronic:NM_015340.3 1 100 intronic NM_015340.3c.456-59G>GTp.? 0.44 Anticodon-binding domain of tRNA,Leucyl-tRNA synthetase, Domain 2,tRNA synthetases class I (I, L, M and V),tRNA synthetases class I (M)rs11383389,rs397727611,rs8692325400.2642 YES Leucyl-tRNA synthetase, mitochondrialATP binding,aminoacyl-tRNA editing activity,leucine-tRNA ligase activity,leucyl-tRNA aminoacylation,ligase activity,mitochondrial matrix,mitochondrial translation,mitochondrion,regulation of translational fidelity,tRNA aminoacylation for protein translation46, XX Disorders of Sex Development;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Ear Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gonadal Disorders;Gonadal Dysgenesis;Gonadal Dysgenesis, 46,XX;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Male Urogenital Diseases;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation Disorders;Urogenital AbnormalitiesL-Leucine G=0, GT=105G=0.0, GT=1.0 0.00001 1512.3 105 G=0/0, GT=69/36

chr21:43239972 G/G A G SNV PRDM15 PRDM15:exonic:NM_022115.4 1 100 25 synonymous NM_022115.4c.3324T>C p.(=) 3.78 C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 type,zinc-finger of a C2HC-typers28477638 0.1026 YES 7.121E-1 (pos.43239972) PR domain-containing protein 15DNA binding,metal ion binding,methylation,methyltransferase activity,nuclear body,nucleic acid binding,nucleoplasm,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsA=0, G=50 A=0.0, G=1.0 0.00001 852.748 50 A=0/0, G=22/28

chr3:45677637 TGC/TGC GCA TGC MNV LIMD1 LIMD1:intronic:NM_014240.2 3 100 intronic NM_014240.2c.1409-5GCA>TGCp.? 1.08, -2.25, 0.69 LIM domain rs5848762,rs62242177,rs62242178,rs63132361,rs71615396,rs869033908,rs869126698YES 1.0 (pos.45677638),9.773E-1 (pos.45677639)LIM domain-containing protein 1P-body,RISC complex,adherens junction,cell migration,cell-cell junction,cytoplasm,cytoplasmic mRNA processing body assembly,cytoskeleton organization,cytosol,focal adhesion,gene silencing by miRNA,metal ion binding,multicellular organism development,negative regulation of canonical Wnt signaling pathway,negative regulation of hippo signaling,negative regulation of osteoblast differentiation,negative regulation of transcription, DNA-templated,nucleus,osteoblast development,phosphorylation,plasma membrane,positive regulation of gene silencing by miRNA,protein binding,regulation of cell shape,regulation of transcription from RNA polymerase II promoter in response to hypoxia,regulation of transcription, DNA-templated,response to hypoxia,signal transduction,transcription corepressor activity,transcription factor complex,transcription, DNA-templated,zinc ion bindingGCA=0, TGC=22GCA=0.0, TGC=1.0 0.00001 298.844 22 GCA=0/0, TGC=15/7

chr3:45748427 CA/CA C CA INDEL SACM1L SACM1L:intronic:NM_014016.4 1 100 intronic NM_014016.4c.333+28C>CAp.? -0.44 SacI homology domainrs775119610 0.0 (pos.45748427) SAC1 suppressor of actin mutations 1-likeAMPA glutamate receptor complex,Golgi apparatus,Golgi membrane,endoplasmic reticulum membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,phosphatase activity,phosphatidylinositol biosynthetic process,phosphatidylinositol bisphosphate phosphatase activity,phosphatidylinositol dephosphorylation,phosphatidylinositol phosphate 4-phosphatase activity,phosphatidylinositol-3-phosphatase activity,phosphatidylinositol-4-phosphate phosphatase activity,phosphoric ester hydrolase activity,protein bindingC=0, CA=22 C=0.0, CA=1.0 0.00001 147.878 22 C=0/0, CA=6/16

chr3:45748429 A/A G A SNV SACM1L SACM1L:intronic:NM_014016.4 1 100 intronic NM_014016.4c.333+30G>Ap.? -1.27 SacI homology domainrs2742441 0.465 YES 2.344E-1 (pos.45748429) SAC1 suppressor of actin mutations 1-likeAMPA glutamate receptor complex,Golgi apparatus,Golgi membrane,endoplasmic reticulum membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,phosphatase activity,phosphatidylinositol biosynthetic process,phosphatidylinositol bisphosphate phosphatase activity,phosphatidylinositol dephosphorylation,phosphatidylinositol phosphate 4-phosphatase activity,phosphatidylinositol-3-phosphatase activity,phosphatidylinositol-4-phosphate phosphatase activity,phosphoric ester hydrolase activity,protein bindingG=0, A=22 G=0.0, A=1.0 0.00001 298.388 22 G=0/0, A=6/16

chr3:45748435 G/G A G SNV SACM1L SACM1L:intronic:NM_014016.4 1 100 intronic NM_014016.4c.333+36A>Gp.? -0.09 SacI homology domainrs2673039 0.4681 YES 1.869E-1 (pos.45748435) SAC1 suppressor of actin mutations 1-likeAMPA glutamate receptor complex,Golgi apparatus,Golgi membrane,endoplasmic reticulum membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,phosphatase activity,phosphatidylinositol biosynthetic process,phosphatidylinositol bisphosphate phosphatase activity,phosphatidylinositol dephosphorylation,phosphatidylinositol phosphate 4-phosphatase activity,phosphatidylinositol-3-phosphatase activity,phosphatidylinositol-4-phosphate phosphatase activity,phosphoric ester hydrolase activity,protein bindingA=0, G=23 A=0.0, G=1.0 0.00001 316.739 23 A=0/0, G=6/17

chr3:45772742 C/C T C SNV SACM1L SACM1L:intronic:NM_014016.4 1 100 intronic NM_014016.4c.922-51T>Cp.? -0.33 SacI homology domainrs2531755,rs796640653 0.3857 YES 3.743E-1;0.0 (pos.45772742) SAC1 suppressor of actin mutations 1-likeAMPA glutamate receptor complex,Golgi apparatus,Golgi membrane,endoplasmic reticulum membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,phosphatase activity,phosphatidylinositol biosynthetic process,phosphatidylinositol bisphosphate phosphatase activity,phosphatidylinositol dephosphorylation,phosphatidylinositol phosphate 4-phosphatase activity,phosphatidylinositol-3-phosphatase activity,phosphatidylinositol-4-phosphate phosphatase activity,phosphoric ester hydrolase activity,protein bindingT=0, C=76 T=0.0, C=1.0 0.00001 1202.05 76 T=0/0, C=47/29

chr1:14143003 G/G A G SNV PRDM2 PRDM2:exonic:NM_012231.4 1 100 9 synonymous NM_012231.4c.5118A>G p.(=) -1.88 0(COSM5021263),0(COSM5021264)C2H2-type zinc finger,SET domain,Zinc finger, C2H2 typers1046331 0.1564 YES 7.162E-1 (pos.14143003) osteosarcoma PR domain-containing protein 2 (retinoblastoma protein-binding zinc-finger protein RIZ)DNA binding transcription factor activity,Golgi apparatus,RNA polymerase II regulatory region sequence-specific DNA binding,determination of adult lifespan,histone lysine methylation,histone-lysine N-methyltransferase activity,nucleus,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific binding,zinc ion bindingAmphetamine-Related Disorders;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Head and Neck Neoplasms;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Substance-Related Disorders;Thyroid Diseases;Thyroid Neoplasms;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=6/14

chr3:45977899 C/C T C SNV FYCO1 FYCO1:intronic:NM_024513.3 1 100 intronic NM_024513.3c.4040+41A>Gp.? -4.1 FYVE zinc finger,RUN domainrs1873002 2.00E-04 9.992E-1 (pos.45977899) FYVE and coiled-coil domain containing 1'de novo' protein folding,ATP binding,Golgi apparatus,autophagosome,chaperone-mediated protein folding,chaperonin-containing T-complex,integral component of membrane,intracellular membrane-bounded organelle,late endosome,lysosome,membrane,metal ion binding,plus-end-directed vesicle transport along microtubule,positive regulation of autophagosome maturation,protein binding,protein binding involved in protein folding,transport,unfolded protein bindingCataract;Eye Diseases;Lens Diseases T=0, C=20 T=0.0, C=1.0 0.00001 263.785 20 T=0/0, C=13/7

chr5:176733116 G/G A G SNV PRELID1 PRELID1:exonic:NM_013237.3 1 100 4 synonymous NM_013237.3c.450A>G p.(=) 0.35 0.31(COSM150020)PRELI-like familyrs4631 0.1142 YES 4.99E-1 (pos.176733116) acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinoma,neoplasmPRELI domain-containing protein 1apoptotic process,immune response,mitochondrial intermembrane space,mitochondrion,multicellular organism development,negative regulation of apoptotic process,negative regulation of mitochondrial membrane potential,negative regulation of release of cytochrome c from mitochondria,nucleoplasm,phosphatidic acid transporter activity,phospholipid transport,positive regulation of T cell apoptotic process,positive regulation of cellular respiration,positive regulation of endopeptidase activity,positive regulation of phospholipid transport,protein binding,protein complex,regulation of T cell differentiation,regulation of apoptotic process,regulation of membrane lipid distribution,regulation of mitochondrial membrane potentialA=0, G=44 A=0.0, G=1.0 0.00001 726.569 44 A=0/0, G=20/24

chr2:44547574 A/A G A SNV

PREPL,SLC3

A1 PREPL:utr_3:NM_001171603.1, SLC3A1:exonic:NM_000341.3 1
100

10 missense NM_000341.3, NM_001171603.1c.1854G>A, c.3105C>Tp.Met618Ile, p.? -0.16 0.31 10 0.001 0.23(COSM5425577)Alpha amylase, catalytic domain,Prolyl oligopeptidase family,Prolyl oligopeptidase, N-terminal beta-propeller domainrs698761,rs886056073 0.3236 YES 3.221E-1;0.0 (pos.44547574)acute_myeloid_leukaemia,carcinomaProlyl endopeptidase-like,Solute carrier family 3 (cystine, dibasic and neutral amino acid transporters), member 1Golgi apparatus,L-cystine transmembrane transporter activity,L-cystine transport,amino acid transmembrane transporter activity,amino acid transport,basic amino acid transmembrane transport,basic amino acid transmembrane transporter activity,basic amino acid transport,brush border membrane,carbohydrate metabolic process,catalytic activity,cellular amino acid metabolic process,cytoskeleton,cytosol,extracellular exosome,integral component of membrane,integral component of plasma membrane,membrane,mitochondrial inner membrane,plasma membrane,protein binding,protein heterodimerization activity,proteolysis,regulation of synaptic vesicle exocytosis,serine-type endopeptidase activity,serine-type exopeptidase activity,vacuolar membraneCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cystinuria;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Muscle Hypotonia;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Renal Aminoacidurias;Renal Tubular Transport, Inborn Errors;Urologic DiseasesCystine Benign G=0, A=90 G=0.0, A=1.0 0.00001 1492.77 90 G=0/0, A=36/54

chr2:44547555 C/T C T SNV

PREPL,SLC3

A1 PREPL:utr_3:NM_001171603.1, SLC3A1:exonic:NM_000341.3 1
53.33

10 missense NM_000341.3, NM_001171603.1c.1835C>T, c.3124G>Ap.Ser612Leu, p.? 1.92 0.04 145 0.002 0.36(COSM3581791)Alpha amylase, catalytic domain,Prolyl oligopeptidase family,Prolyl oligopeptidase, N-terminal beta-propeller domainrs759732153 0.0 (pos.44547555) malignant_melanomaProlyl endopeptidase-like,Solute carrier family 3 (cystine, dibasic and neutral amino acid transporters), member 1Golgi apparatus,L-cystine transmembrane transporter activity,L-cystine transport,amino acid transmembrane transporter activity,amino acid transport,basic amino acid transmembrane transport,basic amino acid transmembrane transporter activity,basic amino acid transport,brush border membrane,carbohydrate metabolic process,catalytic activity,cellular amino acid metabolic process,cytoskeleton,cytosol,extracellular exosome,integral component of membrane,integral component of plasma membrane,membrane,mitochondrial inner membrane,plasma membrane,protein binding,protein heterodimerization activity,proteolysis,regulation of synaptic vesicle exocytosis,serine-type endopeptidase activity,serine-type exopeptidase activity,vacuolar membraneCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Cystinuria;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Muscle Hypotonia;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Renal Aminoacidurias;Renal Tubular Transport, Inborn Errors;Urologic DiseasesCystine C=42, T=48 C=0.4667, T=0.5333 0.00001 543.964 90 C=20/22, T=16/32

chr20:47261017 C/C T C SNV PREX1 PREX1:exonic:NM_020820.3 1 100 27 synonymous NM_020820.3c.3531A>G p.(=) 0.32 0.41(COSM149191),0.41(COSM5424754)Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),RhoGEF domainrs6066802 0.2607 YES 3.409E-1 (pos.47261017) acute_myeloid_leukaemia,adenocarcinomaPhosphatidylinositol 3,4,5-trisphosphate-dependent Rac exchanger 1G-protein coupled receptor signaling pathway,GTPase activator activity,Rac guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,T cell differentiation,actin filament polymerization,cytosol,dendritic shaft,enzyme binding,growth cone,guanyl-nucleotide exchange factor activity,intracellular signal transduction,negative regulation of TOR signaling,negative regulation of protein kinase activity,neutrophil activation,neutrophil chemotaxis,perinuclear region of cytoplasm,phospholipid binding,plasma membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of cell migration,positive regulation of substrate adhesion-dependent cell spreading,protein binding,regulation of Rho protein signal transduction,regulation of actin filament polymerization,regulation of dendrite development,regulation of small GTPase mediated signal transduction,superoxide metabolic processT=0, C=53 T=0.0, C=1.0 0.00001 782.03 53 T=0/0, C=34/19

chr20:47246127 G/A G A SNV PREX1 PREX1:exonic:NM_020820.3 1 57.63 37 synonymous NM_020820.3c.4626C>T p.(=) -0.1 0.56(COSM4134612)Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),RhoGEF domainrs3936193 0.0943 YES 1.401E-1 (pos.47246127) neoplasm Phosphatidylinositol 3,4,5-trisphosphate-dependent Rac exchanger 1G-protein coupled receptor signaling pathway,GTPase activator activity,Rac guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,T cell differentiation,actin filament polymerization,cytosol,dendritic shaft,enzyme binding,growth cone,guanyl-nucleotide exchange factor activity,intracellular signal transduction,negative regulation of TOR signaling,negative regulation of protein kinase activity,neutrophil activation,neutrophil chemotaxis,perinuclear region of cytoplasm,phospholipid binding,plasma membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,positive regulation of cell migration,positive regulation of substrate adhesion-dependent cell spreading,protein binding,regulation of Rho protein signal transduction,regulation of actin filament polymerization,regulation of dendrite development,regulation of small GTPase mediated signal transduction,superoxide metabolic processG=25, A=34 G=0.4237, A=0.5763 0.00001 356.592 59 G=6/19, A=30/4

chr3:46574256 T/T C T SNV LRRC2 LRRC2:intronic:NM_024512.4 1 100 intronic NM_024512.4c.627+7G>Ap.? -1.2 0.01(COSM5420308)Leucine Rich Repeat,Leucine rich repeatrs9849400 0.3367 YES 2.997E-1 (pos.46574256) ductal_carcinomaLeucine-rich repeat-containing 2 C=0, T=69 C=0.0, T=1.0 0.00001 1071.73 69 C=0/0, T=43/26

chr11:57157405 G/G A G SNV PRG2 PRG2:exonic:NM_001243245.2 1 100 2 synonymous NM_001243245.2c.13T>C p.(=) 0.63 rs490358 0.269 YES 7.765E-1 (pos.57157405) Peroxidasin, Drosophila, homolog of,Phospholipid phosphatase-related protein 3,Proteoglycan 2carbohydrate binding,defense response to bacterium,defense response to nematode,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,heparin binding,negative regulation of interleukin-10 production,neutrophil degranulation,positive regulation of interleukin-4 production,regulation of cytokine biosynthetic process,transport vesicleSargramostim A=0, G=42 A=0.0, G=1.0 0.00001 685.084 42 A=0/0, G=18/24

chr3:46658872 T/T G T SNV FAM240A FAM240A:intronic:NM_001195442.1 1 100 intronic NM_001195442.1c.179+54G>Tp.? -0.76 rs9870935 YES G=0, T=216 G=0.0, T=1.0 0.00001 3547.48 216 G=0/0, T=113/103

chr3:47035900 T/T C T SNV NBEAL2 NBEAL2:intronic:NM_015175.2 1 100 intronic NM_015175.2c.1198-45C>Tp.? 0.09 Beige/BEACH domain,Domain of unknown function (DUF4704),Domain of unknown function (DUF4800),PH domain associated with Beige/BEACH,WD domain, G-beta repeatrs749512 0.3641 YES 3.704E-1 (pos.47035900) Neurobeachin-like 2endoplasmic reticulum,ficolin-1-rich granule membrane,membrane,neutrophil degranulation,plasma membrane,platelet formation,tertiary granule membraneBlood Coagulation Disorders, Inherited;Blood Platelet Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Gray Platelet Syndrome;Hematologic Diseases;Hemic and Lymphatic DiseasesBenign C=0, T=43 C=0.0, T=1.0 0.00001 705.844 43 C=0/0, T=19/24

chr3:47043386 T/T C T SNV NBEAL2 NBEAL2:intronic:NM_015175.2 1 100 intronic NM_015175.2c.4783-24C>Tp.? 0.88 Beige/BEACH domain,Domain of unknown function (DUF4704),Domain of unknown function (DUF4800),PH domain associated with Beige/BEACH,WD domain, G-beta repeatrs73075647 0.2003 YES 3.5E-4 (pos.47043386) Neurobeachin-like 2endoplasmic reticulum,ficolin-1-rich granule membrane,membrane,neutrophil degranulation,plasma membrane,platelet formation,tertiary granule membraneBlood Coagulation Disorders, Inherited;Blood Platelet Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Gray Platelet Syndrome;Hematologic Diseases;Hemic and Lymphatic DiseasesBenign C=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=6/15

chr3:47277458 G/G A G SNV

KIF9,KIF9-

AS1 KIF9:intronic:NM_182902.3, KIF9-AS1:intronic_nc:NR_033373.1 1
100

intronic NR_033373.1, NM_182902.3c.2217+66T>Cp.? -1.03 Kinesin motor domain,Microtubule bindingrs1874264 YES Kinesin family member 9ATP binding,ATPase activity,cytoplasm,extracellular matrix disassembly,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,organelle disassembly,podosome,protein binding,protein dimerization activity,regulation of podosome assembly,vesicleA=0, G=34 A=0.0, G=1.0 0.00001 524.168 34 A=0/0, G=21/13

chr3:47286227 T/T G T SNV

KIF9,KIF9-

AS1 KIF9:intronic:NM_182902.3, KIF9-AS1:downstream:NR_033373.1 1
100

intronic NR_033373.1, NM_182902.3c.1514+54C>Ap.? -0.2 Kinesin motor domain,Microtubule bindingrs6772449 YES Kinesin family member 9ATP binding,ATPase activity,cytoplasm,extracellular matrix disassembly,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,organelle disassembly,podosome,protein binding,protein dimerization activity,regulation of podosome assembly,vesicleG=0, T=23 G=0.0, T=1.0 0.00001 316.748 23 G=0/0, T=16/7



chr3:47456225 C/C T C SNV SCAP SCAP:intronic:NM_012235.3 1 100 intronic NM_012235.3c.3307-83A>Gp.? -0.84 Patched family,Sterol-sensing domain of SREBP cleavage-activation,WD domain, G-beta repeatrs6442066 YES SREBP cleavage-activating proteinER to Golgi transport vesicle membrane,Golgi apparatus,Golgi membrane,SREBP signaling pathway,aging,cholesterol binding,cholesterol metabolic process,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,negative regulation of cholesterol biosynthetic process,positive regulation of low-density lipoprotein particle receptor biosynthetic process,protein binding,protein complex,protein complex binding,regulation of cholesterol biosynthetic process,regulation of fatty acid biosynthetic process,response to hypoxia,response to insulin,unfolded protein bindingAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutritional and Metabolic DiseasesT=0, C=73 T=0.0, C=1.0 0.00001 1149.07 73 T=0/0, C=39/34

chr3:47462587 G/G A G SNV SCAP SCAP:intronic:NM_012235.3 1 100 intronic NM_012235.3c.1246-68T>Cp.? -0.68 Patched family,Sterol-sensing domain of SREBP cleavage-activation,WD domain, G-beta repeatrs900691 YES SREBP cleavage-activating proteinER to Golgi transport vesicle membrane,Golgi apparatus,Golgi membrane,SREBP signaling pathway,aging,cholesterol binding,cholesterol metabolic process,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,negative regulation of cholesterol biosynthetic process,positive regulation of low-density lipoprotein particle receptor biosynthetic process,protein binding,protein complex,protein complex binding,regulation of cholesterol biosynthetic process,regulation of fatty acid biosynthetic process,response to hypoxia,response to insulin,unfolded protein bindingAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutritional and Metabolic DiseasesA=0, G=23 A=0.0, G=1.0 0.00001 316.741 23 A=0/0, G=7/16

chr3:47604299 T/T C T SNV CSPG5 CSPG5:intronic:NM_001206943.1 1 100 intronic NM_001206943.1c.1540-48G>Ap.? -1.57 Chondroitin sulphate attachment domain,Neural chondroitin sulphate proteoglycan cytoplasmic domainrs4858839 0.0014 YES 1.0 (pos.47604299) Golgi apparatus,Golgi lumen,Golgi membrane,Golgi-associated vesicle membrane,cell differentiation,cell surface,chondroitin sulfate biosynthetic process,chondroitin sulfate catabolic process,dermatan sulfate biosynthetic process,endoplasmic reticulum membrane,extracellular region,glycosaminoglycan metabolic process,growth factor activity,integral component of membrane,integral component of plasma membrane,intracellular transport,lysosomal lumen,membrane,modulation of chemical synaptic transmission,nervous system development,protein binding,regulation of growth,regulation of receptor activityC=0, T=37 C=0.0, T=1.0 0.00001 583.707 37 C=0/0, T=16/21

chr3:47882727 C/T C T SNV DHX30 DHX30:intronic:NM_138615.2 1 53.49 intronic NM_138615.2c.668+59C>Tp.? -2.22 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-foldrs17290490 YES DEAH box polypeptide 30ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA processing,chromatin binding,cytosol,double-stranded RNA binding,helicase activity,mitochondrial large ribosomal subunit assembly,mitochondrial nucleoid,mitochondrion,nucleic acid binding,protein binding,ribonucleoprotein granuleC=20, T=23 C=0.4651, T=0.5349 0.00001 261.022 43 C=12/8, T=5/18

chr11:57148175 G/G A G SNV PRG3 PRG3:exonic:NM_006093.3 1 100 2 missense NM_006093.3c.7T>C p.Cys3Arg -1.02 0.82 180 0 Lectin C-type domainrs669661,rs762880616 0.001 YES 0.0;0.0;0.0 (pos.57148174),9.983E-1 (pos.57148175)Proteoglycan 3basophil activation,carbohydrate binding,extracellular region,histamine biosynthetic process,leukotriene biosynthetic process,negative regulation of translation,neutrophil activation,neutrophil degranulation,positive regulation of interleukin-8 biosynthetic process,specific granule lumen,superoxide anion generation,tertiary granule lumenA=0, G=31 A=0.0, G=1.0 0.00001 465.761 31 A=0/0, G=14/17

chr6:57512510 G/G T G SNV PRIM2 PRIM2:exonic:NM_000947.4 1 100 14 missense NM_000947.4c.1338T>G p.His446Gln 0.99 24 Eukaryotic and archaeal DNA primase, large subunitrs4294007 YES 6.188E-1 (pos.57512510) 4 iron, 4 sulfur cluster binding,DNA biosynthetic process,DNA primase activity,DNA replication initiation,DNA replication, synthesis of RNA primer,DNA-directed DNA polymerase activity,G1/S transition of mitotic cell cycle,alpha DNA polymerase:primase complex,metal ion binding,nucleoplasm,protein binding,single-stranded DNA binding,telomere maintenance via semi-conservative replicationT=0, G=57 T=0.0, G=1.0 0.00001 853.361 57 T=0/0, G=29/28

chr4:185587165 G/G A G SNV PRIMPOL PRIMPOL:exonic:NM_152683.3 1 100 6 missense NM_152683.3c.503A>G p.Gln168Arg 1.88 1 43 0 Herpesviridae UL52/UL70 DNA primasers2463447 0.0029 YES 9.998E-1 (pos.185587165) DNA primase activity,DNA replication, synthesis of RNA primer,DNA-directed DNA polymerase activity,chromatin binding,manganese ion binding,mitochondrial DNA replication,mitochondrial matrix,nucleus,protein binding,replication fork processing,response to UV,translesion synthesisA=0, G=48 A=0.0, G=1.0 0.00001 810.429 48 A=0/0, G=26/22

chr3:48209486 T/T C T SNV CDC25A CDC25A:intronic:NM_001789.2 1 100 intronic NM_001789.2c.931-52G>Ap.? -1.68 M-phase inducer phosphatase,Rhodanese-like domainrs3731539 4.00E-04 1.0 (pos.48209486) Cell division cycle 25ADNA replication,G1/S transition of mitotic cell cycle,G2/M transition of mitotic cell cycle,cell division,cell proliferation,cellular response to UV,chaperone binding,cytosol,intracellular,nucleoplasm,peptidyl-tyrosine dephosphorylation,phosphoprotein phosphatase activity,positive regulation of cell cycle G2/M phase transition,protein binding,protein deubiquitination,protein kinase binding,protein tyrosine phosphatase activity,regulation of cell cycle,regulation of cyclin-dependent protein serine/threonine kinase activity,response to radiationC=0, T=39 C=0.0, T=1.0 0.00001 623.979 39 C=0/0, T=9/30

chr7:106799997 A/A G A SNV PRKAR2B PRKAR2B:exonic:NM_002736.2 1 100 11 synonymous NM_002736.2c.1227G>A p.(=) 0.81 0.31(COSM4004238)Cyclic nucleotide-binding domain,Regulatory subunit of type II PKA R-subunitrs257376 0.462 YES 4.507E-1 (pos.106799997)acute_myeloid_leukaemiaProtein kinase, cAMP-dependent, regulatory, type II, betaG2/M transition of mitotic cell cycle,activation of protein kinase A activity,blood coagulation,cAMP binding,cAMP-dependent protein kinase complex,cAMP-dependent protein kinase inhibitor activity,cAMP-dependent protein kinase regulator activity,cellular response to glucagon stimulus,centrosome,ciliary basal body-plasma membrane docking,ciliary base,cytoplasm,cytosol,dendritic shaft,dendritic spine,extracellular exosome,fatty acid metabolic process,intracellular signal transduction,learning,membrane raft,mitochondrial inner membrane,negative regulation of cAMP-dependent protein kinase activity,neuronal cell body,perinuclear region of cytoplasm,plasma membrane,protein binding,protein domain specific binding,protein kinase A catalytic subunit binding,regulation of G2/M transition of mitotic cell cycle,renal water homeostasis,response to antipsychotic drug,response to clozapine,ubiquitin protein ligase bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionCyclic Adenosine MonophosphateG=0, A=49 G=0.0, A=1.0 0.00001 831.535 49 G=0/0, A=18/31

chr3:48338173 T/T C T SNV NME6 NME6:intronic:NM_005793.4 1 100 intronic NM_005793.4c.217+44G>Ap.? 0.84 Nucleoside diphosphate kinasers4479622 0.3073 YES 1.217E-1 (pos.48338173) Nonmetastatic cells 6, protein expressed inATP binding,CTP biosynthetic process,GTP biosynthetic process,UTP biosynthetic process,apoptotic process,cytosol,metal ion binding,mitochondrion,negative regulation of cell growth,negative regulation of mitotic nuclear division,nucleobase-containing small molecule interconversion,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylationC=0, T=23 C=0.0, T=1.0 0.00001 316.748 23 C=0/0, T=17/6

chr7:106685448 G/T G T SNV PRKAR2B PRKAR2B:exonic:NM_002736.2 1 52.38 1 synonymous NM_002736.2c.96G>T p.(=) 0.76 0.86(COSM3762313)Cyclic nucleotide-binding domain,Regulatory subunit of type II PKA R-subunitrs75385144 0.2995 YES 4.412E-1 (pos.106685448)adenocarcinoma,neoplasm,squamous_cell_carcinomaProtein kinase, cAMP-dependent, regulatory, type II, betaG2/M transition of mitotic cell cycle,activation of protein kinase A activity,blood coagulation,cAMP binding,cAMP-dependent protein kinase complex,cAMP-dependent protein kinase inhibitor activity,cAMP-dependent protein kinase regulator activity,cellular response to glucagon stimulus,centrosome,ciliary basal body-plasma membrane docking,ciliary base,cytoplasm,cytosol,dendritic shaft,dendritic spine,extracellular exosome,fatty acid metabolic process,intracellular signal transduction,learning,membrane raft,mitochondrial inner membrane,negative regulation of cAMP-dependent protein kinase activity,neuronal cell body,perinuclear region of cytoplasm,plasma membrane,protein binding,protein domain specific binding,protein kinase A catalytic subunit binding,regulation of G2/M transition of mitotic cell cycle,renal water homeostasis,response to antipsychotic drug,response to clozapine,ubiquitin protein ligase bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionCyclic Adenosine MonophosphateG=50, T=55 G=0.4762, T=0.5238 0.00001 573.952 105 G=30/20, T=40/15

chr3:48414197 T/T A T SNV FBXW12 FBXW12:intronic:NM_001159929.1 1 100 intronic NM_001159929.1c.33+387A>Tp.? 1.21 rs9852211 YES F-box and WD40 domain protein 12cytosol,post-translational protein modification,protein polyubiquitination,ubiquitin-protein transferase activityA=0, T=25 A=0.0, T=1.0 0.00001 352.868 25 A=0/0, T=13/12

chr3:48415007 G/G C G SNV FBXW12 FBXW12:intronic:NM_001159929.1 1 100 intronic NM_001159929.1c.72-31C>Gp.? -0.41 rs4858793 0.4752 YES 6.594E-1 (pos.48415007) F-box and WD40 domain protein 12cytosol,post-translational protein modification,protein polyubiquitination,ubiquitin-protein transferase activityC=0, G=78 C=0.0, G=1.0 0.00001 1253.29 78 C=0/0, G=23/55

chr3:48602523 GGGC/GGGC G GGGC INDEL COL7A1 COL7A1:intronic:NM_000094.3 3 100 intronic NM_000094.3c.8620+19C>GCCCp.? -0.32 Collagen triple helix repeat (20 copies),Fibronectin type III domain,Kunitz/Bovine pancreatic trypsin inhibitor domain,von Willebrand factor type A domainrs138595277,rs7624006 0 YES 1.0;0.0;0.0;0.0 (pos.48602523) Collagen VII, alpha-1 polypeptideCOPII vesicle coating,COPII-coated ER to Golgi transport vesicle,ER to Golgi vesicle-mediated transport,Golgi membrane,basement membrane,cell adhesion,collagen catabolic process,collagen type VII trimer,endodermal cell differentiation,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment membrane,epidermis development,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,identical protein binding,negative regulation of endopeptidase activity,protein binding,serine-type endopeptidase inhibitor activityBreast Diseases;Breast Neoplasms;Collagen Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Epidermolysis Bullosa;Epidermolysis Bullosa Dystrophica;Epidermolysis Bullosa Simplex;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intestinal Diseases;Intestinal Neoplasms;Nail Diseases;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesLikely benign G=0, GGGC=34G=0.0, GGGC=1.0 0.00001 523.278 34 G=0/0, GGGC=16/18

chr3:48624611 C/T C T SNV COL7A1 COL7A1:intronic:NM_000094.3 1 45.45 intronic NM_000094.3c.3139+12G>Ap.? -2.92 Collagen triple helix repeat (20 copies),Fibronectin type III domain,Kunitz/Bovine pancreatic trypsin inhibitor domain,von Willebrand factor type A domainrs2255532 0.3285 YES 1.525E-1 (pos.48624611) Collagen VII, alpha-1 polypeptideCOPII vesicle coating,COPII-coated ER to Golgi transport vesicle,ER to Golgi vesicle-mediated transport,Golgi membrane,basement membrane,cell adhesion,collagen catabolic process,collagen type VII trimer,endodermal cell differentiation,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment membrane,epidermis development,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,identical protein binding,negative regulation of endopeptidase activity,protein binding,serine-type endopeptidase inhibitor activityBreast Diseases;Breast Neoplasms;Collagen Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Epidermolysis Bullosa;Epidermolysis Bullosa Dystrophica;Epidermolysis Bullosa Simplex;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intestinal Diseases;Intestinal Neoplasms;Nail Diseases;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesBenign C=12, T=10 C=0.5455, T=0.4545 0.00001 81.7624 22 C=7/5, T=4/6

chr3:48719638 C/C T C SNV NCKIPSD NCKIPSD:intronic:NM_016453.3 1 100 intronic NM_016453.3c.487-49A>Gp.? 0.03 Protein of unknown function (DUF2013),SH3 domain,Variant SH3 domainrs34577723,rs7633840 0.3584 YES 9.547E-1 (pos.48719638) NCK-interacting protein with SH3 domainCOP9 signalosome,Fc-gamma receptor signaling pathway involved in phagocytosis,NLS-bearing protein import into nucleus,SH3 domain binding,cytoskeletal protein binding,cytoskeleton organization,cytosol,intermediate filament,positive regulation of neuron projection development,protein binding,signal transductionT=0, C=25 T=0.0, C=1.0 0.00001 352.986 25 T=0/0, C=9/16

chr19:47177913 G/G A G SNV PRKD2 PRKD2:exonic:NM_016457.4 1 100 18 missense NM_016457.4c.2504T>C p.Val835Ala 3.96 1 64 0 0.16(COSM4132177)Lipopolysaccharide kinase (Kdo/WaaP) family,Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase domain,Protein tyrosine kinasers314665 9.00E-04 1.0 (pos.47177913) neoplasm Protein kinase D2ATP binding,Golgi apparatus,T cell receptor signaling pathway,adaptive immune response,angiogenesis,cell adhesion,cell death,cellular response to vascular endothelial growth factor stimulus,cytoplasm,cytosol,endothelial tube morphogenesis,intracellular,intracellular signal transduction,metal ion binding,nucleoplasm,nucleus,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,plasma membrane,positive regulation of CREB transcription factor activity,positive regulation of DNA binding transcription factor activity,positive regulation of DNA biosynthetic process,positive regulation of ERK1 and ERK2 cascade,positive regulation of NF-kappaB transcription factor activity,positive regulation of T cell receptor signaling pathway,positive regulation of angiogenesis,positive regulation of blood vessel endothelial cell migration,positive regulation of cell adhesion,positive regulation of endothelial cell chemotaxis,positive regulation of endothelial cell chemotaxis by VEGF-activated vascular endothelial groAdnexal Diseases;Autoimmune Diseases;Cysts;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glucose Metabolism Disorders;Gonadal Disorders;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Nutritional and Metabolic Diseases;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeA=0, G=40 A=0.0, G=1.0 0.00001 644.286 40 A=0/0, G=21/19

chr3:48897078 G/G A G SNV SLC25A20 SLC25A20:intronic:NM_000387.5 1 100 intronic NM_000387.5c.536-18T>Cp.? 0.32 Mitochondrial carrier proteinrs6414612 0.0091 9.971E-1 (pos.48897078) Solute carrier family 25 (carnitine/acylcarnitine translocase), member 20 (carnitine-acylcarnitine translocase)acyl carnitine transmembrane transport,acyl carnitine transmembrane transporter activity,carnitine shuttle,carnitine transmembrane transport,carnitine transmembrane transporter activity,carnitine transport,carnitine:acyl carnitine antiporter activity,cytosol,integral component of membrane,mitochondrial inner membrane,mitochondrial transport,mitochondrion,transportCarnitine-acylcarnitine translocase deficiency;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Fatty Acid Oxidation Disorder;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Recommended Newborn Screening Panels;Secondary ConditionsL-Carnitine Benign A=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=18/12

chr8:48805816 AG/G A AG INDEL PRKDC PRKDC:exonic:NM_006904.6 1 85.42 31 frameshiftInsertion NM_006904.6, NM_006904.6c.3730T>C, c.3729_3730insCp.Phe1244Leu, p.Phe1244fs 8.38 22 0.98(COSM4151105)FAT domain,FATC domain,NUC194 domain,Phosphatidylinositol 3- and 4-kinasers11411516,rs370106149,rs3978140024.00E-04 1.0;0.0 (pos.48805816) mixed_adenosquamous_carcinomaProtein kinase, DNA-activated, catalytic polypeptide (hyperradiosensitivity of murine SCID mutation, complementing-1)ATP binding,B cell lineage commitment,DNA-dependent protein kinase activity,DNA-dependent protein kinase-DNA ligase 4 complex,RNA binding,T cell differentiation in thymus,T cell lineage commitment,T cell receptor V(D)J recombination,activation of innate immune response,brain development,cell proliferation,cellular protein modification process,cellular response to insulin stimulus,cytosol,double-strand break repair,double-strand break repair via alternative nonhomologous end joining,double-strand break repair via nonhomologous end joining,double-stranded DNA binding,ectopic germ cell programmed cell death,enzyme binding,extracellular matrix,heart development,immunoglobulin V(D)J recombination,innate immune response,intrinsic apoptotic signaling pathway in response to DNA damage,kinase activity,membrane,negative regulation of apoptotic process,negative regulation of cellular senescence,negative regulation of immunoglobulin production,negative regulation of protein phosphorylation,negative regulation of responseAdenocarcinoma;Brain Diseases;Brain Diseases, Metabolic;Carcinoma;Carcinoma, Adenoid Cystic;Central Nervous System Diseases;Digestive System Diseases;Drug-Induced Liver Injury;Genital Diseases, Male;Genital Neoplasms, Male;Hepatic Encephalopathy;Hepatic Insufficiency;Liver Diseases;Liver Failure;Liver Failure, Acute;Lung Diseases;Male Urogenital Diseases;Massive Hepatic Necrosis;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nutritional and Metabolic Diseases;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Urogenital NeoplasmsCaffeine,SF1126 A=0, AG=41, AGG=0, G=7A=0.0, AG=0.8542, AGG=0.0, G=0.14580.00001 742.95 48 A=0/0, AG=24/17, AGG=0/0, G=6/1

chr10:120353910 C/C T C SNV PRLHR PRLHR:exonic:NM_004248.2 1 100 2 missense NM_004248.2c.847A>G p.Ile283Val 3.87 1 29 0 0(COSM3749082)7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs1613448 1.00E-04 1.0 (pos.120353910) adenocarcinoma G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,chemical synaptic transmission,feeding behavior,female pregnancy,hormone metabolic process,integral component of plasma membrane,neuropeptide Y receptor activity,neuropeptide receptor activity,neuropeptide signaling pathway,plasma membrane,protein bindingT=0, C=29 T=0.0, C=1.0 0.00001 427.602 29 T=0/0, C=16/13

chr16:11367143 A/A G A SNV PRM3 PRM3:exonic:NM_021247.2 1 100 1 nonsense NM_021247.2c.310C>T p.Arg104Ter 2.19 rs438289 0.0054 YES 1.0 (pos.11367143) G=0, A=33 G=0.0, A=1.0 0.00001 504.598 33 G=0/0, A=13/20

chr16:11367154 T/T C T SNV PRM3 PRM3:exonic:NM_021247.2 1 100 1 missense NM_021247.2c.299G>A p.Arg100Gln 0.55 1 43 0 0.02(COSM5468287) rs429744 0.0614 YES 4.952E-1 (pos.11367154) adenocarcinoma C=0, T=34 C=0.0, T=1.0 0.00001 524.182 34 C=0/0, T=13/21

chr21:48063476 G/G C G SNV PRMT2 PRMT2:exonic:NM_001535.4 1 100 3 synonymous NM_001535.4c.69C>G p.(=) -0.26 Methyltransferase domain,Methyltransferase small domain,Ribosomal protein L11 methyltransferase (PrmA),SH3 domain,Variant SH3 domainrs10854485 0.2156 YES 8.903E-1;0.0;1.157E-4 (pos.48063476) HMT1 (hnRNP methyltransferase, S. cerevisiae)-like 1Rb-E2F complex,androgen receptor binding,cytoplasm,cytosol,developmental cell growth,estrogen receptor binding,histone arginine methylation,histone methylation,histone methyltransferase activity,histone-arginine N-methyltransferase activity,methyltransferase activity,negative regulation of G1/S transition of mitotic cell cycle,negative regulation of NF-kappaB transcription factor activity,negative regulation of transcription, DNA-templated,nucleolus,nucleoplasm,nucleus,peptidyl-arginine methylation, to asymmetrical-dimethyl arginine,peroxisome proliferator activated receptor binding,positive regulation of apoptotic process,positive regulation of transcription, DNA-templated,progesterone receptor binding,protein binding,protein homodimerization activity,protein methylation,protein-arginine N-methyltransferase activity,protein-arginine omega-N asymmetric methyltransferase activity,regulation of androgen receptor signaling pathway,retinoic acid receptor binding,signal transducer activity,signal transduction,thyrC=0, G=47 C=0.0, G=1.0 0.00001 789.274 47 C=0/0, G=17/30

chr3:49463287 A/A G A SNV NICN1 NICN1:intronic:NM_032316.3 1 100 intronic NM_032316.3c.423+29C>Tp.? 0.12 rs6446272 0.3137 YES 6.71E-2 (pos.49463287) Nicolin 1 microtubule,nucleoplasm G=0, A=23 G=0.0, A=1.0 0.00001 316.602 23 G=0/0, A=16/7

chr11:20529886 A/A G A SNV PRMT3 PRMT3:exonic:NM_005788.3 1 100 16 missense NM_005788.3c.1523G>A p.Ser508Asn 3.9 1 46 0 C2H2 type zinc-finger (2 copies),Methyltransferase domain,Methyltransferase small domain,Protein of unknown function (DUF1698),Ribosomal protein L11 methyltransferase (PrmA)rs6483700 0 9.556E-1 (pos.20529886) cytoplasm,cytosol,histone arginine methylation,histone-arginine N-methyltransferase activity,integral component of membrane,metal ion binding,methyltransferase activity,negative regulation of protein ubiquitination,nucleic acid binding,peptidyl-arginine methylation, to asymmetrical-dimethyl arginine,protein binding,protein methylation,protein-arginine N-methyltransferase activity,protein-arginine omega-N asymmetric methyltransferase activity,regulation of transcription, DNA-templated,ribosomeS-adenosyl-L-homocysteineG=0, A=39 G=0.0, A=1.0 0.00001 623.98 39 G=0/0, A=28/11

chr3:49548294 C/C T C SNV DAG1 DAG1:intronic:NM_001177639.2 1 100 intronic NM_001177639.2c.285+42T>Cp.? -0.46 Dystroglycan (Dystrophin-associated glycoprotein 1)rs2329024 6.00E-04 1.0 (pos.49548294) Dystrophin-associated glycoprotein-1Golgi lumen,NLS-bearing protein import into nucleus,SH2 domain binding,actin binding,aging,alpha-actinin binding,angiogenesis involved in wound healing,axon regeneration,basement membrane,basement membrane organization,basolateral plasma membrane,branching involved in salivary gland morphogenesis,calcium ion binding,calcium-dependent cell-matrix adhesion,cell-cell adherens junction,cellular response to cholesterol,cellular response to mechanical stimulus,commissural neuron axon guidance,contractile ring,costamere,cytoplasm,cytoskeletal anchoring at plasma membrane,cytoskeleton,cytosol,dystroglycan binding,dystroglycan complex,dystrophin-associated glycoprotein complex,endoplasmic reticulum lumen,epithelial tube branching involved in lung morphogenesis,external side of plasma membrane,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,filopodium,focal adhesion,integral component of membrane,lamellipodium,laminin-1 binding,membrane,membrane protCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Lissencephaly;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Walker-Warburg SyndromeBenign T=0, C=32 T=0.0, C=1.0 0.00001 485.141 32 T=0/0, C=8/24

chr3:49568095 A/A G A SNV DAG1 DAG1:intronic:NM_001177639.2 1 100 intronic NM_001177639.2c.286-135G>Ap.? -2.28 Dystroglycan (Dystrophin-associated glycoprotein 1)rs2311801 YES Dystrophin-associated glycoprotein-1Golgi lumen,NLS-bearing protein import into nucleus,SH2 domain binding,actin binding,aging,alpha-actinin binding,angiogenesis involved in wound healing,axon regeneration,basement membrane,basement membrane organization,basolateral plasma membrane,branching involved in salivary gland morphogenesis,calcium ion binding,calcium-dependent cell-matrix adhesion,cell-cell adherens junction,cellular response to cholesterol,cellular response to mechanical stimulus,commissural neuron axon guidance,contractile ring,costamere,cytoplasm,cytoskeletal anchoring at plasma membrane,cytoskeleton,cytosol,dystroglycan binding,dystroglycan complex,dystrophin-associated glycoprotein complex,endoplasmic reticulum lumen,epithelial tube branching involved in lung morphogenesis,external side of plasma membrane,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,filopodium,focal adhesion,integral component of membrane,lamellipodium,laminin-1 binding,membrane,membrane protCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Lissencephaly;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Walker-Warburg Syndromenot provided G=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=11/9

chr20:33764632 G/G C G SNV PROCR PROCR:utr_3:NM_006404.4 1 100 4 utr_3 NM_006404.4c.733C>G p.? 0.56 Class I Histocompatibility antigen, domains alpha 1 and 2,MHC-I family domainrs9574 0.4366 YES 3.766E-1;1.258E-4 (pos.33764632) Protein C receptorblood coagulation,cell surface,centrosome,extracellular exosome,extracellular region,focal adhesion,integral component of plasma membrane,leukocyte migration,negative regulation of coagulation,plasma membrane,protein binding,receptor activityCardiovascular Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Embolism and Thrombosis;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Thromboembolism;Vascular Diseases;Venous ThromboembolismDrotrecogin alfa,PhosphatidylethanolamineC=0, G=35 C=0.0, G=1.0 0.00001 543.903 35 C=0/0, G=29/6

chr22:18904414 G/G A G SNV PRODH PRODH:exonic:NM_016335.4 1 100 13 synonymous NM_016335.4c.1515T>C p.(=) 1.57 0.05(COSM4135138)Proline dehydrogenasers455072 YES 8.988E-1;0.0 (pos.18904414)neoplasm,squamous_cell_carcinomaProline dehydrogenase (proline oxidase)4-hydroxyproline catabolic process,FAD binding,intrinsic apoptotic signaling pathway in response to oxidative stress,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,oxidation-reduction process,positive regulation of cell death,proline catabolic process,proline catabolic process to glutamate,proline dehydrogenase activity,proline metabolic processAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersGlycine betaine,L-Proline A=0, G=37 A=0.0, G=1.0 0.00001 583.705 37 A=0/0, G=13/24

chr20:5283256 G/G C G SNV PROKR2 PROKR2:exonic:NM_144773.3 1 100 3 synonymous NM_144773.3c.585G>C p.(=) -2.51 0.01(COSM3758645)7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsxrs3746682 0.2557 YES 6.675E-1 (pos.5283256) adenocarcinoma,neoplasmProkineticin receptor 2G-protein coupled receptor signaling pathway,blood circulation,chemical synaptic transmission,circadian rhythm,feeding behavior,integral component of membrane,neuropeptide signaling pathway,pancreatic polypeptide receptor activity,plasma membrane46, XY Disorders of Sex Development;Amphetamine-Related Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gonadal Disorders;Hypogonadism;Kallmann Syndrome;Male Urogenital Diseases;Mental Disorders;Nervous System Diseases;Nervous System Malformations;Septo-Optic Dysplasia;Substance-Related Disorders;Urogenital AbnormalitiesBenign C=0, G=29 C=0.0, G=1.0 0.00001 427.576 29 C=0/0, G=9/20

chr20:5283316 G/C G C SNV PROKR2 PROKR2:exonic:NM_144773.3 1 50 3 synonymous NM_144773.3c.525C>G p.(=) -2.97 0.03(COSM4418703)7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsxrs3746683 0.1158 YES 3.525E-2;0.0 (pos.5283316)acute_myeloid_leukaemiaProkineticin receptor 2G-protein coupled receptor signaling pathway,blood circulation,chemical synaptic transmission,circadian rhythm,feeding behavior,integral component of membrane,neuropeptide signaling pathway,pancreatic polypeptide receptor activity,plasma membrane46, XY Disorders of Sex Development;Amphetamine-Related Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gonadal Disorders;Hypogonadism;Kallmann Syndrome;Male Urogenital Diseases;Mental Disorders;Nervous System Diseases;Nervous System Malformations;Septo-Optic Dysplasia;Substance-Related Disorders;Urogenital AbnormalitiesBenign/Likely benignG=11, C=11 G=0.5, C=0.5 0.00001 94.6959 22 G=4/7, C=6/5

chr19:36258937 A/A AG A INDEL PROSER3 PROSER3:splicesite_5:NM_001039887.2 1 100 9 splicesite NM_001039887.2 1.17, 0.91 rs398034467,rs5827939,rs781793184,rs782650792,rs868915977 (pos.36258938),0.0 (pos.36258923),1.0 (pos.36258937)adenocarcinoma,astrocytoma_Grade_IV,endometrioid_carcinoma,squamous_cell_carcinomaAG=0, A=21 AG=0.0, A=1.0 0.00001 268.447 21 AG=0/0, A=5/16

chr3:49739507 C/C G C SNV RNF123 RNF123:intronic:NM_022064.4 1 100 intronic NM_022064.4c.1496-9G>Cp.? -1.49 SPRY domain,Zinc finger, C3HC4 type (RING finger)rs1491985 0.1835 YES 9.95E-1 (pos.49739507) Ring finger protein 123cytoplasm,cytosol,metal ion binding,protein deubiquitination,protein ubiquitination,transferase activityG=0, C=22 G=0.0, C=1.0 0.00001 298.891 22 G=0/0, C=8/14

chr19:54627915 C/T C T SNV PRPF31 PRPF31:exonic:NM_015629.3 1 47.62 8 synonymous NM_015629.3c.735C>T p.(=) -3.1 0.06(COSM3757183)Prp31 C terminal domain,snoRNA binding domain, fibrillarinrs11556769 0.0934 YES 4.899E-3 (pos.54627915) adenocarcinomaPrecursor RNA-processing factor 31, S. cerevisiae, homolog ofCajal body,MLL1 complex,RNA binding,U2-type spliceosomal complex,U4 snRNA binding,U4 snRNP,U4/U6 x U5 tri-snRNP complex,U4atac snRNA binding,U4atac snRNP,mRNA splicing, via spliceosome,nuclear speck,nucleoplasm,nucleus,precatalytic spliceosome,protein binding,ribonucleoprotein complex binding,ribonucleoprotein complex localization,snRNP binding,snoRNA localization,spliceosomal tri-snRNP complex assemblyCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaLikely benign C=22, T=20 C=0.5238, T=0.4762 0.00001 208.876 42 C=6/16, T=6/14

chr9:116044997 A/AG A AG INDEL PRPF4 PRPF4:exonic:NM_004697.4 1 46.43 4 frameshiftInsertion NM_004697.4c.467_468insGp.Ser158fs 6.41 WD domain, G-beta repeat,pre-mRNA processing factor 4 (PRP4) like Precursor mRNA-processing factor 4, S. cerevisiae, homolog ofCajal body,RNA processing,RNA splicing,RNA splicing, via transesterification reactions,U4 snRNA binding,U4/U6 snRNP,U4/U6 x U5 tri-snRNP complex,U6 snRNA binding,mRNA splicing, via spliceosome,nuclear speck,nucleoplasm,nucleus,protein binding,spliceosomal complex,spliceosomal snRNP complexCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Mental Disorders;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Substance-Related DisordersA=15, AG=13A=0.5357, AG=0.4643 0.00001 82.6641 28 A=3/12, AG=1/12

chr6:42689755 G/G A G SNV PRPH2 PRPH2:exonic:NM_000322.4 1 100 1 synonymous NM_000322.4c.318T>C p.(=) 0.97 0.01(COSM4161201)Tetraspanin familyrs7764439 0.4169 YES 5.822E-1 (pos.42689755) acute_myeloid_leukaemia,neoplasmPeripherin 2, mouse, homolog ofcell adhesion,cell surface receptor signaling pathway,integral component of membrane,integral component of plasma membrane,photoreceptor outer segment,retina development in camera-type eye,visual perceptionChoroid Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Macular Degeneration;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Uveal Diseases;Vitelliform Macular DystrophyBenign/Likely benignA=0, G=26 A=0.0, G=1.0 0.00001 371.414 26 A=0/0, G=7/19

chr3:50645635 G/G T G SNV CISH CISH:intronic:NM_145071.2 1 100 intronic NM_145071.2c.242-62A>Cp.? 0.12 SH2 domain,SOCS boxrs621975 YES Cytokine inducible SH2-containing proteincellular_component,cytokine-mediated signaling pathway,cytoplasm,cytosol,interleukin-7-mediated signaling pathway,intracellular signal transduction,molecular_function,negative regulation of JAK-STAT cascade,negative regulation of insulin receptor signaling pathway,negative regulation of protein kinase activity,plasma membrane,post-translational protein modification,protein binding,protein kinase C-activating G-protein coupled receptor signaling pathway,protein kinase inhibitor activity,protein ubiquitination,regulation of cell growthDermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesT=0, G=61 T=0.0, G=1.0 0.00001 921.854 61 T=0/0, G=30/31

chr3:50683809 C/C T C SNV MAPKAPK3 MAPKAPK3:intronic:NM_001243925.1 1 100 intronic NM_001243925.1c.829+114T>Cp.? 0.05 Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinasers876105 YES ATP binding,MAP kinase kinase activity,MAPK cascade,Ras protein signal transduction,activation of MAPK activity,calcium-dependent protein serine/threonine kinase activity,calmodulin binding,calmodulin-dependent protein kinase activity,cell surface receptor signaling pathway,cytoplasm,cytosol,macropinocytosis,mitogen-activated protein kinase binding,nucleoplasm,nucleus,peptidyl-serine phosphorylation,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to cytokine,response to lipopolysaccharide,response to stress,signal transduction,toll-like receptor signaling pathway,vascular endothelial growth factor receptor signaling pathway2-(2-QUINOLIN-3-YLPYRIDIN-4-YL)-1,5,6,7-TETRAHYDRO-4H-PYRROLO3,2-CPYRIDIN-4-ONE,2-2-(2-FLUOROPHENYL)PYRIDIN-4-YL-1,5,6,7-TETRAHYDRO-4H-PYRROLO3,2-CPYRIDIN-4-ONET=0, C=25 T=0.0, C=1.0 0.00001 352.947 25 T=0/0, C=11/14

chr3:50684489 G/G A G SNV MAPKAPK3 MAPKAPK3:intronic:NM_001243925.1 1 100 intronic NM_001243925.1c.916-65A>Gp.? -1.89 Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinasers113444263,rs4468971 ATP binding,MAP kinase kinase activity,MAPK cascade,Ras protein signal transduction,activation of MAPK activity,calcium-dependent protein serine/threonine kinase activity,calmodulin binding,calmodulin-dependent protein kinase activity,cell surface receptor signaling pathway,cytoplasm,cytosol,macropinocytosis,mitogen-activated protein kinase binding,nucleoplasm,nucleus,peptidyl-serine phosphorylation,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,response to cytokine,response to lipopolysaccharide,response to stress,signal transduction,toll-like receptor signaling pathway,vascular endothelial growth factor receptor signaling pathway2-(2-QUINOLIN-3-YLPYRIDIN-4-YL)-1,5,6,7-TETRAHYDRO-4H-PYRROLO3,2-CPYRIDIN-4-ONE,2-2-(2-FLUOROPHENYL)PYRIDIN-4-YL-1,5,6,7-TETRAHYDRO-4H-PYRROLO3,2-CPYRIDIN-4-ONEA=0, G=26 A=0.0, G=1.0 0.00001 362.145 26 A=0/0, G=16/10

chr17:18775900 A/G A G SNV PRPSAP2 PRPSAP2:exonic:NM_002767.3 1 52.38 5 synonymous NM_002767.3c.177A>G p.(=) -0.36 0.09(COSM436169)N-terminal domain of ribose phosphate pyrophosphokinase,Phosphoribosyl synthetase-associated domain,Phosphoribosyl transferase domainrs4393623 0.4408 YES 3.318E-1 (pos.18775900) acute_myeloid_leukaemiaPhosphoribosylpyrophosphate synthetase-associated protein 2bone development,enzyme inhibitor activity,magnesium ion binding,negative regulation of catalytic activity,nucleobase-containing compound metabolic process,nucleoside metabolic process,nucleotide biosynthetic process,protein binding,protein complex,ribose phosphate diphosphokinase activity,ribose phosphate diphosphokinase complexA=10, G=11 A=0.4762, G=0.5238 0.00001 95.2996 21 A=4/6, G=6/5

chr19:50097784 T/C T C SNV PRR12 PRR12:exonic:NM_020719.2 1 50 3 synonymous NM_020719.2c.273T>C p.(=) 1.36 0.43(COSM439983)Domain of unknown function (DUF4211)rs10414643 0.2398 YES 2.037E-1 (pos.50097784) hepatocellular_carcinomaProline-rich protein 12cell junction,neuron projection,nucleus,postsynaptic density,postsynaptic membraneT=15, C=15 T=0.5, C=0.5 0.00001 145.021 30 T=7/8, C=5/10

chr3:52238656 C/C T C SNV ALAS1 ALAS1:intronic:NM_199166.2 1 100 intronic NM_199166.2c.578-53T>Cp.? -1.83 5-aminolevulinate synthase presequence,Aminotransferase class I and II,Cys/Met metabolism PLP-dependent enzymers352167 YES Aminolevulinate, delta-, synthase-15-aminolevulinate synthase activity,biosynthetic process,catalytic activity,cytosol,heme biosynthetic process,identical protein binding,mitochondrial matrix,mitochondrion,mitochondrion organization,nucleoplasm,protein binding,protoporphyrinogen IX biosynthetic process,pyridoxal phosphate binding,regulation of lipid metabolic processMetabolic Diseases;Nutritional and Metabolic Diseases;PorphyriasGlycine,Pyridoxal PhosphateT=0, C=85 T=0.0, C=1.0 0.00001 1390.52 85 T=0/0, C=55/30

chr3:52238677 T/T C T SNV ALAS1 ALAS1:intronic:NM_199166.2 1 100 intronic NM_199166.2c.578-32C>Tp.? -0.42 5-aminolevulinate synthase presequence,Aminotransferase class I and II,Cys/Met metabolism PLP-dependent enzymers352166 0.4486 YES 4.223E-1 (pos.52238677) Aminolevulinate, delta-, synthase-15-aminolevulinate synthase activity,biosynthetic process,catalytic activity,cytosol,heme biosynthetic process,identical protein binding,mitochondrial matrix,mitochondrion,mitochondrion organization,nucleoplasm,protein binding,protoporphyrinogen IX biosynthetic process,pyridoxal phosphate binding,regulation of lipid metabolic processMetabolic Diseases;Nutritional and Metabolic Diseases;PorphyriasGlycine,Pyridoxal PhosphateC=0, T=84 C=0.0, T=1.0 0.00001 1361.37 84 C=0/0, T=54/30

chr3:52258372 C/C T C SNV TLR9 TLR9:intronic:NM_017442.3 1 100 intronic NM_017442.3c.4-44A>G p.? -0.34 Cofilin/tropomyosin-type actin-binding protein,Leucine Rich repeat,Leucine rich repeat,TIR domainrs201426920,rs352139 0.418 YES 3.696E-1 (pos.52258372) Toll-like receptor 91-phosphatidylinositol-3-kinase activity,Golgi membrane,I-kappaB phosphorylation,MyD88-dependent toll-like receptor signaling pathway,apical plasma membrane,axonogenesis,basolateral plasma membrane,cytoplasm,defense response to Gram-negative bacterium,defense response to bacterium,early phagosome,endolysosome membrane,endoplasmic reticulum,endoplasmic reticulum membrane,endosome,endosome membrane,extracellular region,extracellular space,inflammatory response,innate immune response,integral component of membrane,interleukin-1 receptor binding,lysosome,maintenance of gastrointestinal epithelium,negative regulation of NF-kappaB transcription factor activity,negative regulation of calcium-transporting ATPase activity,negative regulation of interleukin-6 production,negative regulation of interleukin-8 production,negative regulation of toll-like receptor signaling pathway,phosphatidylinositol-3-phosphate biosynthetic process,plasma membrane,positive regulation of B cell activation,positive regulation of B cell prolCrohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Granuloma, Respiratory Tract;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Respiratory Tract DiseasesChloroquine,Golotimod,Hydroxychloroquine,ISS-1018T=0, C=61 T=0.0, C=1.0 0.00001 921.854 61 T=0/0, C=26/35

chr3:52404111 G/A G A SNV DNAH1 DNAH1:intronic:NM_015512.4 1 50 intronic NM_015512.4c.6139-15G>Ap.? 0.76 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs746239 0.1218 YES 4.641E-4 (pos.52404111) Dynein, axonemal, heavy chain-1ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axonemal dynein complex,axoneme,cilium movement,cilium movement involved in cell motility,cilium-dependent cell motility,cytoplasm,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,epithelial cilium movement,flagellated sperm motility,inner dynein arm,inner dynein arm assembly,microtubule,microtubule motor activity,sperm axoneme assembly,sperm flagellumBronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Kartagener Syndrome;Otorhinolaryngologic Diseases;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign G=11, A=11 G=0.5, A=0.5 0.00001 94.692 22 G=5/6, A=10/1

chr12:53839956 G/G C G SNV PRR13 PRR13:utr_3:NM_018457.3 1 100 4 utr_3 NM_018457.3c.560C>G p.? 0.86 rs8707 YES Proline-rich protein 13cytosol,nucleoplasm,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedBronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsC=0, G=29 C=0.0, G=1.0 0.00001 427.603 29 C=0/0, G=16/13

chr3:52506282 G/G A G SNV NISCH NISCH:intronic:NM_007184.3 1 100 intronic NM_007184.3c.574-37A>Gp.? -0.35 PX domain rs386660926,rs4312651 0.0526 YES 9.832E-1 (pos.52506282) Nischarin Rac protein signal transduction,actin cytoskeleton organization,apoptotic process,cytosol,early endosome,glucose metabolic process,identical protein binding,integrin binding,membrane,negative regulation of cell migration,norepinephrine secretion,phosphatidylinositol binding,plasma membrane,protein binding,recycling endosome,regulation of blood pressure,regulation of synaptic transmission, GABAergicArrhythmias, Cardiac;Bradycardia;Cardiovascular Diseases;Heart Diseases;Hypotension;Vascular DiseasesAgmatine,Moxonidine,TizanidineA=0, G=27 A=0.0, G=1.0 0.00001 389.986 27 A=0/0, G=18/9

chr3:52506426 T/T C T SNV NISCH NISCH:intronic:NM_007184.3 1 100 intronic NM_007184.3c.669+12C>Tp.? -0.09 PX domain rs6784615 0.0569 YES 9.816E-1 (pos.52506426) Nischarin Rac protein signal transduction,actin cytoskeleton organization,apoptotic process,cytosol,early endosome,glucose metabolic process,identical protein binding,integrin binding,membrane,negative regulation of cell migration,norepinephrine secretion,phosphatidylinositol binding,plasma membrane,protein binding,recycling endosome,regulation of blood pressure,regulation of synaptic transmission, GABAergicArrhythmias, Cardiac;Bradycardia;Cardiovascular Diseases;Heart Diseases;Hypotension;Vascular DiseasesAgmatine,Moxonidine,TizanidineC=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=20/8

chr7:29606287 CT/CT C CT INDEL PRR15 PRR15:exonic:NM_175887.2 1 100 2 frameshiftInsertion NM_175887.2c.342_343insTp.Pro115fs 0.38 ATPase family AAA domain containing 4 multicellular organism development C=0, CT=25 C=0.0, CT=1.0 0.00001 261.563 25 C=0/0, CT=12/13

chr3:52513940 C/C T C SNV NISCH NISCH:intronic:NM_007184.3 1 100 intronic NM_007184.3c.1416+62T>Cp.? -1.89 PX domain rs4687618 YES Nischarin Rac protein signal transduction,actin cytoskeleton organization,apoptotic process,cytosol,early endosome,glucose metabolic process,identical protein binding,integrin binding,membrane,negative regulation of cell migration,norepinephrine secretion,phosphatidylinositol binding,plasma membrane,protein binding,recycling endosome,regulation of blood pressure,regulation of synaptic transmission, GABAergicArrhythmias, Cardiac;Bradycardia;Cardiovascular Diseases;Heart Diseases;Hypotension;Vascular DiseasesAgmatine,Moxonidine,TizanidineT=0, C=32 T=0.0, C=1.0 0.00001 489.253 32 T=0/0, C=17/15

chr3:52522659 C/C T C SNV NISCH NISCH:intronic:NM_007184.3 1 100 intronic NM_007184.3c.3113+38T>Cp.? -0.13 PX domain rs887514 0.0512 YES 9.81E-1 (pos.52522659) Nischarin Rac protein signal transduction,actin cytoskeleton organization,apoptotic process,cytosol,early endosome,glucose metabolic process,identical protein binding,integrin binding,membrane,negative regulation of cell migration,norepinephrine secretion,phosphatidylinositol binding,plasma membrane,protein binding,recycling endosome,regulation of blood pressure,regulation of synaptic transmission, GABAergicArrhythmias, Cardiac;Bradycardia;Cardiovascular Diseases;Heart Diseases;Hypotension;Vascular DiseasesAgmatine,Moxonidine,TizanidineT=0, C=51 T=0.0, C=1.0 0.00001 751.949 51 T=0/0, C=17/34

chr6:166720806 C/C G C SNV PRR18 PRR18:exonic:NM_175922.3 1 100 1 synonymous NM_175922.3c.825C>G p.(=) -0.37 0.01(COSM3749961)Proline-rich protein family 18rs911203 0.2513 YES 9.17E-1 (pos.166720806) adenocarcinoma G=0, C=28 G=0.0, C=1.0 0.00001 408.346 28 G=0/0, C=11/17

chr3:52551265 T/C T C SNV STAB1 STAB1:intronic:NM_015136.2 1 46.43 intronic NM_015136.2c.4490-71T>Cp.? -1.63 EGF domain,Extracellular link domain,Fasciclin domainrs66824127 YES calcium ion binding,cell adhesion,cell-cell signaling,defense response to bacterium,endocytic vesicle membrane,hyaluronic acid binding,inflammatory response,integral component of membrane,integral component of plasma membrane,low-density lipoprotein particle binding,low-density lipoprotein receptor activity,negative regulation of angiogenesis,oxidation-reduction process,plasma membrane,protein binding,protein disulfide oxidoreductase activity,receptor-mediated endocytosis,scavenger receptor activityArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=15, C=13 T=0.5357, C=0.4643 0.00001 117.921 28 T=14/1, C=6/7

chr3:52557038 C/T C T SNV STAB1 STAB1:intronic:NM_015136.2 1 50 intronic NM_015136.2c.6911-3C>Tp.? 2.51 0.75(COSM4002741)EGF domain,Extracellular link domain,Fasciclin domainrs4234633 0.459 YES 4.375E-1;0.0 (pos.52557038)acute_myeloid_leukaemia calcium ion binding,cell adhesion,cell-cell signaling,defense response to bacterium,endocytic vesicle membrane,hyaluronic acid binding,inflammatory response,integral component of membrane,integral component of plasma membrane,low-density lipoprotein particle binding,low-density lipoprotein receptor activity,negative regulation of angiogenesis,oxidation-reduction process,plasma membrane,protein binding,protein disulfide oxidoreductase activity,receptor-mediated endocytosis,scavenger receptor activityArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesC=16, T=16 C=0.5, T=0.5 0.00001 158.376 32 C=8/8, T=11/5

chr3:138724757 G/G C G SNV PRR23A PRR23A:exonic:NM_001134659.1 1 100 1 synonymous NM_001134659.1c.354G>C p.(=) -0.77 0.01(COSM1495351)Protein of unknown function (DUF2476)rs11924188,rs7492250150.2322 YES 0.0 (pos.138724754),6.471E-1 (pos.138724757)acute_myeloid_leukaemia,adenocarcinoma,clear_cell_renal_cell_carcinoma,neoplasmC=0, G=33 C=0.0, G=1.0 0.00001 504.584 33 C=0/0, G=17/16

chr3:52558904 A/T A T SNV

NT5DC2,STA

B1 NT5DC2:intronic:NM_001134231.1, STAB1:downstream:NM_015136.21
56

intronic NM_015136.2, NM_001134231.1c.*532A>T, c.1348-7T>Ap.?, p.? 0.36 0.08(COSM4408964),0.08(COSM4408965)5' nucleotidase familyrs34005367 0.4578 YES 1.17E-4 (pos.52558897),4.317E-1 (pos.52558904)hepatocellular_carcinoma 5'-nucleotidase activity,calcium ion binding,cell adhesion,cell-cell signaling,defense response to bacterium,dephosphorylation,endocytic vesicle membrane,hyaluronic acid binding,inflammatory response,integral component of membrane,integral component of plasma membrane,low-density lipoprotein particle binding,low-density lipoprotein receptor activity,metal ion binding,negative regulation of angiogenesis,oxidation-reduction process,plasma membrane,protein binding,protein disulfide oxidoreductase activity,receptor-mediated endocytosis,scavenger receptor activityArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=22, T=28 A=0.44, T=0.56 0.00001 341.079 50 A=11/11, T=12/16

chr3:52643307 A/G A G SNV PBRM1 PBRM1:intronic:NM_018313.4 1 50 intronic NM_018313.4c.2567+22T>Cp.? 0.1 BAH domain,Bromodomain,HMG (high mobility group) box,HMG-box domainrs3733045 0.4306 YES 4.339E-1 (pos.52643307) Polybromo 1, chicken, homolog ofDNA binding,chromatin binding,chromatin remodeling,covalent chromatin modification,mitotic cell cycle,negative regulation of cell proliferation,nuclear chromosome,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedAdenocarcinoma;Arthritis;Carcinoma;Carcinoma, Renal Cell;Cholangiocarcinoma;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hemic and Lymphatic Diseases;Joint Diseases;Kidney Diseases;Kidney Neoplasms;Lymphatic Diseases;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Complex and Mixed;Neoplasms, Glandular and Epithelial;Osteoarthritis;Rheumatic Diseases;Thoracic Neoplasms;Thymoma;Thymus Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=13, G=13 A=0.5, G=0.5 0.00001 119.397 26 A=10/3, G=6/7

chr19:7938306 AG/AG A AG INDEL PRR36 PRR36:exonic:NM_001190467.1 1 100 3 unknown NM_001190467.1 0.95 Domain of unknown function (DUF4596)rs201708318,rs58971992 1.0 (pos.7938306) A=0, AG=44 A=0.0, AG=1.0 0.00001 690.296 44 A=0/0, AG=7/37

chr3:52821177 A/C A C SNV ITIH1 ITIH1:intronic:NM_002215.3 1 51.92 intronic NM_002215.3c.1889-27A>Cp.? 3.94 Inter-alpha-trypsin inhibitor heavy chain C-terminus,Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domainrs2286798 0.3815 YES 3.644E-1 (pos.52821177) Inter-alpha (globulin) inhibitor, H1 polypeptideblood microparticle,calcium ion binding,extracellular exosome,extracellular region,hyaluronan metabolic process,negative regulation of endopeptidase activity,serine-type endopeptidase inhibitor activityBipolar Disorder;Bipolar and Related Disorders;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Mental Disorders;Neoplasms;Neoplasms by SiteA=25, C=27 A=0.4808, C=0.5192 0.00001 270.376 52 A=15/10, C=18/9

chr3:52878721 C/C G C SNV

TMEM110,T

MEM110-

MUSTN1 TMEM110-MUSTN1:intronic:NM_001198974.2, TMEM110:intronic:NM_198563.21

100

intronic NM_001198974.2, NM_198563.2c.540+124C>G, c.540+124C>Gp.?, p.? 0.71 Musculoskeletal, temporally activated-embryonic nuclear protein 1,STIMATE familyrs7650966 YES Transmembrane protein 110activation of store-operated calcium channel activity,calcium channel regulator activity,calcium-mediated signaling using intracellular calcium source,chondrocyte differentiation,chondrocyte proliferation,cortical endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,nucleus,positive regulation of NFAT protein import into nucleus,protein binding,tissue regenerationG=0, C=20 G=0.0, C=1.0 0.00001 263.786 20 G=0/0, C=9/11

chr3:52878825 A/A C A SNV

TMEM110,T

MEM110-

MUSTN1 TMEM110-MUSTN1:intronic:NM_001198974.2, TMEM110:intronic:NM_198563.21

100

intronic NM_001198974.2, NM_198563.2c.540+20G>T, c.540+20G>Tp.?, p.? -0.18 Musculoskeletal, temporally activated-embryonic nuclear protein 1,STIMATE familyrs7629528 0.0014 YES 1.0 (pos.52878825) Transmembrane protein 110activation of store-operated calcium channel activity,calcium channel regulator activity,calcium-mediated signaling using intracellular calcium source,chondrocyte differentiation,chondrocyte proliferation,cortical endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,nucleus,positive regulation of NFAT protein import into nucleus,protein binding,tissue regenerationC=0, A=20 C=0.0, A=1.0 0.00001 263.784 20 C=0/0, A=8/12

chr3:52968801 C/C T C SNV SFMBT1 SFMBT1:intronic:NM_016329.3 1 100 intronic NM_016329.3c.453+28A>Gp.? -1.68 SAM domain (Sterile alpha motif),SLED domain,mbt repeatrs2710315 3.00E-04 1.0 (pos.52968801) SCM-like protein with 4 MBT domains 1cell differentiation,covalent chromatin modification,histone binding,negative regulation of muscle organ development,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,spermatogenesis,transcription corepressor activity,transcription, DNA-templatedColitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=14/14

chr3:53003021 C/C G C SNV SFMBT1 SFMBT1:intronic:NM_016329.3 1 100 intronic NM_016329.3c.28+96C>Gp.? 0.19 SAM domain (Sterile alpha motif),SLED domain,mbt repeatrs2245424 YES SCM-like protein with 4 MBT domains 1cell differentiation,covalent chromatin modification,histone binding,negative regulation of muscle organ development,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,spermatogenesis,transcription corepressor activity,transcription, DNA-templatedColitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesG=0, C=53 G=0.0, C=1.0 0.00001 781.993 53 G=0/0, C=25/28

chr3:53212383 C/T C T SNV PRKCD PRKCD:intronic:NM_212539.1 1 59.09 intronic NM_212539.1c.-18-37C>Tp.? -0.51 Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers2306570 YES Protein kinase C, deltaATP binding,B cell proliferation,Fc-gamma receptor signaling pathway involved in phagocytosis,activation of protein kinase activity,apoptotic process,azurophil granule lumen,calcium-independent protein kinase C activity,cell chemotaxis,cell cycle,cell-cell junction,cellular response to angiotensin,cellular response to hydrogen peroxide,cellular response to hydroperoxide,cellular senescence,cytoplasm,cytosol,defense response to bacterium,endoplasmic reticulum,enzyme activator activity,enzyme binding,execution phase of apoptosis,extracellular exosome,extracellular region,histone phosphorylation,immunoglobulin mediated immune response,insulin receptor substrate binding,interferon-gamma-mediated signaling pathway,interleukin-10 production,interleukin-12 production,intracellular signal transduction,intrinsic apoptotic signaling pathway in response to oxidative stress,kinase binding,metal ion binding,negative regulation of MAP kinase activity,negative regulation of actin filament polymerization,negative regulation Autoimmune Diseases;Autoimmune Lymphoproliferative Syndrome;Basal Ganglia Diseases;Brain Diseases;Cardiomegaly;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Common Variable Immunodeficiency;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Epilepsy;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Hemic and Lymphatic Diseases;Hyperinsulinism;Hypertension;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Intestinal Diseases;Intestinal Neoplasms;Lymphatic Diseases;Lymphoproliferative Disorders;Metabolic Diseases;Movement Disorders;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Neurotoxicity Syndromes;Nutritional and Metabolic Diseases;Parkinsonian Disorders;Seizu13-Acetylphorbol,Ingenol Mebutate,TamoxifenC=9, T=13 C=0.4091, T=0.5909 0.00001 122.613 22 C=4/5, T=10/3

chr3:53213538 G/G C G SNV PRKCD PRKCD:intronic:NM_212539.1 1 100 intronic NM_212539.1c.116-55C>Gp.? -0.11 Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers2035451 0.0429 YES 9.965E-1 (pos.53213538) Protein kinase C, deltaATP binding,B cell proliferation,Fc-gamma receptor signaling pathway involved in phagocytosis,activation of protein kinase activity,apoptotic process,azurophil granule lumen,calcium-independent protein kinase C activity,cell chemotaxis,cell cycle,cell-cell junction,cellular response to angiotensin,cellular response to hydrogen peroxide,cellular response to hydroperoxide,cellular senescence,cytoplasm,cytosol,defense response to bacterium,endoplasmic reticulum,enzyme activator activity,enzyme binding,execution phase of apoptosis,extracellular exosome,extracellular region,histone phosphorylation,immunoglobulin mediated immune response,insulin receptor substrate binding,interferon-gamma-mediated signaling pathway,interleukin-10 production,interleukin-12 production,intracellular signal transduction,intrinsic apoptotic signaling pathway in response to oxidative stress,kinase binding,metal ion binding,negative regulation of MAP kinase activity,negative regulation of actin filament polymerization,negative regulation Autoimmune Diseases;Autoimmune Lymphoproliferative Syndrome;Basal Ganglia Diseases;Brain Diseases;Cardiomegaly;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Common Variable Immunodeficiency;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Experimental;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Epilepsy;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Hemic and Lymphatic Diseases;Hyperinsulinism;Hypertension;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Intestinal Diseases;Intestinal Neoplasms;Lymphatic Diseases;Lymphoproliferative Disorders;Metabolic Diseases;Movement Disorders;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Neurotoxicity Syndromes;Nutritional and Metabolic Diseases;Parkinsonian Disorders;Seizu13-Acetylphorbol,Ingenol Mebutate,TamoxifenC=0, G=108 C=0.0, G=1.0 0.00001 1700.02 108 C=0/0, G=65/43

chr3:53260716 T/T C T SNV TKT TKT:intronic:NM_001258028.1 1 100 intronic NM_001258028.1c.1720+56G>Ap.? -0.05 Dehydrogenase E1 component,Transketolase, C-terminal domain,Transketolase, pyrimidine binding domain,Transketolase, thiamine diphosphate binding domainrs2279322 YES Discoidin domain receptor family, member 2,Transketolasecatalytic activity,cofactor binding,cytosol,extracellular exosome,glyceraldehyde-3-phosphate biosynthetic process,metabolic process,metal ion binding,myelin sheath,nuclear body,nuclear speck,nucleoplasm,pentose-phosphate shunt,pentose-phosphate shunt, non-oxidative branch,peroxisome,protein binding,protein homodimerization activity,regulation of growth,transketolase activity,vesicle,xylulose biosynthetic processAlcohol Amnestic Disorder;Alcohol-Induced Disorders, Nervous System;Alcohol-Related Disorders;Amnesia;Avitaminosis;Brain Diseases;Brain Diseases, Metabolic;Central Nervous System Diseases;Deficiency Diseases;Korsakoff Syndrome;Malnutrition;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Memory Disorders;Mental Disorders;Metabolic Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Neoplastic Processes;Nervous System Diseases;Neurobehavioral Manifestations;Neurocognitive Disorders;Neurologic Manifestations;Neurotoxicity Syndromes;Nutrition Disorders;Nutritional and Metabolic Diseases;Substance-Related Disorders;Thiamine Deficiency;Vitamin B Deficiency;Wernicke EncephalopathyC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=7/13

chr3:53267155 G/A G A SNV TKT TKT:intronic:NM_001258028.1 1 95.83 intronic NM_001258028.1c.772+17C>Tp.? 0.15 Dehydrogenase E1 component,Transketolase, C-terminal domain,Transketolase, pyrimidine binding domain,Transketolase, thiamine diphosphate binding domainrs2242301 0.4299 YES 5.799E-1 (pos.53267155) Discoidin domain receptor family, member 2,Transketolasecatalytic activity,cofactor binding,cytosol,extracellular exosome,glyceraldehyde-3-phosphate biosynthetic process,metabolic process,metal ion binding,myelin sheath,nuclear body,nuclear speck,nucleoplasm,pentose-phosphate shunt,pentose-phosphate shunt, non-oxidative branch,peroxisome,protein binding,protein homodimerization activity,regulation of growth,transketolase activity,vesicle,xylulose biosynthetic processAlcohol Amnestic Disorder;Alcohol-Induced Disorders, Nervous System;Alcohol-Related Disorders;Amnesia;Avitaminosis;Brain Diseases;Brain Diseases, Metabolic;Central Nervous System Diseases;Deficiency Diseases;Korsakoff Syndrome;Malnutrition;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Memory Disorders;Mental Disorders;Metabolic Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Neoplastic Processes;Nervous System Diseases;Neurobehavioral Manifestations;Neurocognitive Disorders;Neurologic Manifestations;Neurotoxicity Syndromes;Nutrition Disorders;Nutritional and Metabolic Diseases;Substance-Related Disorders;Thiamine Deficiency;Vitamin B Deficiency;Wernicke EncephalopathyG=1, A=23 G=0.0417, A=0.9583 0.00001 306.63 24 G=1/0, A=13/10

chr3:53766026 C/C T C SNV CACNA1D CACNA1D:intronic:NM_000720.3 1 100 intronic NM_000720.3c.2467-17T>Cp.? -0.39 Ion transport protein,Polycystin cation channel,Voltage gated calcium channel IQ domain,Voltage-dependent L-type calcium channel, IQ-associated,Voltage-gated calcium channel subunit alpha, C-termrs2612033 0.1402 YES 9.999E-1 (pos.53766026) Calcium channel, voltage-dependent, L type, alpha 1D subunitL-type voltage-gated calcium channel complex,Z disc,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,alpha-actinin binding,ankyrin binding,calcium channel activity,calcium ion import,calcium ion transmembrane transport,calcium ion transport,cardiac conduction,cardiac muscle cell action potential involved in contraction,high voltage-gated calcium channel activity,membrane depolarization during SA node cell action potential,membrane depolarization during cardiac muscle cell action potential,metal ion binding,plasma membrane,positive regulation of calcium ion transport,regulation of atrial cardiac muscle cell membrane repolarization,regulation of heart rate by cardiac conduction,regulation of insulin secretion,regulation of ion transmembrane transport,regulation of potassium ion transmembrane transport,regulation of potassium ion transmembrane transporter activity,sensory perception of sound,voltage-gated calcium channel activity,voltage-gated calcium channel activity involved SA node ceAdenoma;Adrenal Gland Diseases;Adrenocortical Hyperfunction;Deafness;Ear Diseases;Endocrine System Diseases;Eye Diseases;Hearing Disorders;Hearing Loss;Hyperaldosteronism;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Refractive Errors;Sensation DisordersAmlodipine,Calcium Citrate,Calcium Phosphate,Cinnarizine,Clevidipine,Dronedarone,Ethanol,Felodipine,Isradipine,Mibefradil,Nicardipine,Nifedipine,Nilvadipine,Nimodipine,Nisoldipine,Nitrendipine,Spironolactone,Trimebutine,VerapamilT=0, C=23 T=0.0, C=1.0 0.00001 316.745 23 T=0/0, C=10/13

chr6:31604044 G/G T G SNV PRRC2A PRRC2A:exonic:NM_004638.3 1 100 26 missense NM_004638.3c.5683T>G p.Leu1895Val 1.34 1 32 0 BAT2 N-terminusrs3132453 0.067 YES 1.0 (pos.31604044) Proline-rich coiled-coil protein 2ARNA binding,cell differentiation,cytoplasm,extracellular exosome,membrane,nucleus,protein bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, Membranous;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=0, G=25 T=0.0, G=1.0 0.00001 352.478 25 T=0/0, G=6/19

chr9:134346315 C/C T C SNV PRRC2B PRRC2B:exonic:NM_013318.3 1 100 13 synonymous NM_013318.3c.2052T>C p.(=) -2.29 0.06(COSM4163437),0.06(COSM4163438)BAT2 N-terminusrs4310250 0.057 YES 9.249E-1 (pos.134346315)neoplasm RNA binding,cell differentiation,protein binding T=0, C=26 T=0.0, C=1.0 0.00001 371.397 26 T=0/0, C=6/20

chr9:134350647 C/C T C SNV PRRC2B PRRC2B:exonic:NM_013318.3 1 100 15 missense NM_013318.3c.3131T>C p.Met1044Thr 4.35 1 81 0 BAT2 N-terminusrs10793873 6.00E-04 9.998E-1;2.324E-4 (pos.134350647) RNA binding,cell differentiation,protein binding T=0, C=21 T=0.0, C=1.0 0.00001 281.227 21 T=0/0, C=3/18

chr3:56591178 G/G A G SNV CCDC66 CCDC66:upstream:NM_001141947.2 1 100 intronic NM_001141947.2c.-93A>G p.? -0.4 rs73079891 0.4786 YES A=0, G=33 A=0.0, G=1.0 0.00001 508.973 33 A=0/0, G=21/12

chr9:134351065 G/T G T SNV PRRC2B PRRC2B:exonic:NM_013318.3 1 95.65 15 synonymous NM_013318.3c.3549G>T p.(=) 0.36 BAT2 N-terminusrs7858488 0.0564 YES 9.403E-1 (pos.134351065) RNA binding,cell differentiation,protein binding G=1, T=22 G=0.0435, T=0.9565 0.00001 277.669 23 G=1/0, T=10/12

chr1:171509327 A/A G A SNV PRRC2C PRRC2C:exonic:NM_015172.3 1 100 16 missense NM_015172.3c.2716G>A p.Ala906Thr 0.11 1 58 0.001 0.03(COSM1158680),0.03(COSM1158681),0.18(COSM3385411),0.18(COSM3385412)BAT2 N-terminusrs760644 0.1877 YES 8.896E-1 (pos.171509327)carcinoma,ductal_carcinomaProline-rich coiled-coil protein 3CRNA binding,hematopoietic progenitor cell differentiation,membrane,protein C-terminus bindingAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=19/10

chr1:171511039 G/G C G SNV PRRC2C PRRC2C:exonic:NM_015172.3 1 100 16 synonymous NM_015172.3c.4428C>G p.(=) -0.71 0.26(COSM6350434),0.26(COSM6350435)BAT2 N-terminusrs1687064 0.1895 YES 8.893E-1;0.0 (pos.171511039)carcinoma Proline-rich coiled-coil protein 3CRNA binding,hematopoietic progenitor cell differentiation,membrane,protein C-terminus bindingAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesC=0, G=28 C=0.0, G=1.0 0.00001 408.214 28 C=0/0, G=13/15

chr3:56674190 C/C A C SNV FAM208A FAM208A:intronic:NM_001112736.1 1 100 intronic NM_001112736.1c.2620-32T>Gp.? -0.46 Protein of unknown function (DUF3715)rs1489949 0.0635 YES 1.0 (pos.56674190) Family with sequence similarity 208, member ARNA binding,chromosome,nucleoplasm,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, C=65 A=0.0, C=1.0 0.00001 996.462 65 A=0/0, C=22/43

chr3:57294085 G/G C G SNV APPL1 APPL1:intronic:NM_012096.2 1 100 intronic NM_012096.2c.1658+38C>Gp.? -0.1 BAR domain of APPL family,PH domain,Phosphotyrosine interaction domain (PTB/PID)rs10510791,rs7727922880.3906 YES 0.0 (pos.57294082),8.604E-1 (pos.57294085)Adaptor protein containing PH domain, PTB domain, and leucine zipper motif 1NuRD complex,cell cycle,cell proliferation,cytoplasm,cytosol,early endosome,early endosome membrane,endosome membrane,extracellular exosome,extrinsic apoptotic signaling pathway in absence of ligand,identical protein binding,insulin receptor signaling pathway,nucleus,protein binding,protein kinase B binding,regulation of glucose import,regulation of protein localization to plasma membrane,signal transduction,vesicle membraneC=0, G=23 C=0.0, G=1.0 0.00001 316.747 23 C=0/0, G=9/14

chr3:57388114 T/T C T SNV DNAH12 DNAH12:intronic:NM_001291661.1 1 100 intronic NM_001291661.1c.6961+921G>Ap.? -0.22 AAA domain (dynein-related subfamily),Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs6445873 0.4635 YES 4.265E-1 (pos.57388114) Dynein, heavy chain-5 Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsBenign C=0, T=65 C=0.0, T=1.0 0.00001 996.464 65 C=0/0, T=28/37

chr3:57422824 A/G A G SNV DNAH12 DNAH12:intronic:NM_001291661.1 1 50 intronic NM_001291661.1c.4546-37T>Cp.? -3.44 AAA domain (dynein-related subfamily),Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs4234394 0.492 YES 4.337E-1 (pos.57422824) Dynein, heavy chain-5 Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=15, G=15 A=0.5, G=0.5 0.00001 145.021 30 A=8/7, G=9/6

chr3:58089877 G/G A G SNV FLNB FLNB:intronic:NM_001164317.1 1 100 intronic NM_001164317.1c.1610+65A>Gp.? -1.1 Calponin homology (CH) domain,Filamin/ABP280 repeatrs1522386 YES Filamin B RNA binding,Z disc,actin binding,actin cytoskeleton,actin cytoskeleton organization,brush border,cadherin binding,cell cortex,cell differentiation,cytoplasm,cytoskeletal anchoring at plasma membrane,cytosol,epithelial cell morphogenesis,extracellular exosome,extracellular matrix,focal adhesion,identical protein binding,integral component of membrane,keratinocyte development,neuron projection,neuronal cell body,nucleus,plasma membrane,protein binding,signal transduction,skeletal muscle tissue development,stress fiberAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Cleft Lip;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Dysostoses;Endocrine System Diseases;Genetic Diseases, Inborn;Jaw Abnormalities;Jaw Diseases;Lip Diseases;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Scoliosis;Spinal Curvatures;Spinal Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Synostosis;Tooth Abnormalities;Tooth DiseasesA=0, G=33 A=0.0, G=1.0 0.00001 504.595 33 A=0/0, G=3/30

chr3:58094895 C/C CT C INDEL FLNB FLNB:intronic:NM_001164317.1 1 100 intronic NM_001164317.1c.2056-11CT>Cp.? -0.05, 0.87 Calponin homology (CH) domain,Filamin/ABP280 repeat Filamin B RNA binding,Z disc,actin binding,actin cytoskeleton,actin cytoskeleton organization,brush border,cadherin binding,cell cortex,cell differentiation,cytoplasm,cytoskeletal anchoring at plasma membrane,cytosol,epithelial cell morphogenesis,extracellular exosome,extracellular matrix,focal adhesion,identical protein binding,integral component of membrane,keratinocyte development,neuron projection,neuronal cell body,nucleus,plasma membrane,protein binding,signal transduction,skeletal muscle tissue development,stress fiberAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Cleft Lip;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Dysostoses;Endocrine System Diseases;Genetic Diseases, Inborn;Jaw Abnormalities;Jaw Diseases;Lip Diseases;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Scoliosis;Spinal Curvatures;Spinal Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Synostosis;Tooth Abnormalities;Tooth DiseasesCT=0, C=27 CT=0.0, C=1.0 0.00001 358.369 27 CT=0/0, C=21/6

chr16:29825126 C/C T C SNV PRRT2 PRRT2:exonic:NM_001256442.1 1 100 2 synonymous NM_001256442.1c.751T>C p.(=) 0.34 Interferon-induced transmembrane proteinrs11150573 0 1.0 (pos.29825126) Proline-rich transmembrane protein 2SH3 domain binding,cell junction,integral component of membrane,membrane,neuromuscular process controlling posture,neuron projection,plasma membrane,response to biotic stimulus,synapseBrain Diseases;Central Nervous System Diseases;Chorea;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Dystonia;Dystonic Disorders;Epilepsy;Epilepsy, Benign Neonatal;Epilepsy, Generalized;Infant, Newborn, Diseases;Intellectual Disability;Mental Disorders;Movement Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Seizures;Spasms, InfantileBenign T=0, C=31 T=0.0, C=1.0 0.00001 464.43 31 T=0/0, C=9/22

chr3:9991388 C/C G C SNV

PRRT3,PRRT

3-AS1 PRRT3:exonic:NM_207351.4, PRRT3-AS1:intronic_nc:NR_046734.1 1
100

2 missense NM_207351.4, NR_046734.1c.412C>G p.Gln138Glu 0.5 1 29 0 rs279601 0.0264 YES 9.652E-1 (pos.9991388) integral component of membrane G=0, C=25 G=0.0, C=1.0 0.00001 342.502 25 G=0/0, C=18/7

chr3:58118700 G/G A G SNV FLNB FLNB:intronic:NM_001164317.1 1 100 intronic NM_001164317.1c.4607+42A>Gp.? -1.38 Calponin homology (CH) domain,Filamin/ABP280 repeatrs12638356 0.25 YES 9.207E-1 (pos.58118700) Filamin B RNA binding,Z disc,actin binding,actin cytoskeleton,actin cytoskeleton organization,brush border,cadherin binding,cell cortex,cell differentiation,cytoplasm,cytoskeletal anchoring at plasma membrane,cytosol,epithelial cell morphogenesis,extracellular exosome,extracellular matrix,focal adhesion,identical protein binding,integral component of membrane,keratinocyte development,neuron projection,neuronal cell body,nucleus,plasma membrane,protein binding,signal transduction,skeletal muscle tissue development,stress fiberAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Cleft Lip;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Dysostoses;Endocrine System Diseases;Genetic Diseases, Inborn;Jaw Abnormalities;Jaw Diseases;Lip Diseases;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Scoliosis;Spinal Curvatures;Spinal Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Synostosis;Tooth Abnormalities;Tooth DiseasesA=0, G=59 A=0.0, G=1.0 0.00001 883.951 59 A=0/0, G=20/39

chr7:142460865 C/C T C SNV PRSS1 PRSS1:exonic:NM_002769.4 1 100 5 synonymous NM_002769.4c.738T>C p.(=) 0.22 0.01(COSM4595264)Immunoglobulin V-set domain,Trypsinrs6667 YES 2.309E-1 (pos.142460865)carcinoma,squamous_cell_carcinomaProtease, serine, 1 (trypsin 1)blood microparticle,cobalamin metabolic process,digestion,extracellular exosome,extracellular matrix disassembly,extracellular region,metal ion binding,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityDigestive System Diseases;Pancreatic Diseases;Pancreatitis;Pancreatitis, Chronic(1-{2(4-Carbamimidoyl-Phenylamino)-Methyl-1-Methyl-1h-Benzoimidazol-5-Yl}-Cyclopropyl)-Pyridin-2-Yl-Methyleneaminooxy-Acetic Acid Ethyl Ester,(2s,4r)-1-Acetyl-N-(1s)-4-(Aminoiminomethyl)Amino-1-(2-Benzothiazolylcarbonyl)Butyl-4-Hydroxy-2-Pyrrolidinecarboxamide,(S)-N-(4-carbamimidoylbenzyl)-1-(2-(cyclohexylamino)ethanoyl)pyrrolidine-2-carboxamide,(S)-N-(4-carbamimidoylbenzyl)-1-(2-(cyclohexyloxy)ethanoyl)pyrrolidine-2-carboxamide,(S)-N-(4-carbamimidoylbenzyl)-1-(2-(cyclopentylamino)ethanoyl)pyrrolidine-2-carboxamide,(S)-N-(4-carbamimidoylbenzyl)-1-(2-(cyclopentyloxy)ethanoyl)pyrrolidine-2-carboxamide,(S)-N-(4-carbamimidoylbenzyl)-1-(3-cyclohexylpropanoyl)pyrrolidine-2-carboxamide,(S)-N-(4-carbamimidoylbenzyl)-1-(3-cyclopentylpropanoyl)pyrrolidine-2-carboxamide,+/-METHYL 4-(AMINOIMINOMETHYL)-BETA-3- INH (AMINOIMINO)PHENYLBENZENE PENTANOATE,1-(2-Amidinophenyl)-3-(Phenoxyphenyl)Urea,1-(4-Amidinophenyl)-3-(4-Chlorophenyl)Urea,1-(4-Tert-Butylcarbamoyl-Piperazine-1-Carbonyl)-3-(3-Guanidino-Propyl)-4-Oxo-Azetidine-2-Benign T=0, C=52 T=0.0, C=1.0 0.00001 767.864 52 T=0/0, C=36/16

chr3:58186719 A/A C A SNV DNASE1L3 DNASE1L3:intronic:NM_004944.3 1 100 intronic NM_004944.3c.546+5G>Tp.? -1.12 Endonuclease/Exonuclease/phosphatase familyrs3772985 0.1099 YES 2.982E-1;0.0 (pos.58186719) Deoxyribonuclease I-like 3DNA binding,DNA catabolic process,DNA metabolic process,apoptotic DNA fragmentation,calcium ion binding,deoxyribonuclease activity,endodeoxyribonuclease activity,endonuclease activity,endoplasmic reticulum,extracellular region,nucleic acid phosphodiester bond hydrolysis,nucleus,programmed cell death involved in cell developmentArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Lung Diseases;Lung Neoplasms;Lupus Erythematosus, Systemic;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rheumatic Diseases;Skin and Connective Tissue Diseases;Thoracic NeoplasmsC=0, A=41 C=0.0, A=1.0 0.00001 664.7 41 C=0/0, A=24/17

chr3:58194051 A/A C A SNV DNASE1L3 DNASE1L3:intronic:NM_004944.3 1 100 intronic NM_004944.3c.142-18G>Tp.? -1.01 Endonuclease/Exonuclease/phosphatase familyrs3732631 0.3347 YES 3.716E-1 (pos.58194051) Deoxyribonuclease I-like 3DNA binding,DNA catabolic process,DNA metabolic process,apoptotic DNA fragmentation,calcium ion binding,deoxyribonuclease activity,endodeoxyribonuclease activity,endonuclease activity,endoplasmic reticulum,extracellular region,nucleic acid phosphodiester bond hydrolysis,nucleus,programmed cell death involved in cell developmentArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Lung Diseases;Lung Neoplasms;Lupus Erythematosus, Systemic;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rheumatic Diseases;Skin and Connective Tissue Diseases;Thoracic NeoplasmsC=0, A=35 C=0.0, A=1.0 0.00001 543.903 35 C=0/0, A=21/14

chr3:58520306 C/C G C SNV ACOX2 ACOX2:intronic:NM_003500.3 1 100 intronic NM_003500.3c.161-57C>Gp.? 0.12 Acyl-CoA dehydrogenase, middle domain,Acyl-CoA oxidase,Acyl-coenzyme A oxidase N-terminalrs7611026 YES 9.999E-1;0.0 (pos.58520306) Acyl-Coenzyme A oxidase 2, branched chain3alpha,7alpha,12alpha-trihydroxy-5beta-cholestanoyl-CoA 24-hydroxylase activity,FAD binding,acyl-CoA dehydrogenase activity,acyl-CoA oxidase activity,bile acid biosynthetic process,fatty acid beta-oxidation,fatty acid beta-oxidation using acyl-CoA dehydrogenase,fatty acid beta-oxidation using acyl-CoA oxidase,flavin adenine dinucleotide binding,intracellular membrane-bounded organelle,mitochondrion,oxidation-reduction process,oxidoreductase activity, acting on the CH-CH group of donors,peroxisomal matrix,peroxisome,positive regulation of cell death,positive regulation of response to oxidative stress,pristanoyl-CoA oxidase activity,protein homodimerization activity,receptor bindingG=0, C=43 G=0.0, C=1.0 0.00001 705.793 43 G=0/0, C=28/15

chr16:2871555 A/A G A SNV PRSS21 PRSS21:exonic:NM_006799.3 1 100 6 synonymous NM_006799.3c.894G>A p.(=) -0.38 0.04(COSM3765878)Trypsin rs10641 0.3069 YES 6.803E-1 (pos.2871555) hepatocellular_carcinomaProtease, serine, 21 (testisin)C-terminal protein lipidation,anchored component of membrane,cytoplasm,extracellular region,membrane,plasma membrane,protein binding,proteolysis,serine-type endopeptidase activity,serine-type peptidase activity,spermatogenesisG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=8/12

chr3:58625975 C/G C G SNV FAM3D FAM3D:intronic:NM_138805.2 1 50 intronic NM_138805.2c.323-71G>Cp.? 0.71 Interleukin-like EMT inducerrs3749287 0.4843 YES Family with sequence similarity 3, member Dcytokine activity,extracellular region,integral component of membrane,negative regulation of insulin secretion,regulation of receptor activityMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=31, G=31 C=0.5, G=0.5 0.00001 305.339 62 C=17/14, G=18/13

chr3:62431415 C/C T C SNV CADPS CADPS:intronic:NM_003716.3 1 100 intronic NM_003716.3c.3669+25A>Gp.? -0.42 Domain of Unknown Function (DUF1041),PH domainrs6791296,rs757338133 0.1305 YES 0.0;0.0;0.0 (pos.62431409),8.256E-1;0.0 (pos.62431415)Ca(2+)-dependent activator protein for secretioncatecholamine secretion,cell junction,cytoplasmic vesicle membrane,cytosol,dense core granule exocytosis,exocytosis,lipid binding,metal ion binding,presynapse,presynaptic dense core vesicle exocytosis,protein binding,protein kinase binding,protein transport,synaptic vesicle exocytosis,synaptic vesicle priming,vesicle organizationNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesCalcium Citrate,Calcium PhosphateT=0, C=63 T=0.0, C=1.0 0.00001 958.917 63 T=0/0, C=11/52

chr3:62498378 A/A G A SNV CADPS CADPS:intronic:NM_003716.3 1 100 intronic NM_003716.3c.2599+48C>Tp.? 1.32 Domain of Unknown Function (DUF1041),PH domainrs1376917 0.0798 YES 6.965E-1 (pos.62498378) Ca(2+)-dependent activator protein for secretioncatecholamine secretion,cell junction,cytoplasmic vesicle membrane,cytosol,dense core granule exocytosis,exocytosis,lipid binding,metal ion binding,presynapse,presynaptic dense core vesicle exocytosis,protein binding,protein kinase binding,protein transport,synaptic vesicle exocytosis,synaptic vesicle priming,vesicle organizationNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesCalcium Citrate,Calcium PhosphateG=0, A=28 G=0.0, A=1.0 0.00001 407.998 28 G=0/0, A=17/11

chr3:62647904 C/C T C SNV CADPS CADPS:intronic:NM_003716.3 1 100 intronic NM_003716.3c.969+85A>Gp.? 0.16 Domain of Unknown Function (DUF1041),PH domainrs11712073 YES Ca(2+)-dependent activator protein for secretioncatecholamine secretion,cell junction,cytoplasmic vesicle membrane,cytosol,dense core granule exocytosis,exocytosis,lipid binding,metal ion binding,presynapse,presynaptic dense core vesicle exocytosis,protein binding,protein kinase binding,protein transport,synaptic vesicle exocytosis,synaptic vesicle priming,vesicle organizationNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesCalcium Citrate,Calcium PhosphateT=0, C=91 T=0.0, C=1.0 0.00001 1518.33 91 T=0/0, C=52/39

chr1:228003839 C/T C T SNV PRSS38 PRSS38:exonic:NM_183062.2 1 50 2 missense NM_183062.2c.197C>T p.Ala66Val 1.94 0.09 64 0.892 0.09(COSM3750933)Domain of unknown function (DUF1986),Trypsinrs79840641 0.1462 YES 2.282E-1;0.0 (pos.228003839)adenocarcinoma extracellular region,proteolysis,serine-type endopeptidase activityC=13, T=13 C=0.5, T=0.5 0.00001 119.163 26 C=6/7, T=8/5

chr3:64526942 C/C A C SNV ADAMTS9 ADAMTS9:intronic:NM_182920.1 1 100 intronic NM_182920.1c.5388-38T>Gp.? 0.23 ADAM-TS Spacer 1,GON domain,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs3796383,rs879850758 0.1497 YES 3.962E-1;0.0 (pos.64526942) A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 9aorta morphogenesis,cell surface,endoplasmic reticulum,endothelial cell-matrix adhesion,extracellular matrix,extracellular matrix organization,extracellular space,glycoprotein catabolic process,heart valve morphogenesis,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,multicellular organism development,negative regulation of endothelial cell migration,negative regulation of sprouting angiogenesis,positive regulation of melanocyte differentiation,protein transport,proteinaceous extracellular matrix,proteolysis,ventricular cardiac muscle tissue development,vesicle-mediated transport,zinc ion bindingDiabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesA=0, C=78 A=0.0, C=1.0 0.00001 1235.01 78 A=0/0, C=40/38

chr3:64527465 T/T C T SNV ADAMTS9 ADAMTS9:intronic:NM_182920.1 1 100 intronic NM_182920.1c.5197+49G>Ap.? -1.32 ADAM-TS Spacer 1,GON domain,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs1036917 0.0417 YES 4.726E-1;3.052E-1 (pos.64527465) A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 9aorta morphogenesis,cell surface,endoplasmic reticulum,endothelial cell-matrix adhesion,extracellular matrix,extracellular matrix organization,extracellular space,glycoprotein catabolic process,heart valve morphogenesis,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,multicellular organism development,negative regulation of endothelial cell migration,negative regulation of sprouting angiogenesis,positive regulation of melanocyte differentiation,protein transport,proteinaceous extracellular matrix,proteolysis,ventricular cardiac muscle tissue development,vesicle-mediated transport,zinc ion bindingDiabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesC=0, T=33 C=0.0, T=1.0 0.00001 504.553 33 C=0/0, T=17/16

chr4:152212603 G/G T G SNV PRSS48 PRSS48:exonic:NM_183375.4 1 100 5 stoploss NM_183375.4c.985T>G p.Ter329Glu -0.34 Domain of unknown function (DUF1986),Trypsinrs2407221 0.0331 YES 7.601E-1 (pos.152212603) extracellular region,proteolysis,serine-type endopeptidase activityT=0, G=37 T=0.0, G=1.0 0.00001 583.705 37 T=0/0, G=20/17

chr8:10383226 C/G C G SNV PRSS55 PRSS55:exonic:NM_198464.3 1 59.09 1 missense NM_198464.3c.131C>G p.Pro44Arg -0.65 0.1 103 0 0.01(COSM4162574)Domain of unknown function (DUF1986),Trypsinrs4521726 0.2006 YES 7.36E-1;0.0 (pos.10383226)neoplasm Protease, serine, 55cytosol,integral component of membrane,proteolysis,serine-type endopeptidase activityC=36, G=52 C=0.4091, G=0.5909 0.00001 617.884 88 C=4/32, G=28/24

chr3:67411166 A/G A G SNV SUCLG2 1 53.49 intronic 1.3 0.13(COSM3824580) rs902321 YES 4.747E-1 (pos.67411166) carcinoma Succinate-CoA ligase, GDP-forming, beta subunitAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Metabolic Diseases;Metabolism, Inborn Errors;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionSuccinic acidBenign A=20, G=23 A=0.4651, G=0.5349 0.00001 260.956 43 A=7/13, G=7/16

chr3:68788363 G/T G T SNV FAM19A4 FAM19A4:intronic:NM_001005527.2 1 50 intronic NM_001005527.2c.287-13C>Ap.? 0.41 TAFA family rs1504301 0.3763 YES 9.153E-1 (pos.68788363) Family with sequence similarity 19, member A4, CC motif chemokine-likeextracellular region,protein binding,regulation of membrane potential,regulation of sensory perception of painBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesG=24, T=24 G=0.5, T=0.5 0.00001 273.699 48 G=9/15, T=9/15

chr1:151006539 A/A C A SNV PRUNE1 PRUNE1:exonic:NM_021222.2 1 100 8 synonymous NM_021222.2c.1191C>A p.(=) 0.48 DHH family,DHHA2 domainrs3738476 0.1302 YES 8.703E-1;1.411E-2 (pos.151006539) Prune exopolyphosphatase 1cytoplasm,cytosol,dephosphorylation,focal adhesion,inorganic diphosphatase activity,metal ion binding,nucleus,phosphatase activity,protein binding,pyrophosphatase activity,regulation of microtubule polymerization,regulation of neurogenesis,tubulin bindingC=0, A=75 C=0.0, A=1.0 0.00001 1189.48 75 C=0/0, A=40/35

chr9:79318375 G/G GGTGACAGCCTGCAACG INDEL PRUNE2 PRUNE2:exonic:NM_015225.2 15 100 9 nonframeshiftDeletion NM_015225.2c.8139_8153delGTTGCAGGCTGTCACp.Leu2714_Thr2718del 2.7, 1.4, -0.78, 1.61, 1.48, 2.66, -0.02, 1.31, -1.25, 0.6, 0.84, 3.67, 0.13, 1.15, -1.09, -0.32Bcl2-/adenovirus E1B nineteen kDa-interacting protein 2,CRAL/TRIO domain,DHHA2 domain,Divergent CRAL/TRIO domainrs11267615,rs113471142,rs13290609,rs199893827,rs201819957,rs376038487,rs762714496,rs775298649YES 0.0 (pos.79318376),0.0 (pos.79318378),0.0 (pos.79318381),9.253E-1 (pos.79318375)acute_myeloid_leukaemia,astrocytoma_Grade_IV,carcinomaPRUNE, Drosophila, homolog of, 2apoptotic process,cytoplasm,integral component of membrane,metal ion binding,pyrophosphatase activityGGTGACAGCCTGCAAC=0, G=53GGTGACAGCCTGCAAC=0.0, G=1.00.00001 780.658 53 GGTGACAGCCTGCAAC=0/0, G=39/14

chr3:69244162 A/A G A SNV FRMD4B FRMD4B:intronic:NM_015123.2 1 100 intronic NM_015123.2c.1488+11C>Tp.? 0.56 Domain of unknown function (DUF3338),FERM C-terminal PH-like domain,FERM N-terminal domain,FERM central domainrs9853587 0.0102 YES 6.186E-1 (pos.69244162) FERM domain-containing protein 4Badherens junction,bicellular tight junction,cytoplasm,cytoskeleton,establishment of epithelial cell polarity,extracellular space,ruffleCeliac Disease;Digestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Malabsorption Syndromes;Metabolic Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System DiseasesG=0, A=39 G=0.0, A=1.0 0.00001 623.978 39 G=0/0, A=19/20

chr3:69265371 C/C G C SNV FRMD4B FRMD4B:intronic:NM_015123.2 1 100 intronic NM_015123.2c.876+43C>Gp.? -1.19 Domain of unknown function (DUF3338),FERM C-terminal PH-like domain,FERM N-terminal domain,FERM central domainrs62254460 0.1076 YES 9.923E-1;0.0 (pos.69265371) FERM domain-containing protein 4Badherens junction,bicellular tight junction,cytoplasm,cytoskeleton,establishment of epithelial cell polarity,extracellular space,ruffleCeliac Disease;Digestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Malabsorption Syndromes;Metabolic Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System DiseasesG=0, C=48 G=0.0, C=1.0 0.00001 810.435 48 G=0/0, C=27/21

chr3:69267578 T/T A T SNV FRMD4B FRMD4B:intronic:NM_015123.2 1 100 intronic NM_015123.2c.732-48T>Ap.? -1.34 Domain of unknown function (DUF3338),FERM C-terminal PH-like domain,FERM N-terminal domain,FERM central domainrs4855301 0.1079 YES 9.912E-1 (pos.69267578) FERM domain-containing protein 4Badherens junction,bicellular tight junction,cytoplasm,cytoskeleton,establishment of epithelial cell polarity,extracellular space,ruffleCeliac Disease;Digestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Malabsorption Syndromes;Metabolic Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System DiseasesA=0, T=86 A=0.0, T=1.0 0.00001 1405.38 86 A=0/0, T=27/59

chr3:71015021 T/T G T SNV FOXP1 FOXP1:intronic:NM_001244815.1 1 100 intronic NM_001244815.1c.1895+20C>Ap.? -1.46 FOXP coiled-coil domain,Forkhead domainrs7638391 0.08 YES 9.999E-1 (pos.71015021) Forkhead box P1DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,T follicular helper cell differentiation,androgen receptor binding,cardiac muscle cell differentiation,cardiovascular system development,cellular response to ionomycin,cellular response to tumor necrosis factor,chemokine (C-C motif) ligand 2 secretion,chromatin binding,cytoplasm,endothelial cell activation,immunoglobulin V(D)J recombination,in utero embryonic development,interleukin-21 secretion,lung secretory cell differentiation,macrophage activation,metal ion binding,monocyte activation,motor neuron axon guidance,negative regulation of B cell apoptotic process,negative regulation of androgen receptor signaling pathway,negative regulation of cell growth involved in cardiac muscle cell development,negative regulation of lung goblet cell differentiation,negative regulation of transcription from RNA polymerase II pAdenocarcinoma;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Carcinoma;Child Development Disorders, Pervasive;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Hypopigmentation;Immune System Diseases;Joint Diseases;Lymphatic Metastasis;Mental Disorders;Musculoskeletal Diseases;Neoplasm Invasiveness;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Neurodevelopmental Disorders;Pancreatic Diseases;Pancreatic Neoplasms;Pigmentation Disorders;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoBenign G=0, T=35 G=0.0, T=1.0 0.00001 543.527 35 G=0/0, T=20/15

chr9:79318471 T/T C T SNV PRUNE2 PRUNE2:exonic:NM_015225.2 1 100 9 synonymous NM_015225.2c.8058G>A p.(=) -0.01 Bcl2-/adenovirus E1B nineteen kDa-interacting protein 2,CRAL/TRIO domain,DHHA2 domain,Divergent CRAL/TRIO domainrs560094,rs781371150 0.2374 YES 0.0 (pos.79318469),9.402E-1 (pos.79318471)PRUNE, Drosophila, homolog of, 2apoptotic process,cytoplasm,integral component of membrane,metal ion binding,pyrophosphatase activityC=0, T=58 C=0.0, T=1.0 0.00001 867.385 58 C=0/0, T=39/19

chr3:74344134 A/G A G SNV CNTN3 CNTN3:intronic:NM_020872.2 1 57.89 intronic NM_020872.2c.2517+138T>Cp.? 0.26 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs1352475 YES Contactin 3 (plasmocytoma-associated neuronal glycoprotein)C-terminal protein lipidation,anchored component of membrane,cell adhesion,extracellular region,nervous system development,plasma membraneAutistic Disorder;Child Development Disorders, Pervasive;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Mental Disorders;Neurodevelopmental Disorders;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesA=24, G=33 A=0.4211, G=0.5789 0.00001 345.067 57 A=10/14, G=9/24

chr9:79318677 C/C T C SNV PRUNE2 PRUNE2:exonic:NM_015225.2 1 100 9 missense NM_015225.2c.7852A>G p.Ser2618Gly 0.11 0.44 56 0 0(COSM4164026)Bcl2-/adenovirus E1B nineteen kDa-interacting protein 2,CRAL/TRIO domain,DHHA2 domain,Divergent CRAL/TRIO domainrs561970 0.237 YES 9.407E-1 (pos.79318677) neoplasm PRUNE, Drosophila, homolog of, 2apoptotic process,cytoplasm,integral component of membrane,metal ion binding,pyrophosphatase activityT=0, C=58 T=0.0, C=1.0 0.00001 863.046 58 T=0/0, C=20/38

chr9:79320640 T/T C T SNV PRUNE2 PRUNE2:exonic:NM_015225.2 1 100 8 missense NM_015225.2c.6550G>A p.Ala2184Thr -2.08 0.61 58 0 Bcl2-/adenovirus E1B nineteen kDa-interacting protein 2,CRAL/TRIO domain,DHHA2 domain,Divergent CRAL/TRIO domainrs512110 0.2373 YES 9.404E-1 (pos.79320640) PRUNE, Drosophila, homolog of, 2apoptotic process,cytoplasm,integral component of membrane,metal ion binding,pyrophosphatase activityC=0, T=59 C=0.0, T=1.0 0.00001 888.756 59 C=0/0, T=28/31

chr9:79321871 T/T C T SNV PRUNE2 PRUNE2:exonic:NM_015225.2 1 100 8 synonymous NM_015225.2c.5319G>A p.(=) -0.65 0.02(COSM6351902)Bcl2-/adenovirus E1B nineteen kDa-interacting protein 2,CRAL/TRIO domain,DHHA2 domain,Divergent CRAL/TRIO domainrs577993 0.3606 YES 4.489E-1 (pos.79321871) carcinoma PRUNE, Drosophila, homolog of, 2apoptotic process,cytoplasm,integral component of membrane,metal ion binding,pyrophosphatase activityC=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=10/14

chr9:79322068 T/T G T SNV PRUNE2 PRUNE2:exonic:NM_015225.2 1 100 8 missense NM_015225.2c.5122C>A p.His1708Asn 0.85 0.19 68 0.005 0.2(COSM5003649)Bcl2-/adenovirus E1B nineteen kDa-interacting protein 2,CRAL/TRIO domain,DHHA2 domain,Divergent CRAL/TRIO domainrs683866 0.3837 YES 4.498E-1 (pos.79322068) carcinoma,ductal_carcinomaPRUNE, Drosophila, homolog of, 2apoptotic process,cytoplasm,integral component of membrane,metal ion binding,pyrophosphatase activityG=0, T=38 G=0.0, T=1.0 0.00001 601.091 38 G=0/0, T=14/24

chr9:79322674 G/G A G SNV PRUNE2 PRUNE2:exonic:NM_015225.2 1 100 8 missense NM_015225.2c.4516T>C p.Cys1506Arg 1.03 0.28 180 0 Bcl2-/adenovirus E1B nineteen kDa-interacting protein 2,CRAL/TRIO domain,DHHA2 domain,Divergent CRAL/TRIO domainrs680775 0.2356 YES 9.404E-1 (pos.79322674) PRUNE, Drosophila, homolog of, 2apoptotic process,cytoplasm,integral component of membrane,metal ion binding,pyrophosphatase activityA=0, G=175 A=0.0, G=1.0 0.00001 2875.79 175 A=0/0, G=99/76

chr9:79325558 C/C G C SNV PRUNE2 PRUNE2:exonic:NM_015225.2 1 100 8 synonymous NM_015225.2c.1632C>G p.(=) 1.68 0.06(COSM6353605)Bcl2-/adenovirus E1B nineteen kDa-interacting protein 2,CRAL/TRIO domain,DHHA2 domain,Divergent CRAL/TRIO domainrs600859 0.3836 YES 4.556E-1;0.0;0.0 (pos.79325558)carcinoma PRUNE, Drosophila, homolog of, 2apoptotic process,cytoplasm,integral component of membrane,metal ion binding,pyrophosphatase activityG=0, C=29 G=0.0, C=1.0 0.00001 427.592 29 G=0/0, C=18/11

chr9:79325615 G/G A G SNV PRUNE2 PRUNE2:exonic:NM_015225.2 1 100 8 synonymous NM_015225.2c.1575T>C p.(=) -0.18 Bcl2-/adenovirus E1B nineteen kDa-interacting protein 2,CRAL/TRIO domain,DHHA2 domain,Divergent CRAL/TRIO domainrs611461 0.2359 YES 9.392E-1 (pos.79325615) PRUNE, Drosophila, homolog of, 2apoptotic process,cytoplasm,integral component of membrane,metal ion binding,pyrophosphatase activityA=0, G=32 A=0.0, G=1.0 0.00001 485.126 32 A=0/0, G=18/14

chr19:40900865 T/T C T SNV PRX PRX:exonic:NM_181882.2 1 100 7 missense NM_181882.2c.3394G>A p.Gly1132Arg -0.1 0.85 125 0 0.01(COSM3756794) rs268674 0.0643 YES 9.79E-1 (pos.40900865) adenocarcinomaPeriaxin axon ensheathment,cell junction,cytoplasm,molecular_function,nucleus,plasma membrane,protein bindingCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;PolyneuropathiesBenign/Likely benignC=0, T=24 C=0.0, T=1.0 0.00001 334.788 24 C=0/0, T=19/5

chr2:113940681 C/C T C SNV PSD4 PSD4:exonic:NM_012455.2 1 100 2 synonymous NM_012455.2c.648T>C p.(=) -1.19 0.02(COSM441019)PH domain,Pleckstrin homology domain,Sec7 domainrs3748914 0.4085 YES 6.134E-1 (pos.113940681)neoplasm Pleckstrin and Sec7 domains-containing protein 4ARF guanyl-nucleotide exchange factor activity,cleavage furrow,membrane,phospholipid binding,protein binding,regulation of ARF protein signal transduction,regulation of molecular function,ruffle membraneT=0, C=46 T=0.0, C=1.0 0.00001 768.311 46 T=0/0, C=24/22

chr3:75788565 G/G A G SNV ZNF717 ZNF717:intronic:NM_001128223.2 1 100 intronic NM_001128223.2c.278-69T>Cp.? 0.47 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers371099657,rs75435225 YES A=0, G=61 A=0.0, G=1.0 0.00001 895.758 61 A=0/0, G=34/27

chr2:113940839 C/C G C SNV PSD4 PSD4:exonic:NM_012455.2 1 100 2 missense NM_012455.2c.806G>C p.Gly269Ala -0.26 0.02 60 0.639 0.16(COSM4133014)PH domain,Pleckstrin homology domain,Sec7 domainrs4849167 0.4078 YES 6.109E-1;8.104E-4 (pos.113940839)neoplasm Pleckstrin and Sec7 domains-containing protein 4ARF guanyl-nucleotide exchange factor activity,cleavage furrow,membrane,phospholipid binding,protein binding,regulation of ARF protein signal transduction,regulation of molecular function,ruffle membraneG=0, C=32 G=0.0, C=1.0 0.00001 485.141 32 G=0/0, C=18/14

chr2:113943470 G/G A G SNV PSD4 PSD4:exonic:NM_012455.2 1 100 5 synonymous NM_012455.2c.1266A>G p.(=) 0.14 0(COSM4133015)PH domain,Pleckstrin homology domain,Sec7 domainrs2241976 0.418 YES 6.365E-1;0.0 (pos.113943470)neoplasm Pleckstrin and Sec7 domains-containing protein 4ARF guanyl-nucleotide exchange factor activity,cleavage furrow,membrane,phospholipid binding,protein binding,regulation of ARF protein signal transduction,regulation of molecular function,ruffle membraneA=0, G=51 A=0.0, G=1.0 0.00001 744.73 51 A=0/0, G=31/20

chr2:113956371 G/C G C SNV PSD4 PSD4:exonic:NM_012455.2 1 57.14 15 synonymous NM_012455.2c.2679G>C p.(=) -0.59 0.15(COSM3757590)PH domain,Pleckstrin homology domain,Sec7 domainrs2276561 0.4583 YES 6.548E-1 (pos.113956371)adenocarcinoma,neoplasmPleckstrin and Sec7 domains-containing protein 4ARF guanyl-nucleotide exchange factor activity,cleavage furrow,membrane,phospholipid binding,protein binding,regulation of ARF protein signal transduction,regulation of molecular function,ruffle membraneG=12, C=16 G=0.4286, C=0.5714 0.00001 155.148 28 G=4/8, C=10/6

chr3:75790972 T/T C T SNV ZNF717 ZNF717:intronic:NM_001128223.2 1 100 intronic NM_001128223.2c.58-85G>Ap.? -1.44 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers11710621 YES 3.108E-1 (pos.75790972) C=0, T=26 C=0.0, T=1.0 0.00001 371.379 26 C=0/0, T=16/10

chr3:77666642 T/C T C SNV ROBO2 ROBO2:intronic:NM_002942.4 1 57.14 intronic NM_002942.4c.3294-22T>Cp.? -0.28 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainRoundabout, Drosophila, homolog of, 2Roundabout signaling pathway,apoptotic process involved in luteolysis,axolemma,axon guidance,axon guidance receptor activity,axon midline choice point recognition,brain development,cell adhesion,cell surface,cellular response to hormone stimulus,central nervous system development,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,kidney development,metanephros development,negative regulation of negative chemotaxis,negative regulation of synapse assembly,olfactory bulb interneuron development,plasma membrane,positive regulation of axonogenesis,protein binding,retinal ganglion cell axon guidance,spinal cord development,ureteric bud developmentAdenocarcinoma;Autistic Disorder;Carcinoma;Child Development Disorders, Pervasive;Cholangiocarcinoma;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Liver Diseases;Liver Diseases, Parasitic;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Urinary Bladder Diseases;Urologic Diseases;Vesico-Ureteral RefluxT=24, C=32 T=0.4286, C=0.5714 0.00001 331.834 56 T=8/16, C=17/15

chr3:78676405 T/C T C SNV ROBO1 ROBO1:intronic:NM_002941.3 1 56 intronic NM_002941.3c.3875+66A>Gp.? -0.49 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs7625555 YES Roundabout, Drosophila, homolog of, 1LRR domain binding,Roundabout signaling pathway,activation of cysteine-type endopeptidase activity involved in apoptotic process,axon,axon guidance,axon guidance receptor activity,axon midline choice point recognition,cell adhesion,cell migration involved in sprouting angiogenesis,cell surface,chemorepulsion involved in postnatal olfactory bulb interneuron migration,cytoplasm,heart development,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of plasma membrane,negative regulation of cell migration,negative regulation of chemokine-mediated signaling pathway,negative regulation of mammary gland epithelial cell proliferation,negative regulation of negative chemotaxis,nervous system development,plasma membrane,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of axonogenesis,positive regulation of vascular endothelial growth factor signaling pathway,protein bindingAdenocarcinoma;Autistic Disorder;Carcinoma;Child Development Disorders, Pervasive;Lung Diseases;Lung Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsT=11, C=14 T=0.44, C=0.56 0.00001 134.35 25 T=5/6, C=4/10

chr3:78676467 G/G A G SNV ROBO1 ROBO1:intronic:NM_002941.3 1 100 intronic NM_002941.3c.3875+4T>Cp.? -2.35 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs386662758,rs7636043 0.0281 YES 9.919E-1 (pos.78676467) Roundabout, Drosophila, homolog of, 1LRR domain binding,Roundabout signaling pathway,activation of cysteine-type endopeptidase activity involved in apoptotic process,axon,axon guidance,axon guidance receptor activity,axon midline choice point recognition,cell adhesion,cell migration involved in sprouting angiogenesis,cell surface,chemorepulsion involved in postnatal olfactory bulb interneuron migration,cytoplasm,heart development,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of plasma membrane,negative regulation of cell migration,negative regulation of chemokine-mediated signaling pathway,negative regulation of mammary gland epithelial cell proliferation,negative regulation of negative chemotaxis,nervous system development,plasma membrane,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of axonogenesis,positive regulation of vascular endothelial growth factor signaling pathway,protein bindingAdenocarcinoma;Autistic Disorder;Carcinoma;Child Development Disorders, Pervasive;Lung Diseases;Lung Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsA=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=9/17

chr3:78700779 A/A C A SNV ROBO1 ROBO1:intronic:NM_002941.3 1 100 intronic NM_002941.3c.2812+103G>Tp.? -1.33 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs3925684,rs752530728 YES Roundabout, Drosophila, homolog of, 1LRR domain binding,Roundabout signaling pathway,activation of cysteine-type endopeptidase activity involved in apoptotic process,axon,axon guidance,axon guidance receptor activity,axon midline choice point recognition,cell adhesion,cell migration involved in sprouting angiogenesis,cell surface,chemorepulsion involved in postnatal olfactory bulb interneuron migration,cytoplasm,heart development,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of plasma membrane,negative regulation of cell migration,negative regulation of chemokine-mediated signaling pathway,negative regulation of mammary gland epithelial cell proliferation,negative regulation of negative chemotaxis,nervous system development,plasma membrane,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of axonogenesis,positive regulation of vascular endothelial growth factor signaling pathway,protein bindingAdenocarcinoma;Autistic Disorder;Carcinoma;Child Development Disorders, Pervasive;Lung Diseases;Lung Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsC=0, A=32 C=0.0, A=1.0 0.00001 485.139 32 C=0/0, A=19/13

chr3:78717508 A/A G A SNV ROBO1 ROBO1:intronic:NM_002941.3 1 100 intronic NM_002941.3c.1631-56C>Tp.? 0.58 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs2255164 YES Roundabout, Drosophila, homolog of, 1LRR domain binding,Roundabout signaling pathway,activation of cysteine-type endopeptidase activity involved in apoptotic process,axon,axon guidance,axon guidance receptor activity,axon midline choice point recognition,cell adhesion,cell migration involved in sprouting angiogenesis,cell surface,chemorepulsion involved in postnatal olfactory bulb interneuron migration,cytoplasm,heart development,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of plasma membrane,negative regulation of cell migration,negative regulation of chemokine-mediated signaling pathway,negative regulation of mammary gland epithelial cell proliferation,negative regulation of negative chemotaxis,nervous system development,plasma membrane,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of axonogenesis,positive regulation of vascular endothelial growth factor signaling pathway,protein bindingAdenocarcinoma;Autistic Disorder;Carcinoma;Child Development Disorders, Pervasive;Lung Diseases;Lung Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsG=0, A=44 G=0.0, A=1.0 0.00001 726.527 44 G=0/0, A=11/33

chr3:78796078 A/A C A SNV ROBO1 ROBO1:intronic:NM_002941.3 1 100 intronic NM_002941.3c.500-28G>Tp.? -0.87 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs2304503 0.4729 YES 2.437E-1 (pos.78796078) Roundabout, Drosophila, homolog of, 1LRR domain binding,Roundabout signaling pathway,activation of cysteine-type endopeptidase activity involved in apoptotic process,axon,axon guidance,axon guidance receptor activity,axon midline choice point recognition,cell adhesion,cell migration involved in sprouting angiogenesis,cell surface,chemorepulsion involved in postnatal olfactory bulb interneuron migration,cytoplasm,heart development,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of plasma membrane,negative regulation of cell migration,negative regulation of chemokine-mediated signaling pathway,negative regulation of mammary gland epithelial cell proliferation,negative regulation of negative chemotaxis,nervous system development,plasma membrane,positive regulation of MAP kinase activity,positive regulation of Rho protein signal transduction,positive regulation of axonogenesis,positive regulation of vascular endothelial growth factor signaling pathway,protein bindingAdenocarcinoma;Autistic Disorder;Carcinoma;Child Development Disorders, Pervasive;Lung Diseases;Lung Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsC=0, A=122 C=0.0, A=1.0 0.00001 1969.93 122 C=0/0, A=50/72



chr3:8543713 G/GT G GT INDEL

LMCD1,LMC

D1-AS1 LMCD1:intronic:NM_014583.3, LMCD1-AS1:upstream:NR_033378.1 1
97.92

intronic NR_033378.1, NM_014583.3c.42+47G>GTp.? -0.68 LIM domain,PET Domainrs397766983,rs5846598,rs8690972572.00E-04 1.0 (pos.8543713) LIM and cysteine-rich domains 1cellular protein metabolic process,cytoplasm,extracellular matrix,extracellular space,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of calcineurin-NFAT signaling cascade,regulation of cardiac muscle hypertrophy,transcription corepressor activity,transcription, DNA-templated,zinc ion bindingCardiovascular Diseases;Heart Diseases;Heart Valve Diseases;Heart Valve Prolapse;Mitral Valve Insufficiency;Mitral Valve ProlapseG=1, GT=47 G=0.0208, GT=0.9792 0.00001 704.679 48 G=0/1, GT=26/21

chr3:8543757 C/C A C SNV

LMCD1,LMC

D1-AS1 LMCD1:intronic:NM_014583.3, LMCD1-AS1:upstream:NR_033378.1 1
100

intronic NR_033378.1, NM_014583.3c.42+91A>Cp.? -0.31 LIM domain,PET Domainrs2324625 YES LIM and cysteine-rich domains 1cellular protein metabolic process,cytoplasm,extracellular matrix,extracellular space,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of calcineurin-NFAT signaling cascade,regulation of cardiac muscle hypertrophy,transcription corepressor activity,transcription, DNA-templated,zinc ion bindingCardiovascular Diseases;Heart Diseases;Heart Valve Diseases;Heart Valve Prolapse;Mitral Valve Insufficiency;Mitral Valve ProlapseA=0, C=46 A=0.0, C=1.0 0.00001 768.308 46 A=0/0, C=24/22

chr3:8667896 C/C T C SNV SSUH2 SSUH2:intronic:NM_001256748.1 1 100 intronic NM_001256748.1c.767+19A>Gp.? -3.52 rs355058 0.2201 YES 9.998E-1 (pos.8667896) Ssu2, C. elegans, homolog ofcytoplasm,nucleus,odontogenesis T=0, C=30 T=0.0, C=1.0 0.00001 446.634 30 T=0/0, C=26/4

chr19:43709647 A/A G A SNV PSG4 PSG4:exonic:NM_002780.4 1 100 1 synonymous NM_002780.4c.42C>T p.(=) 0.5 0.04(COSM4594822),0.04(COSM4594823),0.04(COSM4594824)Immunoglobulin V-set domain,Immunoglobulin domainrs12985206 YES 8.434E-1;0.0 (pos.43709647)squamous_cell_carcinomaPregnancy-specific beta-1-glycoprotein-4extracellular exosome,female pregnancy G=0, A=25 G=0.0, A=1.0 0.00001 357.26 25 G=0/0, A=13/12

chr19:43709654 A/A C A SNV PSG4 PSG4:exonic:NM_002780.4 1 100 1 missense NM_002780.4c.35G>T p.Arg12Leu -5.43 0.33 102 0.001 0(COSM4591331),0(COSM4591332),0(COSM4591333),0(COSM5907035),0(COSM5907036),0(COSM5907037)Immunoglobulin V-set domain,Immunoglobulin domainrs11883277,rs796129150 YES 9.342E-1;1.386E-4 (pos.43709654)basal_cell_carcinoma,squamous_cell_carcinomaPregnancy-specific beta-1-glycoprotein-4extracellular exosome,female pregnancy C=0, A=25 C=0.0, A=1.0 0.00001 353.016 25 C=0/0, A=12/13

chr3:8943988 A/A C A SNV RAD18 RAD18:intronic:NM_020165.3 1 100 intronic NM_020165.3c.1168+76G>Tp.? -0.01 RING-type zinc-finger,SAP domain,Zinc finger, C3HC4 type (RING finger)rs464302 YES Rad18, S. cerevisiae, homolog ofDNA binding,DNA damage response, detection of DNA damage,DNA repair,Rad6-Rad18 complex,Y-form DNA binding,cellular response to DNA damage stimulus,centrosome,cytoplasm,damaged DNA binding,identical protein binding,metal ion binding,negative regulation of cell death,nuclear body,nuclear inclusion body,nucleoplasm,nucleus,polyubiquitin modification-dependent protein binding,positive regulation of chromosome segregation,postreplication repair,protein autoubiquitination,protein binding,protein complex binding,protein monoubiquitination,protein ubiquitination,replication fork,response to UV,single-stranded DNA-dependent ATPase activity,site of double-strand break,ubiquitin protein ligase activity,ubiquitin protein ligase bindingC=0, A=120 C=0.0, A=1.0 0.00001 1938.62 120 C=0/0, A=86/34

chr3:8955240 C/C T C SNV RAD18 RAD18:intronic:NM_020165.3 1 100 intronic NM_020165.3c.966+88A>Gp.? -0.52 RING-type zinc-finger,SAP domain,Zinc finger, C3HC4 type (RING finger)rs430781 YES Rad18, S. cerevisiae, homolog ofDNA binding,DNA damage response, detection of DNA damage,DNA repair,Rad6-Rad18 complex,Y-form DNA binding,cellular response to DNA damage stimulus,centrosome,cytoplasm,damaged DNA binding,identical protein binding,metal ion binding,negative regulation of cell death,nuclear body,nuclear inclusion body,nucleoplasm,nucleus,polyubiquitin modification-dependent protein binding,positive regulation of chromosome segregation,postreplication repair,protein autoubiquitination,protein binding,protein complex binding,protein monoubiquitination,protein ubiquitination,replication fork,response to UV,single-stranded DNA-dependent ATPase activity,site of double-strand break,ubiquitin protein ligase activity,ubiquitin protein ligase bindingT=0, C=35 T=0.0, C=1.0 0.00001 543.903 35 T=0/0, C=21/14

chr19:43709656 G/G C G SNV PSG4 PSG4:exonic:NM_002780.4 1 100 1 missense NM_002780.4c.33G>C p.Gln11His -1.21 0.55 24 0.01 0.01(COSM1180654),0.01(COSM1180655),0.01(COSM1180656)Immunoglobulin V-set domain,Immunoglobulin domainrs11883278,rs796129150 YES 9.339E-1 (pos.43709656) astrocytoma_Grade_IV,squamous_cell_carcinomaPregnancy-specific beta-1-glycoprotein-4extracellular exosome,female pregnancy C=0, G=25 C=0.0, G=1.0 0.00001 353.019 25 C=0/0, G=12/13

chr3:9069747 G/G A G SNV SRGAP3 SRGAP3:intronic:NM_014850.3 1 100 intronic NM_014850.3c.1540-1068T>Cp.? -0.28 Fes/CIP4, and EFC/F-BAR homology domain,RhoGAP domain,SH3 domain,Variant SH3 domainrs416685 0.2341 YES 6.909E-1 (pos.9069747) Slit-robo GTPase-activating protein, rho, 3GTPase activator activity,Rac GTPase binding,cytoplasm,cytosol,negative regulation of cell migration,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,signal transductionAstrocytoma;Glioma;Intellectual Disability;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neurologic ManifestationsA=0, G=42 A=0.0, G=1.0 0.00001 685.214 42 A=0/0, G=23/19

chr19:43680051 T/T C T SNV PSG5 PSG5:exonic:NM_001130014.1 1 100 3 missense NM_001130014.1c.680G>A p.Arg227His -0.27 0.11 29 0.029 Immunoglobulin V-set domain,Immunoglobulin domainrs1058285 0.3983 YES 9.835E-1 (pos.43680051) Pregnancy-specific beta-1-glycoprotein-5extracellular region,female pregnancy,protein bindingArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesC=0, T=63 C=0.0, T=1.0 0.00001 958.894 63 C=0/0, T=24/39

chr3:97466432 G/G T G SNV EPHA6 EPHA6:intronic:NM_001080448.2 1 100 intronic NM_001080448.2c.3278+16T>Gp.? -3.1 Ephrin receptor ligand binding domain,Ephrin type-A receptor 2 transmembrane domain,Fibronectin type III domain,Protein kinase domain,Protein tyrosine kinase,SAM domain (Sterile alpha motif)rs79617067 0.2397 YES 4.1E-1 (pos.97466432) Ephrin receptor EphA6 T=0, G=26 T=0.0, G=1.0 0.00001 362.329 26 T=0/0, G=13/13

chr19:43690506 C/C G C SNV PSG5 PSG5:exonic:NM_001130014.1 1 100 1 missense NM_001130014.1c.52C>G p.Leu18Val 0.01 0.1 32 0.14 0.01(COSM1564387)Immunoglobulin V-set domain,Immunoglobulin domainrs8107936 0.399 YES 9.741E-1 (pos.43690506) ductal_carcinomaPregnancy-specific beta-1-glycoprotein-5extracellular region,female pregnancy,protein bindingArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=0, C=40 G=0.0, C=1.0 0.00001 632.324 40 G=0/0, C=30/10

chr19:43680037 T/A T A SNV PSG5 PSG5:exonic:NM_001130014.1 1 50 3 missense NM_001130014.1c.694A>T p.Thr232Ser -0.02 0.09 58 0.422 0(COSM1394257)Immunoglobulin V-set domain,Immunoglobulin domainrs1135901 0.259 YES 3.467E-4 (pos.43680037) adenocarcinoma,osteosarcomaPregnancy-specific beta-1-glycoprotein-5extracellular region,female pregnancy,protein bindingArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=32, A=32 T=0.5, A=0.5 0.00001 317.426 64 T=9/23, A=16/16

chr3:9803126 G/G A G SNV CAMK1 CAMK1:intronic:NM_003656.4 1 100 intronic NM_003656.4c.632+19T>Cp.? -2.82 Kinase-like,Protein kinase domain,Protein tyrosine kinasers17252807 0.468 YES 1.473E-1 (pos.9803126) Calcium/calmodulin-dependent protein kinase IATP binding,calmodulin binding,calmodulin-dependent protein kinase activity,cell cycle,cytoplasm,intracellular,intracellular signal transduction,negative regulation of protein binding,nucleocytoplasmic transport,nucleus,peptidyl-threonine phosphorylation,positive regulation of dendritic spine development,positive regulation of muscle cell differentiation,positive regulation of neuron projection development,positive regulation of peptidyl-serine phosphorylation,positive regulation of protein acetylation,positive regulation of protein export from nucleus,positive regulation of protein serine/threonine kinase activity,positive regulation of synapse structural plasticity,positive regulation of syncytium formation by plasma membrane fusion,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein kinase activity,protein phosphorylation,regulation of histone H3-K9 acetylation,regulation of muscle cell differentiation,regulation of protein binding,regulation of protein localizationA=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=12/11

chr3:9822275 T/T C T SNV TADA3 TADA3:intronic:NM_001278270.1 1 100 intronic NM_001278270.1c.1107-42G>Ap.? 0.04 Histone acetyltransferases subunit 3rs3868897 0.2792 YES 7.251E-1 (pos.9822275) Transcriptional adaptor 3Ada2/Gcn5/Ada3 transcription activator complex,DNA binding transcription factor activity,SAGA complex,STAGA complex,histone H3 acetylation,histone H4 acetylation,histone acetyltransferase activity,intracellular,intracellular estrogen receptor signaling pathway,ligand-dependent nuclear receptor binding,ligand-dependent nuclear receptor transcription coactivator activity,mitotic cell cycle,mitotic spindle,nucleoplasm,nucleus,positive regulation of gene expression,positive regulation of transcription, DNA-templated,protein binding,protein deubiquitination,protein domain specific binding,regulation of histone deacetylation,regulation of protein phosphorylation,regulation of protein stability,regulation of transcription from RNA polymerase II promoter,regulation of tubulin deacetylation,thiol-dependent ubiquitinyl hydrolase activity,transcription coactivator activity,transcription factor TFTC complex,transcription, DNA-templatedC=0, T=85 C=0.0, T=1.0 0.00001 1390.11 85 C=0/0, T=38/47

chr19:43420451 G/C G C SNV PSG6 PSG6:exonic:NM_001031850.3 1 46.58 2 missense NM_001031850.3c.253C>G p.His85Asp -1.74 1 81 0 0(COSM3756895),0(COSM3756896)rs3198831,rs386809477,rs7756802520.2596 YES 4.35E-1;0.0 (pos.43420451)acute_myeloid_leukaemia,adenocarcinoma,neoplasmPregnancy-specific beta-1-glycoprotein-6extracellular region,female pregnancy,molecular_functionG=39, C=34 G=0.5342, C=0.4658 0.00001 336.87 73 G=32/7, C=16/18

chr3:98541012 A/A G A SNV DCBLD2 DCBLD2:intronic:NM_080927.3 1 100 intronic NM_080927.3c.830+60C>Tp.? 0.28 CUB domain,F5/8 type C domain,LCCL domainrs866873 0.0013 YES 9.805E-1;0.0 (pos.98541012) Discoidin, CUB, and LCCL domain-containing protein 2cell surface,integral component of plasma membrane,intracellular receptor signaling pathway,negative regulation of cell growth,protein binding,wound healingAdnexal Diseases;Cysts;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Neoplasms by Site;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Stomach Diseases;Stomach NeoplasmsG=0, A=119 G=0.0, A=1.0 0.00001 1913.83 119 G=0/0, A=63/56

chr19:43433805 A/G A G SNV PSG7 PSG7:exonic:NM_001206650.1 1 50 2 synonymous NM_001206650.1c.132T>C p.(=) -2.94 Immunoglobulin domainrs1065178 0.2815 YES 4.31E-1 (pos.43433805) Pregnancy-specific beta-1-glycoprotein-7 A=11, G=11 A=0.5, G=0.5 0.00001 94.6067 22 A=6/5, G=7/4

chr20:60713311 A/A G A SNV PSMA7 PSMA7:exonic:NM_002792.3 1 100 5 synonymous NM_002792.3c.507C>T p.(=) -0.35 Proteasome subunit,Proteasome subunit A N-terminal signaturers7076 0.203 YES 7.851E-1 (pos.60713311) Proteasome subunit, alpha-type, 7Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytoplasm,cytosol,extracellular exosome,identical protein binding,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,postsynapse,proteasome complex,proteasome core complex,proteasome core complex, alpha-subunit complex,proteasome-mediated ubiquitin-dependent (3AR,6R,6AS)-6-((S)-((S)-CYCLOHEX-2-ENYL)(HYDROXY)METHYL)-6A-METHYL-4-OXO-HEXAHYDRO-2H-FURO3,2-CPYRROLE-6-CARBALDEHYDE,2-ACETYLAMINO-4-METHYL-PENTANOIC ACID 1-(1-FORMYL-PENTYLCARBAMOYL)-3-METHYL-BUTYL-AMIDEG=0, A=23 G=0.0, A=1.0 0.00001 316.742 23 G=0/0, A=14/9

chr20:60713332 G/G A G SNV PSMA7 PSMA7:exonic:NM_002792.3 1 100 5 synonymous NM_002792.3c.486T>C p.(=) 0.35 Proteasome subunit,Proteasome subunit A N-terminal signaturers1135961 0.1438 YES 8.336E-1;0.0 (pos.60713332) Proteasome subunit, alpha-type, 7Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytoplasm,cytosol,extracellular exosome,identical protein binding,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,postsynapse,proteasome complex,proteasome core complex,proteasome core complex, alpha-subunit complex,proteasome-mediated ubiquitin-dependent (3AR,6R,6AS)-6-((S)-((S)-CYCLOHEX-2-ENYL)(HYDROXY)METHYL)-6A-METHYL-4-OXO-HEXAHYDRO-2H-FURO3,2-CPYRROLE-6-CARBALDEHYDE,2-ACETYLAMINO-4-METHYL-PENTANOIC ACID 1-(1-FORMYL-PENTYLCARBAMOYL)-3-METHYL-BUTYL-AMIDEA=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=14/9

chr3:9979660 G/G A G SNV CRELD1 CRELD1:intronic:NM_001031717.3 1 100 intronic NM_001031717.3c.369-39A>Gp.? -1.66 Calcium-binding EGF domain,Human growth factor-like EGF,Laminin EGF domain,TLR4 regulator and MIR-interacting MSAPrs2302786 0.2553 YES 2.042E-1 (pos.9979660) Cysteine-rich protein with EGF-like domains 1calcium ion binding,cardiac septum development,endocardial cushion development,integral component of membraneAbnormalities, Multiple;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Heart Septal Defects, Ventricular;Hemic and Lymphatic Diseases;Heterotaxy Syndrome;Lymphatic Diseases;Splenic DiseasesA=0, G=58 A=0.0, G=1.0 0.00001 867.373 58 A=0/0, G=45/13

chr7:103007949 C/C A C SNV PSMC2 PSMC2:exonic:NM_002803.3 1 100 10 synonymous NM_002803.3c.934A>C p.(=) 2 ATPase family associated with various cellular activities (AAA)rs4520097 6.00E-04 YES 1.0 (pos.103007949) Proteasome 26S subunit, ATPase, 2ATP binding,ATPase activity,Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,P-body,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,TBP-class protein binding,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytoplasm,cytoplasmic ribonucleoprotein granule,cytosol,cytosolic proteasome complex,extracellular region,ficolin-1-rich granule lumen,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,neutrophil degranulation,nuclear proteasome complex,nucleoplasm,nucleus,osteoblast differentiation,positive regulation of RNA polymerase II transcriptional preinitiation complex assembly,positive regulation of canonical Wnt signaliA=0, C=36 A=0.0, C=1.0 0.00001 563.744 36 A=0/0, C=18/18

chr4:100052539 A/C A C SNV

ADH4,LOC1

00507053 ADH4:intronic:NM_000670.4, LOC100507053:intronic_nc:NR_037884.11
45.45

intronic NR_037884.1, NM_000670.4c.843+116T>Gp.? -0.84 Alcohol dehydrogenase GroES-like domain,Zinc-binding dehydrogenasers29001208 YES Alcohol dehydrogenase (class II), pi polypeptideNAD binding,NADPH:quinone reductase activity,alcohol catabolic process,alcohol dehydrogenase (NAD) activity,alcohol dehydrogenase activity, zinc-dependent,alcohol metabolic process,alditol:NADP+ 1-oxidoreductase activity,all-trans retinal binding,benzaldehyde dehydrogenase activity,cellular aldehyde metabolic process,cytosol,ethanol binding,ethanol oxidation,nucleus,oxidoreductase activity, acting on the aldehyde or oxo group of donors, NAD or NADP as acceptor,quinone metabolic process,retinoid metabolic process,retinol binding,retinol dehydrogenase activity,retinol metabolic process,zinc ion bindingDigestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Neoplasms;Neoplasms by SiteCyclohexylformamide,Ethanol,NADHA=24, C=20 A=0.5455, C=0.4545 0.00001 207.29 44 A=19/5, C=14/6

chr4:10020480 T/T C T SNV SLC2A9 SLC2A9:intronic:NM_020041.2 1 100 intronic NM_020041.2c.249+119G>Ap.? -0.9 Major Facilitator Superfamily,Sugar (and other) transporterrs2240720 YES Solute carrier family 2 (facilitated glucose transporter), member 9apical plasma membrane,basolateral plasma membrane,glucose transmembrane transport,glucose transmembrane transporter activity,glucose transport,hexose transport,integral component of membrane,organic acid transmembrane transport,organic anion transport,plasma membrane,proton transport,substrate-specific transmembrane transporter activity,sugar:proton symporter activity,transmembrane transport,transmembrane transporter activity,urate metabolic process,urate transmembrane transporter activityArthritis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gout;Joint Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Purine-Pyrimidine Metabolism, Inborn Errors;Renal Tubular Transport, Inborn Errors;Rheumatic Diseases;Urinary Calculi;Urolithiasis;Urologic DiseasesFludeoxyglucose F-18,Glucose,Losartan,Probenecid,Uric AcidC=0, T=38 C=0.0, T=1.0 0.00001 603.786 38 C=0/0, T=30/8

chr4:100205819 C/A C A SNV

ADH1A,LOC

100507053 ADH1A:intronic:NM_000667.3, LOC100507053:intronic_nc:NR_037884.11
50

intronic NR_037884.1, NM_000667.3c.348-44G>Tp.? -0.81 Alcohol dehydrogenase GroES-like domain,Zinc-binding dehydrogenasers28364312 0.3836 YES 2.314E-2;0.0 (pos.100205819) Alcohol dehydrogenase IA (class I), alpha polypeptidealcohol dehydrogenase (NAD) activity,alcohol dehydrogenase activity, zinc-dependent,alcohol metabolic process,cytosol,drug metabolic process,ethanol oxidation,nucleoplasm,plasma membrane,protein binding,retinol dehydrogenase activity,zinc ion binding4-Iodopyrazole,Ethanol,Fomepizole,N-Cyclopentyl-N-Cyclobutylformamide,NADHC=19, A=19 C=0.5, A=0.5 0.00001 199.992 38 C=11/8, A=4/15

chr19:40478362 T/C T C SNV PSMC4 PSMC4:exonic:NM_006503.3 1 52.38 3 synonymous NM_006503.3c.222T>C p.(=) -1.05 AAA domain (Cdc48 subfamily),AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA)rs35555615 0.0345 YES 3.474E-4 (pos.40478362) Proteasome 26S subunit, ATPase, 4ATP binding,ATPase activity,Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,TBP-class protein binding,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,blastocyst development,cytosol,cytosolic proteasome complex,inclusion body,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nuclear proteasome complex,nucleoplasm,nucleus,positive regulation of RNA polymerase II transcriptional preinitiation complex assembly,positive regulation of canonical Wnt signaling pathway,positive regulation of proteasomal protein catabolic process,positive regulation of ubiquitin-protein ligaseT=10, C=11 T=0.4762, C=0.5238 0.00001 95.3003 21 T=3/7, C=3/8

chr11:244106 G/G A G SNV PSMD13 PSMD13:exonic:NM_175932.2 1 100 2 missense NM_175932.2c.161A>G p.Glu54Gly -0.33 0.3 98 0.003 0.1(COSM3752299)PCI domain rs10902112,rs3739006490.2902 YES 8.106E-1 (pos.244106) acute_myeloid_leukaemia,adenocarcinoma,carcinomaProteasome 26S subunit, non-ATPase, 13Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,meiosis I,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome accessory complex,proteasome assembly,proteasome complex,proteasome regulHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesA=0, G=20 A=0.0, G=1.0 0.00001 263.784 20 A=0/0, G=9/11

chr11:244108 G/G A G SNV PSMD13 PSMD13:exonic:NM_175932.2 1 100 2 missense NM_175932.2c.163A>G p.Asn55Asp -0.24 0.19 23 0.048 0.06(COSM3752300)PCI domain rs373900649,rs7107362 0.2893 YES 8.105E-1 (pos.244108) adenocarcinoma,carcinomaProteasome 26S subunit, non-ATPase, 13Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,meiosis I,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome accessory complex,proteasome assembly,proteasome complex,proteasome regulHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=9/11

chr11:244115 A/A G A SNV PSMD13 PSMD13:exonic:NM_175932.2 1 100 2 missense NM_175932.2c.170G>A p.Cys57Tyr -2.48 0.35 194 0 0.02(COSM85682)PCI domain rs7128044 0.2767 YES 8.105E-1 (pos.244115) astrocytoma_Grade_IV,carcinoma,haemangioblastomaProteasome 26S subunit, non-ATPase, 13Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,meiosis I,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome accessory complex,proteasome assembly,proteasome complex,proteasome regulHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=9/11

chr4:101338217 C/C T C SNV EMCN EMCN:intronic:NM_016242.3 1 100 intronic NM_016242.3c.689+57A>Gp.? 0.01 Endomucin rs3733437 0.362 YES extracellular region,integral component of membrane,plasma membraneT=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=24/3

chr11:244129 T/T C T SNV PSMD13 PSMD13:exonic:NM_175932.2 1 100 2 missense NM_175932.2c.184C>T p.Arg62Trp 0.16 0.12 101 0 PCI domain rs7116130 0.2716 YES 8.157E-1 (pos.244129) Proteasome 26S subunit, non-ATPase, 13Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,meiosis I,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome accessory complex,proteasome assembly,proteasome complex,proteasome regulHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=9/11

chr11:244141 A/A G A SNV PSMD13 PSMD13:exonic:NM_175932.2 1 100 2 missense NM_175932.2c.196G>A p.Ala66Thr -2.2 0.11 58 0 0.02(COSM3998375)PCI domain rs7128029 0.2711 YES 8.153E-1 (pos.244141) acute_myeloid_leukaemia,neoplasmProteasome 26S subunit, non-ATPase, 13Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,meiosis I,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome accessory complex,proteasome assembly,proteasome complex,proteasome regulHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesG=0, A=20 G=0.0, A=1.0 0.00001 263.785 20 G=0/0, A=9/11

chr4:104000973 C/C G C SNV BDH2 BDH2:intronic:NM_020139.3 1 100 intronic NM_020139.3c.685-61C>Gp.? -1.52 Enoyl-(Acyl carrier protein) reductase,KR domain,short chain dehydrogenasers12504262 0.2027 YES 2,3-dihydro-2,3-dihydroxybenzoate dehydrogenase activity,3-hydroxybutyrate dehydrogenase activity,NAD binding,cytoplasm,cytosol,epithelial cell differentiation,extracellular exosome,fatty acid beta-oxidation,heme metabolic process,iron ion homeostasis,ketone body biosynthetic process,mitochondrion,oxidation-reduction process,oxidoreductase activity, acting on the CH-CH group of donors, NAD or NADP as acceptor,siderophore biosynthetic processG=0, C=31 G=0.0, C=1.0 0.00001 465.806 31 G=0/0, C=22/9

chr4:104061266 A/A G A SNV CENPE CENPE:intronic:NM_001813.2 1 100 intronic NM_001813.2c.5914-30C>Tp.? -0.21 Kinesin motor domain,Microtubule bindingrs7686105 0.1784 YES 1.346E-1 (pos.104061266) Centromere autoantigen E, 312kDATP binding,ATPase activity,antigen processing and presentation of exogenous peptide antigen via MHC class II,attachment of mitotic spindle microtubules to kinetochore,cell division,chromosome,chromosome segregation,chromosome, centromeric region,condensed chromosome outer kinetochore,condensed chromosome, centromeric region,cytosol,kinesin complex,kinetochore,kinetochore assembly,kinetochore binding,kinetochore microtubule,lateral attachment of mitotic spindle microtubules to kinetochore,membrane,metaphase plate congression,microtubule,microtubule binding,microtubule cytoskeleton,microtubule motor activity,microtubule plus-end directed mitotic chromosome migration,microtubule-based movement,midbody,mitotic cell cycle,mitotic chromosome movement towards spindle pole,mitotic metaphase plate congression,mitotic spindle midzone,mitotic spindle organization,multicellular organism development,nucleus,positive regulation of protein kinase activity,protein binding,regulation of mitotic metaphase/anaphase transition,Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine Gland Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Nervous System Diseases;Nervous System Malformations;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsGSK-923295 G=0, A=27 G=0.0, A=1.0 0.00001 389.988 27 G=0/0, A=16/11

chr11:244167 T/T C T SNV PSMD13 PSMD13:exonic:NM_175932.2 1 100 2 synonymous NM_175932.2c.222C>T p.(=) -0.82 0.24(COSM292491),0.24(COSM292492)PCI domain rs1128320 0.266 YES 8.138E-1 (pos.244167) adenocarcinoma,clear_cell_renal_cell_carcinoma,haemangioblastoma,hepatocellular_carcinoma,neoplasmProteasome 26S subunit, non-ATPase, 13Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,meiosis I,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome accessory complex,proteasome assembly,proteasome complex,proteasome regulHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesC=0, T=20 C=0.0, T=1.0 0.00001 263.783 20 C=0/0, T=9/11

chr4:104063071 T/T C T SNV CENPE CENPE:intronic:NM_001813.2 1 100 intronic NM_001813.2c.5305-6G>Ap.? -0.04 0(COSM149720),0(COSM4416916)Kinesin motor domain,Microtubule bindingrs2711898 0.3925 YES 2.865E-1 (pos.104063071)acute_myeloid_leukaemia,adenocarcinomaCentromere autoantigen E, 312kDATP binding,ATPase activity,antigen processing and presentation of exogenous peptide antigen via MHC class II,attachment of mitotic spindle microtubules to kinetochore,cell division,chromosome,chromosome segregation,chromosome, centromeric region,condensed chromosome outer kinetochore,condensed chromosome, centromeric region,cytosol,kinesin complex,kinetochore,kinetochore assembly,kinetochore binding,kinetochore microtubule,lateral attachment of mitotic spindle microtubules to kinetochore,membrane,metaphase plate congression,microtubule,microtubule binding,microtubule cytoskeleton,microtubule motor activity,microtubule plus-end directed mitotic chromosome migration,microtubule-based movement,midbody,mitotic cell cycle,mitotic chromosome movement towards spindle pole,mitotic metaphase plate congression,mitotic spindle midzone,mitotic spindle organization,multicellular organism development,nucleus,positive regulation of protein kinase activity,protein binding,regulation of mitotic metaphase/anaphase transition,Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine Gland Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Nervous System Diseases;Nervous System Malformations;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsGSK-923295 C=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=12/12

chr4:104066049 T/T C T SNV CENPE CENPE:intronic:NM_001813.2 1 100 intronic NM_001813.2c.4857+158G>Ap.? -0.39 Kinesin motor domain,Microtubule bindingrs1031804 YES Centromere autoantigen E, 312kDATP binding,ATPase activity,antigen processing and presentation of exogenous peptide antigen via MHC class II,attachment of mitotic spindle microtubules to kinetochore,cell division,chromosome,chromosome segregation,chromosome, centromeric region,condensed chromosome outer kinetochore,condensed chromosome, centromeric region,cytosol,kinesin complex,kinetochore,kinetochore assembly,kinetochore binding,kinetochore microtubule,lateral attachment of mitotic spindle microtubules to kinetochore,membrane,metaphase plate congression,microtubule,microtubule binding,microtubule cytoskeleton,microtubule motor activity,microtubule plus-end directed mitotic chromosome migration,microtubule-based movement,midbody,mitotic cell cycle,mitotic chromosome movement towards spindle pole,mitotic metaphase plate congression,mitotic spindle midzone,mitotic spindle organization,multicellular organism development,nucleus,positive regulation of protein kinase activity,protein binding,regulation of mitotic metaphase/anaphase transition,Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine Gland Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Nervous System Diseases;Nervous System Malformations;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsGSK-923295 C=0, T=36 C=0.0, T=1.0 0.00001 563.744 36 C=0/0, T=16/20

chr4:104066890 A/A T A SNV CENPE CENPE:intronic:NM_001813.2 1 100 intronic NM_001813.2c.4414-52A>Tp.? 0.47 Kinesin motor domain,Microtubule bindingrs2169508 0.3896 YES 2.884E-1 (pos.104066890) Centromere autoantigen E, 312kDATP binding,ATPase activity,antigen processing and presentation of exogenous peptide antigen via MHC class II,attachment of mitotic spindle microtubules to kinetochore,cell division,chromosome,chromosome segregation,chromosome, centromeric region,condensed chromosome outer kinetochore,condensed chromosome, centromeric region,cytosol,kinesin complex,kinetochore,kinetochore assembly,kinetochore binding,kinetochore microtubule,lateral attachment of mitotic spindle microtubules to kinetochore,membrane,metaphase plate congression,microtubule,microtubule binding,microtubule cytoskeleton,microtubule motor activity,microtubule plus-end directed mitotic chromosome migration,microtubule-based movement,midbody,mitotic cell cycle,mitotic chromosome movement towards spindle pole,mitotic metaphase plate congression,mitotic spindle midzone,mitotic spindle organization,multicellular organism development,nucleus,positive regulation of protein kinase activity,protein binding,regulation of mitotic metaphase/anaphase transition,Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine Gland Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Nervous System Diseases;Nervous System Malformations;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsGSK-923295 T=0, A=34 T=0.0, A=1.0 0.00001 524.186 34 T=0/0, A=24/10

chr4:104079424 T/T C T SNV CENPE CENPE:intronic:NM_001813.2 1 100 intronic NM_001813.2c.3033+33G>Ap.? -1.17 Kinesin motor domain,Microtubule bindingrs2251322 0.3904 YES 2.823E-1 (pos.104079424) Centromere autoantigen E, 312kDATP binding,ATPase activity,antigen processing and presentation of exogenous peptide antigen via MHC class II,attachment of mitotic spindle microtubules to kinetochore,cell division,chromosome,chromosome segregation,chromosome, centromeric region,condensed chromosome outer kinetochore,condensed chromosome, centromeric region,cytosol,kinesin complex,kinetochore,kinetochore assembly,kinetochore binding,kinetochore microtubule,lateral attachment of mitotic spindle microtubules to kinetochore,membrane,metaphase plate congression,microtubule,microtubule binding,microtubule cytoskeleton,microtubule motor activity,microtubule plus-end directed mitotic chromosome migration,microtubule-based movement,midbody,mitotic cell cycle,mitotic chromosome movement towards spindle pole,mitotic metaphase plate congression,mitotic spindle midzone,mitotic spindle organization,multicellular organism development,nucleus,positive regulation of protein kinase activity,protein binding,regulation of mitotic metaphase/anaphase transition,Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine Gland Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Nervous System Diseases;Nervous System Malformations;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsGSK-923295 C=0, T=22 C=0.0, T=1.0 0.00001 298.891 22 C=0/0, T=11/11

chr11:244171 C/C T C SNV PSMD13 PSMD13:exonic:NM_175932.2 1 100 2 synonymous NM_175932.2c.226T>C p.(=) -0.62 0.1(COSM3752301),0.1(COSM3752302)PCI domain rs1128321 0.2666 YES 8.137E-1 (pos.244171) adenocarcinoma,hepatocellular_carcinomaProteasome 26S subunit, non-ATPase, 13Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,meiosis I,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome accessory complex,proteasome assembly,proteasome complex,proteasome regulHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=9/11

chr11:244197 C/C T C SNV PSMD13 PSMD13:exonic:NM_175932.2 1 100 2 synonymous NM_175932.2c.252T>C p.(=) -0.16 0.59(COSM3752303),0.59(COSM3752304)PCI domain rs1128322 0.2579 YES 8.162E-1 (pos.244197) acute_myeloid_leukaemia,adenocarcinomaProteasome 26S subunit, non-ATPase, 13Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,meiosis I,membrane,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome accessory complex,proteasome assembly,proteasome complex,proteasome regulHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=9/11

chr1:151239051 C/C T C SNV PSMD4 PSMD4:exonic:NM_002810.2 1 100 9 synonymous NM_002810.2c.951T>C p.(=) -1.54 Ssl1-like,Ubiquitin interaction motif,von Willebrand factor type A domainrs7489 0.2951 YES 6.288E-1 (pos.151239051) Proteasome 26S subunit, non-ATPase, 4Fc-epsilon receptor signaling pathway,MAPK cascade,NIK/NF-kappaB signaling,RNA binding,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway, planar cell polarity pathway,anaphase-promoting complex-dependent catabolic process,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cytosol,identical protein binding,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of canonical Wnt signaling pathway,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nucleoplasm,nucleus,polyubiquitin modification-dependent protein binding,positive regulation of canonical Wnt signaling pathway,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome accessory complex,proteasome assembly,proteasome complex,proteasome regulatory particle, base subcT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=6/14

chr4:10509699 T/C T C SNV CLNK CLNK:intronic:NM_052964.3 1 51.85 intronic NM_052964.3c.907-39A>Gp.? -0.29 SH2 domain rs2868941 0.2701 YES 8.178E-1 (pos.10509699) Cytokine-dependent hematopoietic cell linkerSH3/SH2 adaptor activity,immune response,intracellular,intracellular signal transduction,positive regulation of signal transduction,protein binding,transmembrane receptor protein tyrosine kinase signaling pathwayHypopigmentation;Pigmentation Disorders;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoT=13, C=14 T=0.4815, C=0.5185 0.00001 132.664 27 T=10/3, C=5/9

chr4:10522474 A/C A C SNV CLNK CLNK:intronic:NM_052964.3 1 58.33 intronic NM_052964.3c.732-19T>Gp.? 0.92 SH2 domain rs201621066 0.0 (pos.10522474) Cytokine-dependent hematopoietic cell linkerSH3/SH2 adaptor activity,immune response,intracellular,intracellular signal transduction,positive regulation of signal transduction,protein binding,transmembrane receptor protein tyrosine kinase signaling pathwayHypopigmentation;Pigmentation Disorders;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoA=25, C=35 A=0.4167, C=0.5833 0.00001 370.434 60 A=19/6, C=11/24

chr21:40552307 G/G A G SNV PSMG1 PSMG1:exonic:NM_003720.3 1 100 3 synonymous NM_003720.3c.297T>C p.(=) 0.01 Proteasome assembly chaperone 4rs3171465 0.4541 YES 4.072E-1 (pos.40552307) Proteasome (prosome, macropain) assembly chaperone 1Golgi apparatus,cerebellar granule cell precursor proliferation,cytoplasm,cytosol,endoplasmic reticulum,nucleoplasm,nucleus,proteasome assembly,proteasome binding,proteasome core complex assembly,protein bindingAbnormalities, Multiple;Chromosome Disorders;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Down Syndrome;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Inflammatory Bowel Diseases;Intellectual Disability;Intestinal Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsA=0, G=34 A=0.0, G=1.0 0.00001 524.186 34 A=0/0, G=20/14

chr4:106861557 T/T A T SNV NPNT NPNT:intronic:NM_001184691.1 1 100 intronic NM_001184691.1c.731-114A>Tp.? 0.61 Calcium-binding EGF domain,Complement Clr-like EGF-like,Cysteine rich repeat,EGF domain,Human growth factor-like EGF,MAM domain, meprin/A5/murs4627867 YES Nephronectinbasement membrane,branching involved in ureteric bud morphogenesis,calcium ion binding,cell-cell adhesion mediated by integrin,cell-matrix adhesion,cellular response to tumor necrosis factor,establishment of protein localization,extracellular exosome,extracellular matrix organization,extracellular region,integrin alpha8-beta1 complex,integrin binding,membrane,pilomotor reflex,positive regulation of ERK1 and ERK2 cascade,positive regulation of alkaline phosphatase activity,positive regulation of cell-substrate adhesion,positive regulation of osteoblast differentiation,positive regulation of smooth muscle contraction,positive regulation of transcription from RNA polymerase II promoter involved in smooth muscle cell differentiation,positive regulation of transforming growth factor beta receptor signaling pathway,proteinaceous extracellular matrix,smooth muscle contractile fiber,ureteric bud developmentA=0, T=26 A=0.0, T=1.0 0.00001 371.42 26 A=0/0, T=16/10

chr6:3264487 C/C T C SNV PSMG4 PSMG4:exonic:NM_001128592.1 1 100 3 missense NM_001128592.1c.295T>C p.Trp99Arg -1.3 0.93 101 0.024 Proteasome assembly chaperone 4rs4959786 0.1964 YES 6.817E-1 (pos.3264487) Proteasome assembly chaperone 4proteasome assembly T=0, C=20 T=0.0, C=1.0 0.00001 263.785 20 T=0/0, C=12/8

chr6:3264502 C/C G C SNV PSMG4 PSMG4:exonic:NM_001128592.1 1 100 3 missense NM_001128592.1c.310G>C p.Gly104Arg -0.02 0 125 0.078 Proteasome assembly chaperone 4rs4959787 0.1967 YES 6.801E-1 (pos.3264502) Proteasome assembly chaperone 4proteasome assembly G=0, C=20 G=0.0, C=1.0 0.00001 263.75 20 G=0/0, C=12/8

chr4:108866008 A/A T A SNV CYP2U1 CYP2U1:intronic:NM_183075.2 1 100 intronic NM_183075.2c.491-118T>Ap.? -3.33 Cytochrome P450rs13104867,rs536313224 YES Cytochrome P450, family 2, subfamily U, polypeptide 1aromatase activity,endoplasmic reticulum membrane,heme binding,integral component of membrane,iron ion binding,monooxygenase activity,omega-hydroxylase P450 pathway,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced flavin or flavoprotein as one donor, and incorporation of one atom of oxygen,oxygen binding,steroid hydroxylase activityNervous System Diseases;Neurologic Manifestations;Paralysis;ParaplegiaT=0, A=21 T=0.0, A=1.0 0.00001 281.235 21 T=0/0, A=6/15

chr4:108866058 A/A G A SNV CYP2U1 CYP2U1:intronic:NM_183075.2 1 100 intronic NM_183075.2c.491-68G>Ap.? -3.27 Cytochrome P450rs10002671 YES Cytochrome P450, family 2, subfamily U, polypeptide 1aromatase activity,endoplasmic reticulum membrane,heme binding,integral component of membrane,iron ion binding,monooxygenase activity,omega-hydroxylase P450 pathway,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen, reduced flavin or flavoprotein as one donor, and incorporation of one atom of oxygen,oxygen binding,steroid hydroxylase activityNervous System Diseases;Neurologic Manifestations;Paralysis;ParaplegiaG=0, A=22 G=0.0, A=1.0 0.00001 298.854 22 G=0/0, A=6/16

chr6:31105891 G/G A G SNV

PSORS1C1,P

SORS1C2 PSORS1C1:intronic:NM_014068.2, PSORS1C2:exonic:NM_014069.2 1
100

2 missense NM_014068.2, NM_014069.2c.14-316A>G, c.248T>Cp.?, p.Leu83Pro 2.76 1 98 0 0.01(COSM4160644)Psoriasis susceptibility 1 candidate 1,Psoriasis susceptibility locus 2rs2233952,rs386698868,rs7588032310.1135 YES 0.0 (pos.31105885),9.405E-1 (pos.31105891)neoplasm SEEK1 gene biological_process,cellular_component,extracellular region,molecular_functionAutoimmune Diseases;Behcet Syndrome;Blood Protein Disorders;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hereditary Autoinflammatory Diseases;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Lung Diseases;Lung Diseases, Obstructive;Lymphoproliferative Disorders;Male Urogenital Diseases;Mouth Diseases;Multiple Myeloma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nephritis;Panuveitis;Paraproteinemias;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Scleroderma, Systemic;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Urologic Diseases;Uveal Diseases;Uveitis;UvA=0, G=33 A=0.0, G=1.0 0.00001 504.598 33 A=0/0, G=17/16

chr4:108944579 T/T C T SNV HADH HADH:intronic:NM_001184705.2 1 100 intronic NM_001184705.2c.547-51C>Tp.? -0.95 3-hydroxyacyl-CoA dehydrogenase, C-terminal domain,3-hydroxyacyl-CoA dehydrogenase, NAD binding domainrs4956032 0.0759 YES 9.733E-1 (pos.108944579) 3-hydroxyacyl-CoA dehydrogenase activity,NAD+ binding,cytoplasm,fatty acid beta-oxidation,fatty acid metabolic process,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,negative regulation of insulin secretion,nucleoplasm,oxidation-reduction process,response to activity,response to drug,response to insulin3-hydroxyacyl-CoA dehydrogenase deficiency;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Fatty Acid Oxidation Disorder;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hyperinsulinism;Hypoglycemia;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Precancerous Conditions;Recommended Newborn Screening Panels;Secondary Conditions3-Hydroxybutyryl-Coenzyme A,Acetoacetyl-CoA,NADHC=0, T=45 C=0.0, T=1.0 0.00001 747.393 45 C=0/0, T=15/30

chr4:109578572 A/A G A SNV OSTC OSTC:intronic:NM_001267818.1 1 100 intronic NM_001267818.1c.234-34G>Ap.? -0.16 OST3 / OST6 family, transporter familyrs2851379 0.0062 1.0 (pos.109578572) dolichyl-diphosphooligosaccharide-protein glycotransferase activity,integral component of membrane,oligosaccharyltransferase complex,protein N-linked glycosylation via asparagine,protein bindingG=0, A=21 G=0.0, A=1.0 0.00001 281.234 21 G=0/0, A=12/9

chr4:109766290 G/G T G SNV COL25A1 COL25A1:intronic:NM_198721.3 1 100 intronic NM_198721.3c.1578+55A>Cp.? 0.33 Collagen triple helix repeat (20 copies)rs11098004 0.1395 YES Collagen, type XXV, alpha-1 polypeptideamyloid-beta binding,axonogenesis involved in innervation,collagen catabolic process,collagen trimer,endoplasmic reticulum lumen,extracellular region,extracellular space,heparin binding,integral component of membrane,integral component of plasma membrane,plasma membraneT=0, G=21 T=0.0, G=1.0 0.00001 281.235 21 T=0/0, G=17/4

chr4:110384049 TTTTC/TTTTC T TTTTC INDEL SEC24B SEC24B:intronic:NM_006323.4 4 100 intronic NM_006323.4c.134-8T>TTTTCp.? 1.19 Gelsolin repeat,Sec23/Sec24 beta-sandwich domain,Sec23/Sec24 helical domain,Sec23/Sec24 trunk domain,Sec23/Sec24 zinc fingerrs869153737 Sec24-related gene family, member BCOPII vesicle coat,COPII vesicle coating,ER to Golgi transport vesicle membrane,ER to Golgi vesicle-mediated transport,Golgi membrane,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide antigen via MHC class I,aorta morphogenesis,auditory receptor cell stereocilium organization,cargo loading into COPII-coated vesicle,cochlear nucleus development,coronary artery morphogenesis,cytosol,endoplasmic reticulum membrane,intracellular protein transport,lung lobe morphogenesis,neural tube closure,outflow tract morphogenesis,protein binding,pulmonary artery morphogenesis,regulation of cargo loading into COPII-coated vesicle,regulation of establishment of planar polarity involved in neural tube closure,zinc ion bindingT=0, TTTTC=57T=0.0, TTTTC=1.0 0.00001 754.615 57 T=0/0, TTTTC=28/29

chr4:110670807 C/C G C SNV CFI CFI:intronic:NM_000204.4 1 100 intronic NM_000204.4c.941-49C>Gp.? -0.24 Low-density lipoprotein receptor domain class A,Scavenger receptor cysteine-rich domain,Trypsinrs7441380 6.00E-04 YES 1.0 (pos.110670807) Complement factor Icomplement activation, classical pathway,extracellular exosome,extracellular region,extracellular space,innate immune response,membrane,metal ion binding,protein binding,proteolysis,receptor-mediated endocytosis,regulation of complement activation,scavenger receptor activity,serine-type endopeptidase activityAfibrinogenemia;Anemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Hemorrhagic Disorders;Kidney Diseases;Macular Degeneration;Male Urogenital Diseases;Retinal Degeneration;Retinal Diseases;Thrombocytopenia;Thrombotic Microangiopathies;Uremia;Urologic DiseasesG=0, C=65 G=0.0, C=1.0 0.00001 987.213 65 G=0/0, C=38/27

chr6:31105857 AG/A AG A INDEL

PSORS1C1,P

SORS1C2 PSORS1C1:intronic:NM_014068.2, PSORS1C2:exonic:NM_014069.2 1
50

2 frameshiftDeletion NM_014068.2, NM_014069.2c.14-350AG>A, c.281delCp.?, p.Pro94fs 2.51, 4.11 Psoriasis susceptibility 1 candidate 1,Psoriasis susceptibility locus 2rs373592714,rs766820765,rs791530190.0953 YES 1.276E-2;0.0 (pos.31105857)astrocytoma_Grade_IV,neoplasmSEEK1 gene biological_process,cellular_component,extracellular region,molecular_functionAutoimmune Diseases;Behcet Syndrome;Blood Protein Disorders;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hereditary Autoinflammatory Diseases;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Lung Diseases;Lung Diseases, Obstructive;Lymphoproliferative Disorders;Male Urogenital Diseases;Mouth Diseases;Multiple Myeloma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nephritis;Panuveitis;Paraproteinemias;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Scleroderma, Systemic;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Urologic Diseases;Uveal Diseases;Uveitis;UvAG=11, A=11AG=0.5, A=0.5 0.00001 94.2097 22 AG=4/7, A=4/7

chr4:110679002 T/T G T SNV CFI CFI:intronic:NM_000204.4 1 100 intronic NM_000204.4c.884-63C>Ap.? -0.58 Low-density lipoprotein receptor domain class A,Scavenger receptor cysteine-rich domain,Trypsinrs7437142 YES Complement factor Icomplement activation, classical pathway,extracellular exosome,extracellular region,extracellular space,innate immune response,membrane,metal ion binding,protein binding,proteolysis,receptor-mediated endocytosis,regulation of complement activation,scavenger receptor activity,serine-type endopeptidase activityAfibrinogenemia;Anemia;Anemia, Hemolytic;Atypical Hemolytic Uremic Syndrome;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemolytic-Uremic Syndrome;Hemorrhagic Disorders;Kidney Diseases;Macular Degeneration;Male Urogenital Diseases;Retinal Degeneration;Retinal Diseases;Thrombocytopenia;Thrombotic Microangiopathies;Uremia;Urologic DiseasesG=0, T=67 G=0.0, T=1.0 0.00001 1034.43 67 G=0/0, T=26/41

chr4:110737549 A/A G A SNV GAR1 GAR1:intronic:NM_032993.2 1 100 intronic NM_032993.2c.214+15G>Ap.? -1.11 Gar1/Naf1 RNA binding regionrs6828254 0.002 1.0 (pos.110737549) Nucleolar protein family A, member 1RNA binding,box H/ACA scaRNP complex,box H/ACA snoRNA binding,box H/ACA snoRNP complex,box H/ACA telomerase RNP complex,fibrillar center,nuclear chromosome, telomeric region,nucleoplasm,nucleus,protein binding,rRNA pseudouridine synthesis,snoRNA guided rRNA pseudouridine synthesis,telomerase RNA binding,telomerase holoenzyme complex,telomere maintenance via telomeraseCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskeratosis Congenita;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Hematologic Diseases;Hemic and Lymphatic Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesG=0, A=31 G=0.0, A=1.0 0.00001 469.427 31 G=0/0, A=6/25

chr1:45292866 A/A G A SNV PTCH2 PTCH2:exonic:NM_003738.4 1 100 16 synonymous NM_003738.4c.2487C>T p.(=) 0.8 0.7(COSM3751243)Patched family,Sterol-sensing domain of SREBP cleavage-activationrs2295996 0.167 YES 2.22E-1;0.0 (pos.45292866)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinoma,haemangioblastomaPatched, Drosophila, homolog of, 2cell fate determination,epidermal cell fate specification,hair cycle,hedgehog family protein binding,hedgehog receptor activity,integral component of membrane,negative regulation of smoothened signaling pathway,positive regulation of epidermal cell differentiation,signal transduction,skin development,smoothened bindingAbnormalities, Multiple;Basal Cell Nevus Syndrome;Bone Cysts;Bone Diseases;Bone Diseases, Developmental;Carcinoma;Carcinoma, Basal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Genetic Diseases, Inborn;Glioma;Jaw Cysts;Jaw Diseases;Macrostomia;Medulloblastoma;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Basal Cell;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Syndromes, Hereditary;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Odontogenic Cysts;Stomatognathic Diseases;Stomatognathic System AbnormalitiesG=0, A=40 G=0.0, A=1.0 0.00001 644.286 40 G=0/0, A=26/14

chr1:45293518 G/G A G SNV PTCH2 PTCH2:exonic:NM_003738.4 1 100 14 synonymous NM_003738.4c.2055T>C p.(=) 2.1 0.06(COSM3751244)Patched family,Sterol-sensing domain of SREBP cleavage-activationrs7525308 0.3423 YES 4.844E-1 (pos.45293518) adenocarcinoma,carcinoma,haemangioblastoma,neoplasmPatched, Drosophila, homolog of, 2cell fate determination,epidermal cell fate specification,hair cycle,hedgehog family protein binding,hedgehog receptor activity,integral component of membrane,negative regulation of smoothened signaling pathway,positive regulation of epidermal cell differentiation,signal transduction,skin development,smoothened bindingAbnormalities, Multiple;Basal Cell Nevus Syndrome;Bone Cysts;Bone Diseases;Bone Diseases, Developmental;Carcinoma;Carcinoma, Basal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Genetic Diseases, Inborn;Glioma;Jaw Cysts;Jaw Diseases;Macrostomia;Medulloblastoma;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Basal Cell;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Syndromes, Hereditary;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Odontogenic Cysts;Stomatognathic Diseases;Stomatognathic System AbnormalitiesA=0, G=20 A=0.0, G=1.0 0.00001 263.776 20 A=0/0, G=10/10

chr10:27702169 T/T C T SNV PTCHD3 PTCHD3:exonic:NM_001034842.3 1 100 1 synonymous NM_001034842.3c.1011G>A p.(=) -0.22 Patched family,Sterol-sensing domain of SREBP cleavage-activationrs6482625 0.2264 YES 1.098E-2 (pos.27702169) Patched domain-containing protein 3cellular_component,integral component of membrane,molecular_function,sperm midpiece,spermatid developmentC=0, T=27 C=0.0, T=1.0 0.00001 389.963 27 C=0/0, T=14/13

chr10:27702688 T/T C T SNV PTCHD3 PTCHD3:exonic:NM_001034842.3 1 100 1 synonymous NM_001034842.3c.492G>A p.(=) -3.94 0.02(COSM4144614)Patched family,Sterol-sensing domain of SREBP cleavage-activationrs7087552 0.2251 YES 1.099E-2 (pos.27702688) neoplasm Patched domain-containing protein 3cellular_component,integral component of membrane,molecular_function,sperm midpiece,spermatid developmentC=0, T=21 C=0.0, T=1.0 0.00001 281.229 21 C=0/0, T=9/12

chr10:16547058 A/G A G SNV PTER PTER:exonic:NM_001261836.1 1 52.27 4 synonymous NM_001261836.1c.738A>G p.(=) 0.05 0.14(COSM3751668)Phosphotriesterase family,TatD related DNasers7904014 0.4648 YES 8.419E-1 (pos.16547058) adenocarcinoma,carcinomaPhosphotriesterase-related proteincatabolic process,epithelial cell differentiation,extracellular exosome,hydrolase activity, acting on ester bonds,molecular_function,zinc ion bindingDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasA=21, G=23 A=0.4773, G=0.5227 0.00001 260.157 44 A=14/7, G=17/6

chr14:52781195 A/A G A SNV PTGER2 PTGER2:utr_5:NM_000956.3 1 100 1 utr_5 NM_000956.3c.-72G>A p.? -0.98 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srxrs1254598 YES Prostaglandin E receptor 2, EP2 subtype, 53kDG-protein coupled receptor signaling pathway,adenylate cyclase-activating G-protein coupled receptor signaling pathway,cellular response to prostaglandin E stimulus,integral component of membrane,integral component of plasma membrane,intracellular,plasma membrane,prostaglandin E receptor activity,regulation of cell proliferation,response to lipopolysaccharide,response to progesteroneAsthma;Asthma, Aspirin-Induced;Bronchial Diseases;Drug Hypersensitivity;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Infertility;Male Urogenital Diseases;Nasal Polyps;Nose Diseases;Otorhinolaryngologic Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Sexual Dysfunction, PhysiologicalAlprostadil,Dinoprostone,Gemeprost,Limaprost,MisoprostolG=0, A=29 G=0.0, A=1.0 0.00001 427.603 29 G=0/0, A=11/18

chr4:114267023 A/A G A SNV ANK2 ANK2:intronic:NM_001148.4 1 100 intronic NM_001148.4c.4249-33G>Ap.? -1.28 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,ZU5 domainrs9968405 3.00E-04 1.0 (pos.114267023) Ankyrin-2, nonerythrocyticA band,ATPase binding,ER to Golgi vesicle-mediated transport,M band,SA node cell action potential,SA node cell to atrial cardiac muscle cell communication,T-tubule,T-tubule organization,Z disc,apical plasma membrane,atrial cardiac muscle cell action potential,atrial cardiac muscle cell to AV node cell communication,atrial septum development,basolateral plasma membrane,cellular calcium ion homeostasis,cellular protein localization,costamere,cytoskeleton,cytoskeleton organization,cytosol,early endosome,endocytosis,enzyme binding,intercalated disc,intracellular,ion channel binding,lysosome,membrane depolarization during SA node cell action potential,membrane raft,mitochondrion,neuron projection,paranodal junction assembly,plasma membrane,positive regulation of calcium ion transmembrane transporter activity,positive regulation of calcium ion transport,positive regulation of cation channel activity,positive regulation of gene expression,positive regulation of potassium ion transmembrane transporter activity,positiArrhythmias, Cardiac;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Romano-Ward Syndrome;Tachycardia;Tachycardia, Ventricular;Torsades de Pointes;Vascular DiseasesG=0, A=137 G=0.0, A=1.0 0.00001 2279.55 137 G=0/0, A=62/75

chr17:41133071 C/C T C SNV

PTGES3L,PT

GES3L-

AARSD1,RU

NDC1 PTGES3L:upstream:NM_001261430.1, RUNDC1:exonic:NM_173079.4, PTGES3L-AARSD1:upstream:NM_001136042.21

100

1 missense NM_001136042.2, NM_001261430.1, NM_173079.4c.-872A>G, c.-872A>G, c.478T>Cp.?, p.?, p.Trp160Arg -0.23 0.47 101 0 0(COSM3755558)RUN domain rs1708875 0.0014 YES 1.0;0.0 (pos.41133071) adenocarcinoma,neoplasm ATP binding,Ser-tRNA(Ala) hydrolase activity,alanine-tRNA ligase activity,alanyl-tRNA aminoacylation,biological_process,cytoplasm,metal ion binding,molecular_function,nucleic acid binding,nucleotide binding,nucleus,protein binding,regulation of translational fidelity,tRNA aminoacylationT=0, C=27 T=0.0, C=1.0 0.00001 389.652 27 T=0/0, C=8/19

chr9:114359624 A/A C A SNV PTGR1 PTGR1:exonic:NM_012212.3 1 100 2 missense NM_012212.3c.79G>T p.Ala27Ser 0.09 0.41 99 0.004 0.07(COSM3763535),0.07(COSM5428183)N-terminal domain of oxidoreductase,Zinc-binding dehydrogenasers1053959 0.3985 YES 6.427E-1 (pos.114359624)acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinomaProstaglandin reductase 113-prostaglandin reductase activity,15-oxoprostaglandin 13-oxidase activity,2-alkenal reductase NAD(P) activity,cytoplasm,extracellular exosome,leukotriene metabolic process,oxidation-reduction process,prostaglandin metabolic process,response to antineoplastic agent(5E,13E)-11-HYDROXY-9,15-DIOXOPROSTA-5,13-DIEN-1-OIC ACID,2'-Monophosphoadenosine 5'-Diphosphoribose,para-Coumaric AcidC=0, A=28 C=0.0, A=1.0 0.00001 408.718 28 C=0/0, A=18/10

chr14:74340797 T/T A T SNV PTGR2 PTGR2:exonic:NM_001146154.1 1 100 4 synonymous NM_001146154.1c.228A>T p.(=) 0.4 N-terminal domain of oxidoreductase,Zinc-binding dehydrogenasers11159042 0.4864 YES 5.37E-1 (pos.74340797) 13-prostaglandin reductase activity,15-oxoprostaglandin 13-oxidase activity,cytoplasm,extracellular exosome,oxidation-reduction process,prostaglandin metabolic process,zinc ion binding(5E,13E)-11-HYDROXY-9,15-DIOXOPROSTA-5,13-DIEN-1-OIC ACID,IndomethacinA=0, T=54 A=0.0, T=1.0 0.00001 798.148 54 A=0/0, T=32/22

chr4:119161619 G/G A G SNV NDST3 NDST3:intronic:NM_004784.2 1 100 intronic NM_004784.2c.2119-60A>Gp.? -0.17 Sulfotransferase domain,heparan sulfate-N-deacetylasers641962 YES Golgi membrane,cellular_component,heparan sulfate N-acetylglucosaminyltransferase activity,heparan sulfate proteoglycan biosynthetic process,heparan sulfate proteoglycan biosynthetic process, polysaccharide chain biosynthetic process,heparan sulfate-glucosamine N-sulfotransferase activity,heparin biosynthetic process,hydrolase activity,integral component of membraneA=0, G=95 A=0.0, G=1.0 0.00001 1596.74 95 A=0/0, G=43/52

chr4:119736598 T/T C T SNV SEC24D SEC24D:intronic:NM_014822.3 1 100 intronic NM_014822.3c.673+8G>Ap.? -0.83 Gelsolin repeat,Sec23/Sec24 beta-sandwich domain,Sec23/Sec24 helical domain,Sec23/Sec24 trunk domain,Sec23/Sec24 zinc fingerrs6843524 0.1159 YES 6.953E-1 (pos.119736598) Sec24-related gene family, member DCOPII vesicle coat,COPII vesicle coating,ER to Golgi transport vesicle membrane,ER to Golgi vesicle-mediated transport,Golgi membrane,SNARE binding,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide antigen via MHC class I,cargo loading into COPII-coated vesicle,cytosol,endoplasmic reticulum membrane,in utero embryonic development,intracellular protein transport,protein binding,zinc ion bindingBone Diseases;Bone Diseases, Developmental;Brain Diseases;Central Nervous System Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Craniosynostoses;Dysostoses;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hydrocephalus;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Osteochondrodysplasias;Osteogenesis Imperfecta;Skin and Connective Tissue Diseases;SynostosisC=0, T=27 C=0.0, T=1.0 0.00001 389.978 27 C=0/0, T=17/10

chr4:120106982 T/C T C SNV MYOZ2 MYOZ2:intronic:NM_016599.4 1 50 intronic NM_016599.4c.561-139T>Cp.? 0.8 Calcineurin-binding protein (Calsarcin)rs7661020 YES Myozenin 2 FATZ binding,Z disc,actin binding,actin cytoskeleton,biological_process,myofibril assembly,protein binding,protein phosphatase 2B binding,sarcomere,telethonin bindingT=20, C=20 T=0.5, C=0.5 0.00001 213.766 40 T=6/14, C=5/15

chr8:27311703 C/C T C SNV PTK2B PTK2B:exonic:NM_173176.2 1 100 29 synonymous NM_173176.2c.2628T>C p.(=) -4.27 0.05(COSM4416168),0.05(COSM4416169)FERM central domain,Focal adhesion targeting region,Protein kinase domain,Protein tyrosine kinasers1879184 0.1347 YES 5.318E-1;2.321E-4 (pos.27311703)acute_myeloid_leukaemiaProtein tyrosine kinase-2, beta (focal adhesion kinase 2)3-phosphoinositide-dependent protein kinase binding,ATP binding,MAPK cascade,NMDA glutamate receptor activity,NMDA selective glutamate receptor complex,activation of GTPase activity,activation of Janus kinase activity,adaptive immune response,angiogenesis,apical dendrite,apoptotic process,axon,blood vessel endothelial cell migration,bone resorption,calmodulin-dependent protein kinase activity,cell body,cell cortex,cell surface receptor signaling pathway,cellular defense response,cellular response to fluid shear stress,cellular response to retinoic acid,chemokine-mediated signaling pathway,cytoplasm,cytoskeleton,cytosol,dendrite,dendritic spine,epidermal growth factor receptor signaling pathway,extrinsic component of cytoplasmic side of plasma membrane,focal adhesion,focal adhesion assembly,glial cell proliferation,growth cone,innate immune response,integrin-mediated signaling pathway,interleukin-7-mediated signaling pathway,ionotropic glutamate receptor signaling pathway,lamellipodium,long term synaptic depreAlzheimer Disease;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dementia;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Melanoma;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nephritis;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Status Epilepticus;Tauopathies;Urologic Diseases;Vascular Diseases4-{4-{(1R,2R)-2-(dimethylamino)cyclopentylamino}-5-(trifluoromethyl)pyrimidin-2-ylamino}-N-methylbenzenesulfonamide,Genistein,LeflunomideT=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=19/6

chr4:120486402 A/G A G SNV PDE5A PDE5A:intronic:NM_001083.3 1 50 intronic NM_001083.3c.993+74T>Cp.? -0.39 3'5'-cyclic nucleotide phosphodiesterase,GAF domainrs55825515 YES Phosphodiesterase 5A3',5'-cyclic-GMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,cGMP binding,cGMP catabolic process,cellular_component,cytosol,metal ion binding,negative regulation of T cell proliferation,negative regulation of cardiac muscle contraction,positive regulation of MAP kinase activity,positive regulation of cardiac muscle hypertrophy,positive regulation of oocyte development,protein binding,regulation of cGMP metabolic process,relaxation of cardiac muscle,signal transductionCardiovascular Diseases;Erectile Dysfunction;Genital Diseases, Male;Heart Diseases;Male Urogenital Diseases;Metabolic Diseases;Neoplasm Metastasis;Neoplasms;Neoplastic Processes;Nervous System Diseases;Nutritional and Metabolic Diseases;Sexual Dysfunction, Physiological;Vascular Diseases3-isobutyl-1-methyl-7H-xanthine,5-ethoxy-4-(1-methyl-7-oxo-3-propyl-6,7-dihydro-1H-pyrazolo4,3-dpyrimidin-5-yl)thiophene-2-sulfonamide,Avanafil,Caffeine,Citric Acid,Dipyridamole,Gamma-GlutamylS-(2-Iodobenzyl)CysteinylGlycine,Guanosine-5'-Monophosphate,OSI-461,Pentoxifylline,Sildenafil,Tadalafil,Theophylline,Trapidil,Udenafil,VardenafilA=10, G=10 A=0.5, G=0.5 0.00001 82.8861 20 A=1/9, G=4/6

chr8:27315876 G/G A G SNV PTK2B PTK2B:exonic:NM_173176.2 1 100 31 synonymous NM_173176.2c.2880A>G p.(=) -3.06 FERM central domain,Focal adhesion targeting region,Protein kinase domain,Protein tyrosine kinasers1879182 0.1347 YES 5.247E-1 (pos.27315876) Protein tyrosine kinase-2, beta (focal adhesion kinase 2)3-phosphoinositide-dependent protein kinase binding,ATP binding,MAPK cascade,NMDA glutamate receptor activity,NMDA selective glutamate receptor complex,activation of GTPase activity,activation of Janus kinase activity,adaptive immune response,angiogenesis,apical dendrite,apoptotic process,axon,blood vessel endothelial cell migration,bone resorption,calmodulin-dependent protein kinase activity,cell body,cell cortex,cell surface receptor signaling pathway,cellular defense response,cellular response to fluid shear stress,cellular response to retinoic acid,chemokine-mediated signaling pathway,cytoplasm,cytoskeleton,cytosol,dendrite,dendritic spine,epidermal growth factor receptor signaling pathway,extrinsic component of cytoplasmic side of plasma membrane,focal adhesion,focal adhesion assembly,glial cell proliferation,growth cone,innate immune response,integrin-mediated signaling pathway,interleukin-7-mediated signaling pathway,ionotropic glutamate receptor signaling pathway,lamellipodium,long term synaptic depreAlzheimer Disease;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dementia;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Melanoma;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nephritis;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Status Epilepticus;Tauopathies;Urologic Diseases;Vascular Diseases4-{4-{(1R,2R)-2-(dimethylamino)cyclopentylamino}-5-(trifluoromethyl)pyrimidin-2-ylamino}-N-methylbenzenesulfonamide,Genistein,LeflunomideA=0, G=28 A=0.0, G=1.0 0.00001 384.393 28 A=0/0, G=23/5

chr8:27315900 G/G A G SNV PTK2B PTK2B:exonic:NM_173176.2 1 100 31 synonymous NM_173176.2c.2904A>G p.(=) 3.24 FERM central domain,Focal adhesion targeting region,Protein kinase domain,Protein tyrosine kinasers1879181 0.1348 YES 5.265E-1;0.0 (pos.27315900) Protein tyrosine kinase-2, beta (focal adhesion kinase 2)3-phosphoinositide-dependent protein kinase binding,ATP binding,MAPK cascade,NMDA glutamate receptor activity,NMDA selective glutamate receptor complex,activation of GTPase activity,activation of Janus kinase activity,adaptive immune response,angiogenesis,apical dendrite,apoptotic process,axon,blood vessel endothelial cell migration,bone resorption,calmodulin-dependent protein kinase activity,cell body,cell cortex,cell surface receptor signaling pathway,cellular defense response,cellular response to fluid shear stress,cellular response to retinoic acid,chemokine-mediated signaling pathway,cytoplasm,cytoskeleton,cytosol,dendrite,dendritic spine,epidermal growth factor receptor signaling pathway,extrinsic component of cytoplasmic side of plasma membrane,focal adhesion,focal adhesion assembly,glial cell proliferation,growth cone,innate immune response,integrin-mediated signaling pathway,interleukin-7-mediated signaling pathway,ionotropic glutamate receptor signaling pathway,lamellipodium,long term synaptic depreAlzheimer Disease;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dementia;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Melanoma;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nephritis;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Status Epilepticus;Tauopathies;Urologic Diseases;Vascular Diseases4-{4-{(1R,2R)-2-(dimethylamino)cyclopentylamino}-5-(trifluoromethyl)pyrimidin-2-ylamino}-N-methylbenzenesulfonamide,Genistein,LeflunomideA=0, G=28 A=0.0, G=1.0 0.00001 408.654 28 A=0/0, G=23/5

chr4:122137662 G/G T G SNV TNIP3 TNIP3:intronic:NM_001244764.1 1 100 intronic NM_001244764.1c.4-7A>C p.? -0.66 Leucine zipper of domain CC2 of NEMO, NF-kappa-B essential modulatorrs7663440 YES 8.737E-1 (pos.122137662) MyD88-independent toll-like receptor signaling pathway,cellular response to lipopolysaccharide,cytoplasm,cytosol,inflammatory response,negative regulation of I-kappaB kinase/NF-kappaB signaling,polyubiquitin modification-dependent protein binding,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein deubiquitination,protein kinase binding,toll-like receptor 4 signaling pathwayBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesT=0, G=21 T=0.0, G=1.0 0.00001 281.235 21 T=0/0, G=8/13

chr4:122257942 C/C A C SNV QRFPR QRFPR:intronic:NM_198179.2 1 100 intronic NM_198179.2c.561+20T>Gp.? -0.44 7 transmembrane receptor (rhodopsin family)rs4558890 0.0188 YES 1.0 (pos.122257942) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cellular response to hormone stimulus,integral component of membrane,integral component of plasma membrane,neuropeptide Y receptor activity,neuropeptide signaling pathway,peptide binding,plasma membrane,response to peptideA=0, C=93 A=0.0, C=1.0 0.00001 1555.3 93 A=0/0, C=40/53

chr8:27255263 A/G A G SNV PTK2B PTK2B:exonic:NM_173176.2 1 45.45 2 synonymous NM_173176.2c.162A>G p.(=) 3.61 0.12(COSM150475),0.12(COSM5019062)FERM central domain,Focal adhesion targeting region,Protein kinase domain,Protein tyrosine kinasers1045512 0.4465 YES 2.589E-1 (pos.27255263) adenocarcinoma,haemangioblastomaProtein tyrosine kinase-2, beta (focal adhesion kinase 2)3-phosphoinositide-dependent protein kinase binding,ATP binding,MAPK cascade,NMDA glutamate receptor activity,NMDA selective glutamate receptor complex,activation of GTPase activity,activation of Janus kinase activity,adaptive immune response,angiogenesis,apical dendrite,apoptotic process,axon,blood vessel endothelial cell migration,bone resorption,calmodulin-dependent protein kinase activity,cell body,cell cortex,cell surface receptor signaling pathway,cellular defense response,cellular response to fluid shear stress,cellular response to retinoic acid,chemokine-mediated signaling pathway,cytoplasm,cytoskeleton,cytosol,dendrite,dendritic spine,epidermal growth factor receptor signaling pathway,extrinsic component of cytoplasmic side of plasma membrane,focal adhesion,focal adhesion assembly,glial cell proliferation,growth cone,innate immune response,integrin-mediated signaling pathway,interleukin-7-mediated signaling pathway,ionotropic glutamate receptor signaling pathway,lamellipodium,long term synaptic depreAlzheimer Disease;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dementia;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Melanoma;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nephritis;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Status Epilepticus;Tauopathies;Urologic Diseases;Vascular Diseases4-{4-{(1R,2R)-2-(dimethylamino)cyclopentylamino}-5-(trifluoromethyl)pyrimidin-2-ylamino}-N-methylbenzenesulfonamide,Genistein,LeflunomideA=24, G=20 A=0.5455, G=0.4545 0.00001 213.089 44 A=7/17, G=9/11

chr4:123097080 AT/A AT A INDEL KIAA1109 KIAA1109:intronic:NM_015312.3 1 45.45 intronic NM_015312.3c.358+11AT>Ap.? -0.3, 0.38 Fragile site-associated protein C-terminus KIAA1109 geneintegral component of membrane,membrane,nucleus,protein binding,regulation of cell growth,regulation of epithelial cell differentiationArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Celiac Disease;Connective Tissue Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Endocrine System Diseases;Gastroenteritis;Gastrointestinal Diseases;Glucose Metabolism Disorders;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Malabsorption Syndromes;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesAT=12, A=10AT=0.5455, A=0.4545 0.00004 44.1029 22 AT=5/7, A=1/9

chr4:123140739 C/C G C SNV KIAA1109 KIAA1109:intronic:NM_015312.3 1 100 intronic NM_015312.3c.2475+17G>Cp.? -0.22 Fragile site-associated protein C-terminusrs6534345 2.00E-04 YES 1.0 (pos.123140739) KIAA1109 geneintegral component of membrane,membrane,nucleus,protein binding,regulation of cell growth,regulation of epithelial cell differentiationArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Celiac Disease;Connective Tissue Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Endocrine System Diseases;Gastroenteritis;Gastrointestinal Diseases;Glucose Metabolism Disorders;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Malabsorption Syndromes;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=0, C=52 G=0.0, C=1.0 0.00001 767.015 52 G=0/0, C=25/27

chr1:114377568 G/G A G SNV PTPN22 PTPN22:exonic:NM_015967.6 1 100 14 missense NM_015967.6c.1858T>C p.Trp620Arg 0.65 1 101 0 Protein-tyrosine phosphatase,Tyrosine phosphatase familyrs2476601 0.0941 YES 1.0 (pos.114377568) Protein tyrosine phosphatase, nonreceptor-type 22SH3 domain binding,T cell differentiation,T cell receptor signaling pathway,autophagy,cellular response to muramyl dipeptide,cytoplasm,cytoplasmic side of plasma membrane,cytosol,kinase binding,lipopolysaccharide-mediated signaling pathway,negative regulation of JUN kinase activity,negative regulation of T cell activation,negative regulation of T cell receptor signaling pathway,negative regulation of autophagy,negative regulation of gene expression,negative regulation of interleukin-6 secretion,negative regulation of interleukin-8 secretion,negative regulation of nucleotide-binding oligomerization domain containing 2 signaling pathway,negative regulation of p38MAPK cascade,negative regulation of tumor necrosis factor production,nucleus,peptidyl-tyrosine dephosphorylation,perinuclear region of cytoplasm,phosphatase activity,phosphoanandamide dephosphorylation,positive regulation of CD8-positive, alpha-beta T cell proliferation,positive regulation of ERK1 and ERK2 cascade,positive regulation of defense responseArteritis;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Connective Tissue Diseases;Crohn Disease;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Endocrine System Diseases;Exophthalmos;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Giant Cell Arteritis;Glomerulonephritis;Glomerulonephritis, IGA;Glucose Metabolism Disorders;Goiter;Graves Disease;Hyperthyroidism;Hypopigmentation;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Kidney Diseases;Lupus Erythematosus, Systemic;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Diseases;Myasthenia Gravis;Nephritis;Nervous System Diseases;Neuromuscular Diseases;Neuromuscular Junction Diseases;Nutritional and Metabolic Diseases;Orbital Diseases;Pigmentation Disorders;RheumA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=14/10

chr4:123868279 T/T G T SNV SPATA5 SPATA5:intronic:NM_145207.2 1 100 intronic NM_145207.2c.1459-109G>Tp.? 0.03 ATPase family associated with various cellular activities (AAA),Holliday junction DNA helicase ruvB N-terminusrs11098682 YES Spermatogenesis-associated protein 5ATP binding,brain development,cell differentiation,cytoplasm,mitochondrion,spermatogenesisColonic Diseases;Colonic Diseases, Functional;Digestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Irritable Bowel Syndrome;Mental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=0, T=36 G=0.0, T=1.0 0.00001 563.744 36 G=0/0, T=16/20

chr1:44083507 C/C T C SNV PTPRF PTPRF:exonic:NM_002840.4 1 100 25 synonymous NM_002840.4c.4296T>C p.(=) -4.01 0.03(COSM6339704),0.03(COSM6339705)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Protein-tyrosine phosphatasers641365 0.2521 YES 7.858E-1 (pos.44083507) neoplasm Protein tyrosine phosphatase, receptor type, f polypeptidecell adhesion,cell migration,chondroitin sulfate proteoglycan binding,extracellular exosome,heparin binding,integral component of membrane,integral component of plasma membrane,negative regulation of receptor binding,neuron projection,neuron projection regeneration,neuronal cell body,peptidyl-tyrosine dephosphorylation,plasma membrane,protein complex binding,protein tyrosine phosphatase activity,regulation of axon regeneration,transmembrane receptor protein tyrosine phosphatase activity,transmembrane receptor protein tyrosine phosphatase signaling pathwayDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsT=0, C=50 T=0.0, C=1.0 0.00001 852.492 50 T=0/0, C=39/11

chr19:55699454 C/C T C SNV PTPRH PTPRH:exonic:NM_002842.4 1 100 13 missense NM_002842.4c.2467A>G p.Lys823Glu 2.03 1 56 0 0(COSM4590180)Fibronectin type III domain,Protein-tyrosine phosphatasers890870 9.988E-1;0.0 (pos.55699454)squamous_cell_carcinomaProtein tyrosine phosphatase, receptor type, H T=0, C=33 T=0.0, C=1.0 0.00001 504.593 33 T=0/0, C=17/16

chr4:126329526 C/G C G SNV FAT4 FAT4:intronic:NM_024582.4 1 46.51 intronic NM_024582.4c.5570-73C>Gp.? -0.62 Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs10518464 YES FAT tumor suppressor, Drosophila, homolog of, 4Notch signaling pathway,apical part of cell,branching involved in ureteric bud morphogenesis,calcium ion binding,cerebral cortex development,condensed mesenchymal cell proliferation,digestive tract development,extracellular exosome,fibroblast growth factor receptor signaling pathway,heart morphogenesis,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,hippo signaling,homophilic cell adhesion via plasma membrane adhesion molecules,inner ear receptor stereocilium organization,integral component of membrane,intracellular,neurogenesis,ossification involved in bone maturation,plasma membrane,plasma membrane organization,protein binding,regulation of metanephric nephron tubule epithelial cell differentiationAbnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Squamous Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Foot Deformities;Foot Deformities, Congenital;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Hand Deformities;Hand Deformities, Congenital;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Intellectual Disability;Joint Diseases;Joint Instability;Kidney Diseases;Kidney Diseases, Cystic;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lymphangiectasis;Lymphangiectasis, Intestinal;Lymphatic Abnormalities;Lymphatic Diseases;Lymphedema;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Melanoma;Mental Disorders;Musculoskeletal Abnormalities;MuscC=23, G=20 C=0.5349, G=0.4651 0.00001 212.324 43 C=9/14, G=12/8

chr18:8069868 T/T C T SNV PTPRM PTPRM:exonic:NM_001105244.1 1 100 8 synonymous NM_001105244.1c.1317C>T p.(=) -0.07 0.08(COSM4000474),0.08(COSM4000475)Fibronectin type III domain,Immunoglobulin domain,MAM domain, meprin/A5/mu,Protein-tyrosine phosphatasers2230601 0.4824 YES 2.699E-1 (pos.8069868) acute_myeloid_leukaemia,adenocarcinoma,carcinomaProtein tyrosine phosphatase, receptor type, mu polypeptidecadherin binding,cell-cell adherens junction,cell-cell junction,cytoplasm,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,integral component of plasma membrane,lamellipodium,negative regulation of angiogenesis,negative regulation of endothelial cell migration,negative regulation of endothelial cell proliferation,neuron projection development,peptidyl-tyrosine dephosphorylation,perinuclear region of cytoplasm,plasma membrane,protein binding,protein dephosphorylation,protein tyrosine phosphatase activity,response to drug,retina layer formation,retinal ganglion cell axon guidance,signal transduction,transmembrane receptor protein tyrosine phosphatase activityC=0, T=21 C=0.0, T=1.0 0.00001 281.225 21 C=0/0, T=13/8

chr4:126355609 G/G T G SNV FAT4 FAT4:intronic:NM_024582.4 1 100 intronic NM_024582.4c.7199+29T>Gp.? -0.95 Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs7656135 0 1.0;0.0 (pos.126355609) FAT tumor suppressor, Drosophila, homolog of, 4Notch signaling pathway,apical part of cell,branching involved in ureteric bud morphogenesis,calcium ion binding,cerebral cortex development,condensed mesenchymal cell proliferation,digestive tract development,extracellular exosome,fibroblast growth factor receptor signaling pathway,heart morphogenesis,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,hippo signaling,homophilic cell adhesion via plasma membrane adhesion molecules,inner ear receptor stereocilium organization,integral component of membrane,intracellular,neurogenesis,ossification involved in bone maturation,plasma membrane,plasma membrane organization,protein binding,regulation of metanephric nephron tubule epithelial cell differentiationAbnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Squamous Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Foot Deformities;Foot Deformities, Congenital;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Hand Deformities;Hand Deformities, Congenital;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Intellectual Disability;Joint Diseases;Joint Instability;Kidney Diseases;Kidney Diseases, Cystic;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lymphangiectasis;Lymphangiectasis, Intestinal;Lymphatic Abnormalities;Lymphatic Diseases;Lymphedema;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Melanoma;Mental Disorders;Musculoskeletal Abnormalities;MuscT=0, G=72 T=0.0, G=1.0 0.00001 1130.95 72 T=0/0, G=26/46

chr7:157985149 C/G C G SNV PTPRN2 PTPRN2:exonic:NM_002847.4 1 98.41 5 missense NM_002847.4c.419G>C p.Ser140Thr -0.67 0.8 58 0.001 Protein-tyrosine phosphatase,Protein-tyrosine phosphatase receptor IA-2,RESP18 domainrs3800855 0.1488 YES 2.149E-1 (pos.157985149) Protein-tyrosine phosphatase, receptor-type, N, polypeptide 2cell junction,endoplasmic reticulum lumen,ficolin-1-rich granule membrane,insulin secretion involved in cellular response to glucose stimulus,integral component of plasma membrane,lipid metabolic process,negative regulation of GTPase activity,neurotransmitter secretion,neutrophil degranulation,peptidyl-tyrosine dephosphorylation,plasma membrane,protein dephosphorylation,protein tyrosine phosphatase activity,receptor complex,secretory granule membrane,synaptic vesicle membrane,terminal bouton,transmembrane receptor protein tyrosine phosphatase activityEye Diseases;Myopia;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Refractive ErrorsC=1, G=62 C=0.0159, G=0.9841 0.00001 925.297 63 C=1/0, G=25/37

chr12:80889829 A/A T A SNV PTPRQ PTPRQ:exonic:NM_001145026.1 1 100 10 missense NM_001145026.1c.1418T>A p.Val473Asp 4.44 0.01 152 0.999 0.96(COSM5617880)Fibronectin type III domain,Protein-tyrosine phosphatasers10778752 0.0635 YES 4.644E-1 (pos.80889829) ductal_carcinomaProtein-tyrosine phosphatase, receptor-type, Q T=0, A=40 T=0.0, A=1.0 0.00001 648.659 40 T=0/0, A=17/23

chr12:80900397 C/G C G SNV PTPRQ PTPRQ:exonic:NM_001145026.1 1 51.85 13 synonymous NM_001145026.1c.1989C>G p.(=) -1.7 Fibronectin type III domain,Protein-tyrosine phosphatasers12824064 0.3353 YES 4.129E-1 (pos.80900397) Protein-tyrosine phosphatase, receptor-type, Q C=13, G=14 C=0.4815, G=0.5185 0.00001 132.665 27 C=7/6, G=9/5

chr12:80900348 T/G T G SNV PTPRQ PTPRQ:exonic:NM_001145026.1 1 50 13 missense NM_001145026.1c.1940T>G p.Val647Gly 2.39 1 109 0 0.02(COSM1135444)Fibronectin type III domain,Protein-tyrosine phosphatasers7965277 0.2731 YES 5.39E-2;0.0 (pos.80900348)clear_cell_renal_cell_carcinomaProtein-tyrosine phosphatase, receptor-type, Q T=14, G=14 T=0.5, G=0.5 0.00001 131.941 28 T=9/5, G=8/6

chr4:128621272 C/C A C SNV INTU INTU:intronic:NM_015693.3 1 100 intronic NM_015693.3c.1503+54A>Cp.? 0.2 rs12331481 0.4418 YES Inturned, Drosophila, homolog ofcell surface,ciliary basal body,cilium assembly,cytoplasm,embryonic digit morphogenesis,hair follicle morphogenesis,keratinocyte differentiation,limb development,motile cilium,motile cilium assembly,negative regulation of cell division,negative regulation of keratinocyte proliferation,nervous system development,neural tube development,non-motile cilium assembly,positive regulation of smoothened signaling pathway,protein binding,regulation of ossification,regulation of smoothened signaling pathway,spinal cord dorsal/ventral patterningA=0, C=21 A=0.0, C=1.0 0.00001 281.229 21 A=0/0, C=7/14

chr4:128635022 T/T C T SNV INTU INTU:intronic:NM_015693.3 1 100 intronic NM_015693.3c.2560-69C>Tp.? -3.7 rs34240473 YES Inturned, Drosophila, homolog ofcell surface,ciliary basal body,cilium assembly,cytoplasm,embryonic digit morphogenesis,hair follicle morphogenesis,keratinocyte differentiation,limb development,motile cilium,motile cilium assembly,negative regulation of cell division,negative regulation of keratinocyte proliferation,nervous system development,neural tube development,non-motile cilium assembly,positive regulation of smoothened signaling pathway,protein binding,regulation of ossification,regulation of smoothened signaling pathway,spinal cord dorsal/ventral patterningC=0, T=69 C=0.0, T=1.0 0.00001 1072.78 69 C=0/0, T=32/37

chr19:5214697 G/G A G SNV PTPRS PTPRS:exonic:NM_002850.3 1 100 29 missense NM_002850.3c.4369T>C p.Cys1457Arg 3.03 0.19 180 0 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Protein-tyrosine phosphatasers4807697 0.0015 1.0 (pos.5214697) Protein tyrosine phosphatase, receptor type, sigmaaxon,cell adhesion,cell junction,cerebellum development,cerebral cortex development,chondroitin sulfate binding,corpus callosum development,establishment of endothelial intestinal barrier,extracellular exosome,heparan sulfate proteoglycan binding,heparin binding,hippocampus development,integral component of membrane,integral component of plasma membrane,integral component of postsynaptic density membrane,integral component of synaptic vesicle membrane,negative regulation of axon extension,negative regulation of axon regeneration,negative regulation of collateral sprouting,negative regulation of dendritic spine development,negative regulation of interferon-alpha production,negative regulation of interferon-beta production,negative regulation of neuron projection development,negative regulation of toll-like receptor 9 signaling pathway,peptidyl-tyrosine dephosphorylation,perikaryon,phosphoprotein phosphatase activity,plasma membrane,protein binding,protein dephosphorylation,protein tyrosine phosphatase activityAlendronic acid,Etidronic acidA=0, G=44 A=0.0, G=1.0 0.00001 726.567 44 A=0/0, G=23/21

chr4:37962186 G/C G C SNV

PTTG2,TBC1

D1 TBC1D1:intronic:NM_015173.3, PTTG2:exonic:NM_006607.2 1
50

1 missense NM_015173.3, NM_006607.2c.418-53944G>C, c.131G>Cp.?, p.Arg44Pro -0.04 1 103 0 Domain of unknown function (DUF3350),Phosphotyrosine interaction domain (PTB/PID),Rab-GTPase-TBC domain,Securin sister-chromatid separation inhibitorrs6811863 0.4355 YES 9.572E-1 (pos.37962186) Pituitary tumor-transforming gene 2,TBC1 domain family, member 1GTPase activator activity,Rab GTPase binding,SH3 domain binding,activation of GTPase activity,chromosome organization,cytoplasm,cytosol,endomembrane system,homologous chromosome segregation,intracellular,intracellular protein transport,membrane organization,molecular_function,negative regulation of mitotic sister chromatid separation,negative regulation of peptidase activity,nucleus,peptidase inhibitor activity,protein binding,regulation of cilium assembly,regulation of protein localization,regulation of transcription, DNA-templated,regulation of vesicle fusionNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=27, C=27 G=0.5, C=0.5 0.00001 264.277 54 G=8/19, C=15/12

chr3:157155314 A/A C A SNV PTX3,VEPH1 VEPH1:intronic:NM_001167912.1, PTX3:exonic:NM_002852.3 1
100

2 missense NM_001167912.1, NM_002852.3c.530-9037G>T, c.143C>Ap.?, p.Ala48Asp 3.67 1 126 0 0.15(COSM6386151)Concanavalin A-like lectin/glucanases superfamily,PH domain,Pentaxin familyrs3816527 0.4212 YES 7.911E-1 (pos.157155314)carcinoma Pentraxin-3,Ventricular zone-expressed PH domain-containing protein, zebrafish, homolog of, 1(1->3)-beta-D-glucan binding,complement component C1q binding,extracellular region,extracellular space,identical protein binding,inflammatory response,innate immune response,negative regulation by host of viral exo-alpha-sialidase activity,negative regulation by host of viral glycoprotein metabolic process,negative regulation of exo-alpha-sialidase activity,negative regulation of glycoprotein metabolic process,negative regulation of viral entry into host cell,neutrophil degranulation,opsonization,plasma membrane,positive regulation of nitric oxide biosynthetic process,positive regulation of phagocytosis,protein binding,response to yeast,specific granule lumen,tertiary granule lumen,virion bindingArsenic Poisoning;Autoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Heavy Metal Poisoning, Nervous System;Immune System Diseases;Kidney Diseases;Lung Diseases;Male Urogenital Diseases;Nephritis;Nervous System Diseases;Neurotoxicity Syndromes;Pulmonary Fibrosis;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesC=0, A=29 C=0.0, A=1.0 0.00001 427.591 29 C=0/0, A=17/12

chr19:45162038 G/G A G SNV PVR PVR:exonic:NM_006505.4 1 100 6 missense NM_006505.4c.1020A>G p.Ile340Met -2.56 1 10 0 CD80-like C2-set immunoglobulin domain,Immunoglobulin V-set domainrs203710 0.0247 YES 1.0 (pos.45162038) Polio virus receptoradherens junction organization,cell adhesion molecule binding,cell migration,cell recognition,cell surface,cell-cell adherens junction,cell-cell adhesion,cytoplasm,dynein light chain binding,extracellular exosome,extracellular space,focal adhesion,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,plasma membrane,positive regulation of natural killer cell mediated cytotoxicity,positive regulation of natural killer cell mediated cytotoxicity directed against tumor cell target,protein binding,protein homodimerization activity,receptor activity,receptor binding,regulation of immune response,susceptibility to T cell mediated cytotoxicity,susceptibility to natural killer cell mediated cytotoxicity,viral entry into host cell,virus receptor activityAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Central Nervous System Diseases;Central Nervous System Infections;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Myelitis;Nervous System Diseases;Neuromuscular Diseases;Poliomyelitis;Spinal Cord DiseasesMYRISTIC ACID,SphingosineA=0, G=22 A=0.0, G=1.0 0.00001 298.88 22 A=0/0, G=13/9

chr21:45528919 A/A G A SNV PWP2 PWP2:exonic:NM_005049.2 1 100 2 missense NM_005049.2c.73G>A p.Asp25Asn 7.22 0.09 23 0.696 0.98(COSM5618358)Dip2/Utp12 Family,WD domain, G-beta repeatrs2020945 0.1921 YES 7.115E-1 (pos.45528919) ductal_carcinomaPWP2 periodic tryptophan protein, yeast, homolog ofPwp2p-containing subcomplex of 90S preribosome,RNA binding,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),nucleoplasm,rRNA processing,ribosomal small subunit assembly,small-subunit processome,snoRNA bindingG=0, A=172 G=0.0, A=1.0 0.00001 2815.58 172 G=0/0, A=97/75

chr21:45544594 C/C T C SNV PWP2 PWP2:exonic:NM_005049.2 1 100 15 synonymous NM_005049.2c.1951T>C p.(=) 0.78 Dip2/Utp12 Family,WD domain, G-beta repeatrs2187313 0.1827 YES 8.054E-1 (pos.45544594) PWP2 periodic tryptophan protein, yeast, homolog ofPwp2p-containing subcomplex of 90S preribosome,RNA binding,maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),nucleoplasm,rRNA processing,ribosomal small subunit assembly,small-subunit processome,snoRNA bindingT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=19/15

chr2:1664654 G/G A G SNV PXDN PXDN:exonic:NM_012293.2 1 100 14 synonymous NM_012293.2c.1836T>C p.(=) -0.06 Animal haem peroxidase,Beta-microseminoprotein (PSP-94),Immunoglobulin I-set domain,Immunoglobulin domain,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies),von Willebrand factor type C domainrs17841813 0.2999 YES 9.799E-1 (pos.1664654) Peroxidasin, Drosophila, homolog ofcellular oxidant detoxification,endoplasmic reticulum,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,heme binding,hydrogen peroxide catabolic process,immune response,interleukin-1 receptor antagonist activity,metal ion binding,negative regulation of cytokine-mediated signaling pathway,oxidation-reduction process,peroxidase activity,proteinaceous extracellular matrix,response to oxidative stressCorneal Diseases;Eye Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeBenign A=0, G=25 A=0.0, G=1.0 0.00001 353.016 25 A=0/0, G=14/11

chr8:52366200 A/A G A SNV PXDNL PXDNL:exonic:NM_144651.4 1 100 10 synonymous NM_144651.4c.1128C>T p.(=) 1.98 Animal haem peroxidase,Immunoglobulin I-set domain,Immunoglobulin domain,Leucine rich repeat,Leucine rich repeats (6 copies),Major Vault Protein repeat,von Willebrand factor type C domainrs6473599 0.0591 YES 6.883E-1 (pos.52366200) Peroxidasin, Drosophila, homolog-likecellular oxidant detoxification,cytoplasm,endonuclease activity,extracellular space,heme binding,hydrogen peroxide catabolic process,metal ion binding,nucleic acid phosphodiester bond hydrolysis,oxidation-reduction process,peroxidase activity,response to oxidative stressBenign G=0, A=211 G=0.0, A=1.0 0.00001 3445.86 211 G=0/0, A=129/82

chr20:32295541 C/T C T SNV PXMP4 PXMP4:exonic:NM_007238.4 1 56 4 missense NM_007238.4c.610G>A p.Val204Ile 0.2 1 29 0 0.29(COSM3758528)Tim17/Tim22/Tim23/Pmp24 familyrs910397 0.4797 YES 7.84E-1 (pos.32295541) adenocarcinoma,neoplasmPeroxisomal membrane protein 4biological_process,integral component of membrane,peroxisomal membrane,peroxisome,protein bindingC=11, T=14 C=0.44, T=0.56 0.00001 134.35 25 C=2/9, T=8/6

chr4:13615293 A/A C A SNV BOD1L1 BOD1L1:intronic:NM_148894.2 1 100 intronic NM_148894.2c.1175-8G>Tp.? -0.15 COMPASS (Complex proteins associated with Set1p) component shg1rs2109917 0.1875 YES 9.618E-1;0.0 (pos.13615293) BOD1-like protein 1DNA repair,cellular response to DNA damage stimulus,chromosome,nucleoplasm,replication fork processingC=0, A=93 C=0.0, A=1.0 0.00001 1554.97 93 C=0/0, A=56/37

chr12:120661977 C/C T C SNV PXN PXN:exonic:NM_001243756.1 1 100 2 missense NM_001243756.1c.217A>G p.Ser73Gly -0.28 0.46 56 0.001 LIM domain,Paxillin familyrs4767884 0.2226 YES 9.863E-1 (pos.120661977) Paxillin,Peroxidasin, Drosophila, homolog ofbeta-catenin binding,cell adhesion,cell cortex,cell-matrix adhesion,cellular response to reactive oxygen species,cytoskeleton,cytosol,endothelial cell migration,epidermal growth factor receptor signaling pathway,focal adhesion,growth hormone receptor signaling pathway,integrin binding,lamellipodium,metal ion binding,microtubule associated complex,muscle contraction,neuropilin binding,plasma membrane,positive regulation of stress fiber assembly,protein binding,protein kinase binding,signal complex assembly,signal transduction,stress fiber,transforming growth factor beta receptor signaling pathway,ubiquitin protein ligase binding,vascular endothelial growth factor receptor signaling pathway,vinculin bindingBronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Lung Diseases;Lung Neoplasms;Melanoma;Melanoma, Experimental;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neoplastic Processes;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsT=0, C=25 T=0.0, C=1.0 0.00001 351.904 25 T=0/0, C=13/12

chr4:139153317 A/A T A SNV SLC7A11 SLC7A11:intronic:NM_014331.3 1 100 intronic NM_014331.3c.520+104A>Tp.? -0.93 Amino acid permeasers6823642 YES Solute carrier family 7 (cationic amino acid transporter, y+ system), member 11L-glutamate transmembrane transport,amino acid transport,brain development,cell surface,cystine:glutamate antiporter activity,cytoskeleton,integral component of membrane,integral component of plasma membrane,lens fiber cell differentiation,leukocyte migration,plasma membrane,platelet aggregation,protein binding,response to nicotine,response to oxidative stress,response to toxic substance,rough endoplasmic reticulumDermatitis;Dermatitis, Contact;Neoplasm Metastasis;Neoplasms;Neoplastic Processes;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesAcetylcysteine,Cystine,Glutamic Acid,Riluzole,Rosuvastatin,Sulfasalazine,Taurocholic Acid,Tauroursodeoxycholic acidT=0, A=83 T=0.0, A=1.0 0.00001 1349.87 83 T=0/0, A=44/39

chr4:141311960 C/C T C SNV CLGN CLGN:intronic:NM_004362.2 1 100 intronic NM_004362.2c.1652-78A>Gp.? -1.17 Calreticulin familyrs358329 YES Calmegin binding of sperm to zona pellucida,calcium ion binding,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,nuclear envelope,protein binding involved in protein folding,protein complex assembly,protein folding,single fertilization,unfolded protein bindingT=0, C=109 T=0.0, C=1.0 0.00001 1722.35 109 T=0/0, C=59/50

chr4:141549393 A/A C A SNV TBC1D9 TBC1D9:intronic:NM_015130.2 1 100 intronic NM_015130.2c.2812+61G>Tp.? -2.24 GRAM domain,Rab-GTPase-TBC domainrs2291711 0.3843 YES GTPase activator activity,Rab GTPase binding,activation of GTPase activity,calcium ion binding,endomembrane system,intracellular,intracellular protein transport,protein binding,regulation of vesicle fusionC=0, A=29 C=0.0, A=1.0 0.00001 427.473 29 C=0/0, A=16/13

chr4:141555062 T/T G T SNV TBC1D9 TBC1D9:intronic:NM_015130.2 1 100 intronic NM_015130.2c.2746+40C>Ap.? -1.81 GRAM domain,Rab-GTPase-TBC domainrs6851737 0.3826 YES 6.476E-1 (pos.141555062) GTPase activator activity,Rab GTPase binding,activation of GTPase activity,calcium ion binding,endomembrane system,intracellular,intracellular protein transport,protein binding,regulation of vesicle fusionG=0, T=49 G=0.0, T=1.0 0.00001 831.632 49 G=0/0, T=20/29

chr4:141598290 A/G A G SNV TBC1D9 TBC1D9:intronic:NM_015130.2 1 57.14 intronic NM_015130.2c.852-35T>Cp.? 1.69 GRAM domain,Rab-GTPase-TBC domainrs2303912 0.1508 YES 8.702E-2 (pos.141598290) GTPase activator activity,Rab GTPase binding,activation of GTPase activity,calcium ion binding,endomembrane system,intracellular,intracellular protein transport,protein binding,regulation of vesicle fusionA=20, G=28 A=0.4167, G=0.5833 0.00001 358.125 49 A=7/13, G=22/6

chr12:56295734 G/G A G SNV PYM1 PYM1:exonic:NM_032345.2 1 100 3 synonymous NM_032345.2c.537T>C p.(=) -0.76 Mago binding rs7302270 1.00E-04 YES 1.0;0.0 (pos.56295734) RNA binding,cell junction,cytosol,exon-exon junction complex,exon-exon junction complex disassembly,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleolus,nucleoplasm,nucleus,positive regulation of translation,protein binding,ribosome bindingA=0, G=44 A=0.0, G=1.0 0.00001 726.569 44 A=0/0, G=29/15

chr4:143130033 GT/GT G GT INDEL INPP4B INPP4B:intronic:NM_001101669.2 1 100 intronic NM_001101669.2c.967+16C>ACp.? -0.54 rs761349112 0.0 (pos.143130033) cytoplasm,cytosol,dephosphorylation,inositol phosphate metabolic process,inositol-1,3,4-trisphosphate 4-phosphatase activity,inositol-3,4-bisphosphate 4-phosphatase activity,integral component of membrane,phosphatidylinositol biosynthetic process,phosphatidylinositol-3,4-bisphosphate 4-phosphatase activity,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 4-phosphatase activity,protein binding,signal transductionAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesG=0, GT=77 G=0.0, GT=1.0 0.00001 1054.48 77 G=0/0, GT=46/31

chr17:42030531 G/C G C SNV PYY PYY:exonic:NM_004160.5 1 47.37 6 missense NM_004160.5c.215C>G p.Thr72Arg 0.14 0.05 71 0.089 0.11(COSM3766097),0.11(COSM3766098)Pancreatic hormone peptiders1058046 0.3352 YES 3.262E-1 (pos.42030531) hepatocellular_carcinomaPeptide YY G-protein coupled receptor binding,G-protein coupled receptor signaling pathway,cell proliferation,cell-cell signaling,cytoskeleton organization,digestion,extracellular region,extracellular space,feeding behavior,hormone activity,movement of cell or subcellular component,neuropeptide hormone activity,neuropeptide signaling pathway,protein binding,regulation of appetite,regulation of receptor activityAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Mental Disorders;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurocognitive Disorders;Neurodegenerative Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;TauopathiesG=20, C=18 G=0.5263, C=0.4737 0.00001 184.539 38 G=15/5, C=14/4

chr12:9345273 G/G A G SNV PZP PZP:exonic:NM_002864.2 1 100 12 synonymous NM_002864.2c.1317T>C p.(=) -2.41 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domain,Seminal vesicle autoantigen (SVA)rs10771407 0.0808 YES 9.754E-1;0.0 (pos.9345273) Pregnancy zone protein Digestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesA=0, G=179 A=0.0, G=1.0 0.00001 2929.69 179 A=0/0, G=80/99

chr12:9346792 C/C G C SNV PZP PZP:exonic:NM_002864.2 1 100 11 missense NM_002864.2c.1135C>G p.Leu379Val -1 1 32 0 0.03(COSM4147517),0.03(COSM4147518),0.03(COSM4416827),0.03(COSM4416828)A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domain,Seminal vesicle autoantigen (SVA)rs12230214 0.2791 YES 4.223E-1 (pos.9346792) acute_myeloid_leukaemia,ductal_carcinoma,neoplasm,rhabdomyosarcomaPregnancy zone protein Digestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesG=0, C=38 G=0.0, C=1.0 0.00001 593.558 38 G=0/0, C=18/20

chr4:144920638 T/T A T SNV GYPB GYPB:intronic:NM_001304382.1 1 100 intronic NM_001304382.1c.59-36T>A p.? -0.36 rs760637131,rs7662277 0.3112 YES 0.0 (pos.144920634),4.298E-2 (pos.144920638)Glycophorin B (includes Ss blood group)integral component of membrane,integral component of plasma membrane,leukocyte migration,plasma membrane,protein bindingA=0, T=45 A=0.0, T=1.0 0.00001 747.268 45 A=0/0, T=25/20

chr4:145040784 T/C T C SNV GYPA GYPA:intronic:NM_002099.7 1 46.88 intronic NM_002099.7c.232+55A>Gp.? 0.43 Glycophorin Ars62334651 YES Glycophorin A (includes MN blood group)biological_process,cellular_component,extracellular exosome,identical protein binding,integral component of membrane,leukocyte migration,membrane,molecular_function,plasma membrane,protein binding,viral entry into host cell,virus receptor activityNeoplasms;Neoplasms by Site;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue DiseasesT=34, C=30 T=0.5313, C=0.4688 0.00001 288.133 64 T=23/11, C=24/6

chr4:146046136 T/TC T TC INDEL ABCE1 ABCE1:intronic:NM_002940.2 1 100 intronic NM_002940.2c.1641-6T>TCp.? 0.2 4Fe-4S binding domain,ABC transporter,Possible Fer4-like domain in RNase L inhibitor, RLI ATP-binding cassette, subfamily E, member 1 (ribonuclease L inhibitor)ATP binding,ATPase activity,cytoplasm,cytosol,endoribonuclease inhibitor activity,eukaryotic translation initiation factor 3 complex,iron ion binding,membrane,mitochondrial matrix,mitochondrion,negative regulation of endoribonuclease activity,protein binding,regulation of type I interferon-mediated signaling pathway,ribosomal small subunit binding,ribosomal subunit export from nucleus,translational initiation,translational termination,viral processAutoimmune Diseases;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nephritis;Rectal Diseases;Urologic DiseasesT=0, TC=46 T=0.0, TC=1.0 0.00001 363.475 46 T=0/0, TC=42/4

chr4:148591769 T/T G T SNV PRMT9 PRMT9:intronic:NM_138364.3 1 100 intronic NM_138364.3c.846+23C>Ap.? -0.49 Ribosomal protein L11 methyltransferase (PrmA)rs2036502 3.00E-04 1.0 (pos.148591769) F-box only protein 11,Protein arginine methyltransferase 9cytoplasm,mRNA processing,peptidyl-arginine methylation, to symmetrical-dimethyl arginine,protein binding,protein-arginine N-methyltransferase activity,protein-arginine omega-N symmetric methyltransferase activityG=0, T=86 G=0.0, T=1.0 0.00001 1410.93 86 G=0/0, T=50/36

chr4:148985720 C/C T C SNV ARHGAP10 ARHGAP10:intronic:NM_024605.3 1 100 intronic NM_024605.3c.2272+62T>Cp.? -2.21 BAR domain of APPL family,PH domain,RhoGAP domain,SH3 domain,Variant SH3 domainrs3775327 YES RHO GTPase-activating protein 10GTPase activator activity,cytoskeleton organization,cytosol,negative regulation of apoptotic process,perinuclear region of cytoplasm,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,signal transductionT=0, C=46 T=0.0, C=1.0 0.00001 768.309 46 T=0/0, C=28/18

chr12:9315209 A/G A G SNV PZP PZP:exonic:NM_002864.2 1 51.85 22 synonymous NM_002864.2c.2772T>C p.(=) -2.09 0(COSM6353539),0(COSM6353540)A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domain,Seminal vesicle autoantigen (SVA)rs10771381 0.43 YES 4.119E-1 (pos.9315209) carcinoma Pregnancy zone protein Digestive System Diseases;Drug-Induced Liver Injury;Liver DiseasesA=52, G=56 A=0.4815, G=0.5185 0.00001 583.135 108 A=22/30, G=30/26

chr4:151829659 C/C T C SNV LRBA LRBA:intronic:NM_006726.4 1 100 intronic NM_006726.4c.1360-40A>Gp.? -0.97 Beige/BEACH domain,Concanavalin A-like lectin/glucanases superfamily,Domain of Unknown Function (DUF1088),Domain of unknown function (DUF4704),PH domain associated with Beige/BEACHrs1201207 8.00E-04 YES 9.995E-1 (pos.151829659) Lipopolysaccharide-responsive, beige-like anchor proteinGolgi apparatus,biological_process,endoplasmic reticulum,integral component of membrane,lysosome,membrane,molecular_function,plasma membraneCommon Variable Immunodeficiency;Immune System Diseases;Immunologic Deficiency SyndromesT=0, C=51 T=0.0, C=1.0 0.00001 752.671 51 T=0/0, C=20/31

chr4:17506042 G/A G A SNV QDPR QDPR:exonic:NM_000320.2 1 59.09 3 synonymous NM_000320.2c.255C>T p.(=) 0.33 0.32(COSM4416127)short chain dehydrogenasers12645938 0.0463 YES 5.662E-2 (pos.17506042) acute_myeloid_leukaemiaQuinoid dihydropteridine reductase6,7-dihydropteridine reductase activity,L-phenylalanine catabolic process,NADH binding,NADPH binding,cellular amino acid metabolic process,cellular response to drug,cytoplasm,cytosol,dihydrobiopterin metabolic process,electron transfer activity,electron transport chain,extracellular exosome,liver development,mitochondrion,neuron projection,protein homodimerization activity,response to aluminum ion,response to glucagon,response to lead ion,tetrahydrobiopterin biosynthetic processAmino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of biopterin regeneration;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Phenylketonurias;Recommended Newborn Screening Panels;Secondary Conditions2-(N-Morpholino)-Ethanesulfonic Acid,NADHBenign/Likely benignG=9, A=13 G=0.4091, A=0.5909 0.00001 122.568 22 G=2/7, A=5/8

chr9:139110654 T/T C T SNV QSOX2 QSOX2:exonic:NM_181701.3 1 100 8 synonymous NM_181701.3c.957G>A p.(=) 1.65 0.77(COSM3982772)Erv1 / Alr family,Thioredoxinrs12684650 0.2967 YES 1.411E-1 (pos.139110654)acute_myeloid_leukaemiaQuiescin Q6 sulfhydryl oxidase 2Golgi apparatus,cell redox homeostasis,extracellular space,flavin-linked sulfhydryl oxidase activity,integral component of Golgi membrane,nuclear membrane,nucleoplasm,oxidation-reduction process,plasma membrane,protein disulfide isomerase activity,thiol oxidase activityC=0, T=33 C=0.0, T=1.0 0.00001 504.598 33 C=0/0, T=20/13



chr10:99991408 G/G A G SNV R3HCC1L R3HCC1L:exonic:NM_001256619.1 1 100 7 missense NM_001256619.1c.1967A>G p.His656Arg 4.42 1 29 0 0.25(COSM6243636),0.25(COSM6243637)rs1952061 5.00E-04 1.0;0.0 (pos.99991408) neoplasm exon-exon junction complex,protein binding A=0, G=20 A=0.0, G=1.0 0.00001 263.785 20 A=0/0, G=6/14

chr10:119768551 T/T C T SNV RAB11FIP2 RAB11FIP2:exonic:NM_014904.2 1 100 5 synonymous NM_014904.2c.1497G>A p.(=) -0.95 C2 domain,FIP domainrs7923321 0.035 YES 5.84E-1 (pos.119768551) RAB11 family-interacting protein 2Rab GTPase binding,cytoplasmic vesicle membrane,endosome,establishment of cell polarity,identical protein binding,insulin secretion involved in cellular response to glucose stimulus,intracellular membrane-bounded organelle,nucleoplasm,plasma membrane,positive regulation of protein localization to plasma membrane,protein binding,protein homodimerization activity,protein kinase binding,recycling endosome membrane,regulated exocytosis,renal water homeostasisAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=41 C=0.0, T=1.0 0.00001 664.7 41 C=0/0, T=19/22

chr4:155161666 T/T C T SNV DCHS2 DCHS2:intronic:NM_017639.3 1 100 intronic NM_017639.3c.5994+23G>Ap.? 0.52 Cadherin domainrs6535989 0.0795 YES 7.883E-1 (pos.155161666) Dachsous, Drosophila, homolog of, 2biological_process,calcium ion binding,cellular_component,condensed mesenchymal cell proliferation,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,molecular_function,nephron development,plasma membraneAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesC=0, T=26 C=0.0, T=1.0 0.00001 368.163 26 C=0/0, T=19/7

chr4:155244475 G/T G T SNV DCHS2 DCHS2:intronic:NM_017639.3 1 53.49 intronic NM_017639.3c.2654-835C>Ap.? -0.3 Cadherin domainrs12500437 YES 8.931E-1 (pos.155244475) Dachsous, Drosophila, homolog of, 2biological_process,calcium ion binding,cellular_component,condensed mesenchymal cell proliferation,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,molecular_function,nephron development,plasma membraneAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=20, T=23 G=0.4651, T=0.5349 0.00001 261.022 43 G=12/8, T=13/10

chr16:570557 C/C T C SNV RAB11FIP3 RAB11FIP3:exonic:NM_014700.3 1 100 13 synonymous NM_014700.3c.2115T>C p.(=) -9.03 0.02(COSM4129136),0.02(COSM4129137)EF hand,FIP domainrs11537754 0.4605 YES 9.945E-1;0.0 (pos.570557)neoplasm RAB11 family-interacting protein 3ADP-ribosylation factor binding,Rab GTPase binding,calcium ion binding,centrosome,cleavage furrow,cytokinesis,cytosol,dynein light intermediate chain binding,endocytic recycling,endosome,intercellular bridge,intracellular,intracellular membrane-bounded organelle,microtubule organizing center,midbody,negative regulation of adiponectin secretion,nucleoplasm,protein binding,protein homodimerization activity,protein localization to cilium,recycling endosome,recycling endosome membrane,vesicle-mediated transportCardiovascular Diseases;Embolism and Thrombosis;Thromboembolism;Vascular Diseases;Venous ThromboembolismT=0, C=50 T=0.0, C=1.0 0.00001 740.947 50 T=0/0, C=23/27

chr4:155287317 G/C G C SNV DCHS2 DCHS2:intronic:NM_017639.3 1 53.33 intronic NM_017639.3c.694+45C>Gp.? 0.53 Cadherin domainrs10005849 0.464 YES 4.497E-1 (pos.155287317) Dachsous, Drosophila, homolog of, 2biological_process,calcium ion binding,cellular_component,condensed mesenchymal cell proliferation,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,molecular_function,nephron development,plasma membraneAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=14, C=16 G=0.4667, C=0.5333 0.00001 159.925 30 G=7/7, C=6/10

chr4:155410822 A/A G A SNV DCHS2 1 100 intronic -0.47 0.43(COSM4407056),0.43(COSM4407057)rs4696593 0.4469 YES 8.629E-1 (pos.155410822)hepatocellular_carcinomaDachsous, Drosophila, homolog of, 2Alzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=0, A=41 G=0.0, A=1.0 0.00001 664.698 41 G=0/0, A=16/25

chr4:155411104 C/C A C SNV DCHS2 1 100 intronic -1.48 0.04(COSM4158878),0.04(COSM4158879)rs6536016 0.0022 YES 1.0 (pos.155411104) neoplasm Dachsous, Drosophila, homolog of, 2Alzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesA=0, C=195 A=0.0, C=1.0 0.00001 3295.66 195 A=0/0, C=102/93

chr4:155510224 T/T A T SNV FGA FGA:intronic:NM_000508.4 1 100 intronic NM_000508.4c.181-96T>Ap.? -0.76 Fibrinogen alpha C domain,Fibrinogen alpha/beta chain family,Fibrinogen beta and gamma chains, C-terminal globular domainrs7656433 YES Fibrinogen, alpha polypeptideadaptive immune response,blood coagulation,blood coagulation, common pathway,blood coagulation, fibrin clot formation,blood microparticle,cell adhesion molecule binding,cell cortex,cell surface,cell-matrix adhesion,cellular protein complex assembly,cellular protein metabolic process,endoplasmic reticulum lumen,external side of plasma membrane,extracellular exosome,extracellular matrix organization,extracellular region,extracellular space,extracellular vesicle,fibrinogen complex,fibrinolysis,induction of bacterial agglutination,innate immune response,metal ion binding,negative regulation of endothelial cell apoptotic process,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,plasma membrane,plasminogen activation,platelet activation,platelet aggregation,platelet alpha granule,platelet alpha granule lumen,platelet degranulation,positive regulation of ERK1 and ERK2 cascade,positive regulation of exocytosis,positive regulation of heterotypic cell-cell adhesion,positive regulatAfibrinogenemia;Amyloidosis;Amyloidosis, Familial;Bile Duct Diseases;Biliary Tract Diseases;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Bone Diseases;Bone Diseases, Metabolic;Cardiovascular Diseases;Cholestasis;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Drug-Induced Liver Injury;Embolism;Embolism and Thrombosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Head and Neck Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Kidney Diseases;Liver Diseases;Lung Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Osteoporosis;Proteostasis Deficiencies;Pulmonary Embolism;Respiratory Tract Diseases;Stomatognathic Diseases;Thromboembolism;Thrombophilia;Thrombosis;Urologic Diseases;VasculAlfimeprase,Alteplase,Ancrod,Anistreplase,Anti-inhibitor coagulant complex,EP-2104R,Prothrombin,Reteplase,Sucralfate,TenecteplaseA=0, T=22 A=0.0, T=1.0 0.00001 298.893 22 A=0/0, T=10/12

chr4:15597984 T/T C T SNV CC2D2A CC2D2A:intronic:NM_001080522.2 1 100 intronic NM_001080522.2c.4437+154C>Tp.? -0.45 C2 domain,CC2D2A N-terminal C2 domainrs10212939 YES Coiled-coil and C2 domains-containing protein 2AMKS complex,axoneme assembly,camera-type eye development,ciliary basal body-plasma membrane docking,ciliary transition zone,cilium assembly,cytoskeleton,cytosol,determination of left/right symmetry,embryonic brain development,heart development,motile cilium assembly,neural tube closure,non-motile cilium assembly,protein localization to ciliary transition zone,smoothened signaling pathwayAbnormalities, Multiple;Ataxia;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Cholestasis;Coloboma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Dyskinesias;Encephalocele;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Intellectual Disability;Kidney Diseases;Kidney Diseases, Cystic;Liver Diseases;Male Urogenital Diseases;Mental Disorders;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Polycystic Kidney Diseases;Urologic DiseasesC=0, T=81 C=0.0, T=1.0 0.00001 1309.07 81 C=0/0, T=37/44

chr16:2203456 C/C T C SNV RAB26 RAB26:utr_3:NM_014353.4 1 100 9 utr_3 NM_014353.4c.805T>C p.? -0.04 ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Ras family,Ras of Complex, Roc, domain of DAPkinasers26931 0.0093 1.0;0.0 (pos.2203456) RAS-associated protein RAB26GMP binding,GTP binding,GTPase activity,Golgi membrane,Golgi to plasma membrane protein transport,endosome,exocrine system development,intrinsic component of plasma membrane,plasma membrane,protein binding,protein secretion,regulated exocytosis,regulation of exocytosis,secretory granule membrane,synaptic vesicle,transport vesicle membrane,vesicle docking involved in exocytosisT=0, C=25 T=0.0, C=1.0 0.00001 353.011 25 T=0/0, C=22/3

chr4:156696105 G/A G A SNV GUCY1B3 GUCY1B3:intronic:NM_000857.3 1 50 intronic NM_000857.3c.78-15G>Ap.? -0.97 Adenylate and Guanylate cyclase catalytic domain,Haem-NO-binding,Heme NO binding associatedrs34237400 0.0216 YES 7.091E-4 (pos.156696105) Guanylate cyclase 1, soluble, beta 3GTP binding,Hsp90 protein binding,adenylate cyclase activity,blood circulation,cAMP biosynthetic process,cGMP biosynthetic process,cGMP-mediated signaling,cellular response to nitric oxide,cytidylate cyclase activity,guanylate cyclase activity,guanylate cyclase complex, soluble,heme binding,intracellular,intracellular signal transduction,ion binding,metal ion binding,nitric oxide mediated signal transduction,nitric oxide-cGMP-mediated signaling pathway,nucleotide binding,plasma membrane,presynaptic active zone,protein binding,protein heterodimerization activity,receptor activity,trans-synaptic signaling by nitric oxide, modulating synaptic transmissionG=51, A=51 G=0.5, A=0.5 0.00001 519.096 102 G=31/20, A=22/29

chr4:156826166 C/G C G SNV TDO2 TDO2:intronic:NM_005651.3 1 47.62 intronic NM_005651.3c.142-53C>Gp.? -0.98 Tryptophan 2,3-dioxygenasers2137778 0.0177 YES Tryptophan oxygenaseamino acid binding,cytosol,heme binding,identical protein binding,metal ion binding,oxidation-reduction process,oxygen binding,protein binding,protein homotetramerization,tryptophan 2,3-dioxygenase activity,tryptophan catabolic process,tryptophan catabolic process to acetyl-CoA,tryptophan catabolic process to kynurenineAutistic Disorder;Child Development Disorders, Pervasive;Malnutrition;Mental Disorders;Neurodevelopmental Disorders;Nutrition Disorders;Nutritional and Metabolic Diseases;StarvationL-Tryptophan,Nalidixic Acid,TolmetinC=44, G=40 C=0.5238, G=0.4762 0.00001 418.358 84 C=28/16, G=17/23

chr3:19992432 T/T G T SNV RAB5A RAB5A:exonic:NM_004162.4 1 100 2 synonymous NM_004162.4c.42G>T p.(=) 0.98 0.49(COSM5618998)50S ribosome-binding GTPase,ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Ras family,Ras of Complex, Roc, domain of DAPkinasers6773437 0.2422 YES 3.112E-1;0.0 (pos.19992432)ductal_carcinomaRAS-associated protein RAB5AGDP binding,GTP binding,GTPase activity,actin cytoskeleton,axon,axon terminus,blood coagulation,clathrin-coated vesicle membrane,cytoplasm,cytoplasmic side of early endosome membrane,cytosol,dendrite,early endosome,early endosome membrane,early endosome to late endosome transport,endocytic vesicle,endocytosis,endosome,endosome membrane,extracellular exosome,melanosome,membrane organization,membrane raft,neuronal cell body,phagocytic vesicle membrane,phagocytosis,phosphatidylinositol biosynthetic process,plasma membrane,positive regulation of exocytosis,post-translational protein modification,protein binding,protein transport,receptor internalization involved in canonical Wnt signaling pathway,regulation of autophagosome assembly,regulation of endocytosis,regulation of endosome size,regulation of filopodium assembly,regulation of synaptic vesicle exocytosis,ruffle,somatodendritic compartment,synaptic vesicle,synaptic vesicle recycling,terminal bouton,transcytosis,viral RNA genome replicationCardiovascular Diseases;Heart Diseases;Myocardial Ischemia;Vascular DiseasesGuanosine-5'-Diphosphate,Guanosine-5'-Triphosphate,L-methionine (S)-S-oxideG=0, T=154 G=0.0, T=1.0 0.00001 2431.61 154 G=0/0, T=64/90

chr2:130738163 A/A G A SNV

RAB6C,RAB6

C-AS1 RAB6C:exonic:NM_032144.2, RAB6C-AS1:upstream:NR_036537.1 1
100

1 missense NR_036537.1, NM_032144.2c.475G>A p.Ala159Thr 0.59 58 0.52(COSM3757619)ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinasers4662674 YES 6.547E-1 (pos.130738163)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,squamous_cell_carcinomaRas-associated protein RAB6CGTP binding,GTPase activity,Golgi apparatus,centrosome,cytosol,intra-Golgi vesicle-mediated transport,intracellular,mitotic cell cycle,nucleus,regulation of centrosome duplication,response to drug,retrograde transport, endosome to Golgi,retrograde vesicle-mediated transport, Golgi to ER,small GTPase mediated signal transductionG=0, A=32 G=0.0, A=1.0 0.00001 484.226 32 G=0/0, A=6/26

chr4:159568383 G/G A G SNV RXFP1 RXFP1:intronic:NM_021634.3 1 100 intronic NM_021634.3c.1756+30A>Gp.? -1.24 7 transmembrane receptor (rhodopsin family),Leucine Rich repeats (2 copies),Leucine rich repeat,Leucine rich repeats (6 copies),Low-density lipoprotein receptor domain class Ars13111939 0.002 YES 9.999E-1;0.0 (pos.159568383) Relaxin/insulin-like family peptide receptor 1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,cell differentiation,extracellular matrix organization,hormone binding,integral component of membrane,lung connective tissue development,metal ion binding,nipple morphogenesis,parturition,plasma membrane,protein bindingEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Precursor Cell Lymphoblastic Leukemia-LymphomaA=0, G=44 A=0.0, G=1.0 0.00001 726.569 44 A=0/0, G=18/26

chr19:16238277 C/CT C CT INDEL RAB8A RAB8A:exonic:NM_005370.4 1 100 5 frameshiftInsertion NM_005370.4c.356_357insTp.Gly120fs 3.94 ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Ras family,Ras of Complex, Roc, domain of DAPkinaseRas-associated protein RAB8A (oncogene MEL)G2/M transition of mitotic cell cycle,GDP binding,GTP binding,GTPase activity,Golgi membrane,Golgi vesicle fusion to target membrane,Rab GTPase binding,autophagy,axonogenesis,cellular response to insulin stimulus,centriole,centrosome,ciliary basal body,ciliary basal body-plasma membrane docking,ciliary base,cilium,cilium assembly,cytosol,dendritic spine,extracellular exosome,extracellular matrix,myosin V binding,neuronal cell body,neurotransmitter receptor transport to postsynaptic membrane,non-motile cilium,phagocytic vesicle,phagocytic vesicle membrane,plasma membrane,post-translational protein modification,postsynaptic density,protein binding,protein kinase binding,protein localization to plasma membrane,protein secretion,recycling endosome membrane,regulation of autophagy,regulation of exocytosis,regulation of long-term neuronal synaptic plasticity,regulation of protein transport,secretory granule membrane,synaptic vesicle,trans-Golgi network membrane,trans-Golgi network transport vesicle,vesicle docking Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesC=0, CT=33 C=0.0, CT=1.0 0.00001 256.149 33 C=0/0, CT=12/21

chr19:16238279 T/T C T SNV RAB8A RAB8A:exonic:NM_005370.4 1 100 5 synonymous NM_005370.4c.357C>T p.(=) -2.55 0.07(COSM3756424)ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Ras family,Ras of Complex, Roc, domain of DAPkinasers1043308 0.3243 YES 3.198E-1 (pos.16238279) adenocarcinoma,carcinomaRas-associated protein RAB8A (oncogene MEL)G2/M transition of mitotic cell cycle,GDP binding,GTP binding,GTPase activity,Golgi membrane,Golgi vesicle fusion to target membrane,Rab GTPase binding,autophagy,axonogenesis,cellular response to insulin stimulus,centriole,centrosome,ciliary basal body,ciliary basal body-plasma membrane docking,ciliary base,cilium,cilium assembly,cytosol,dendritic spine,extracellular exosome,extracellular matrix,myosin V binding,neuronal cell body,neurotransmitter receptor transport to postsynaptic membrane,non-motile cilium,phagocytic vesicle,phagocytic vesicle membrane,plasma membrane,post-translational protein modification,postsynaptic density,protein binding,protein kinase binding,protein localization to plasma membrane,protein secretion,recycling endosome membrane,regulation of autophagy,regulation of exocytosis,regulation of long-term neuronal synaptic plasticity,regulation of protein transport,secretory granule membrane,synaptic vesicle,trans-Golgi network membrane,trans-Golgi network transport vesicle,vesicle docking Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesC=0, T=51 C=0.0, T=1.0 0.00001 752.502 51 C=0/0, T=30/21

chr4:15991275 A/A G A SNV PROM1 PROM1:intronic:NM_006017.2 1 100 intronic NM_006017.2c.2076+80C>Tp.? -1.11 Apolipoprotein A1/A4/E domain,Promininrs2240685 YES Prominin 1 actinin binding,apical plasma membrane,cadherin binding,camera-type eye photoreceptor cell differentiation,cell surface,endoplasmic reticulum,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,glomerular parietal epithelial cell differentiation,glomerular visceral epithelial cell differentiation,integral component of membrane,integral component of plasma membrane,microvillus membrane,photoreceptor cell maintenance,photoreceptor outer segment,photoreceptor outer segment membrane,plasma membrane,positive regulation of nephron tubule epithelial cell differentiation,protein binding,retina layer formation,retina morphogenesis in camera-type eye,vesicleAstrocytoma;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Dental Caries;Digestive System Diseases;Digestive System Neoplasms;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Glioblastoma;Glioma;Intestinal Diseases;Intestinal Neoplasms;Macular Degeneration;Mixed Tumor, Mullerian;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Complex and Mixed;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Rectal Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Stomatognathic Diseases;Tooth Demineralization;Tooth Diseases;Urogenital Neoplasms;Uterine DiseaG=0, A=33 G=0.0, A=1.0 0.00001 504.598 33 G=0/0, A=18/15

chr4:164048199 C/C G C SNV NAF1 1 100 intronic -1.43 0(COSM5654012) rs4691895 0.2307 YES 7.548E-1 (pos.164048199)diffuse_large_B_cell_lymphomaTNFAIP3-interacting protein 1 G=0, C=33 G=0.0, C=1.0 0.00001 509.068 33 G=0/0, C=15/18

chr19:42463447 T/T C T SNV RABAC1 RABAC1:utr_5:NM_006423.2 1 100 1 utr_5 NM_006423.2c.-3G>A p.? 3.65 PRA1 family proteinrs735571 0.3634 YES 8.141E-1 (pos.42463447) Golgi apparatus,cell junction,identical protein binding,integral component of membrane,membrane,plasma membrane,proline-rich region binding,protein C-terminus binding,protein binding,synaptic vesicleC=0, T=58 C=0.0, T=1.0 0.00001 867.386 58 C=0/0, T=28/30

chr4:164438523 A/A G A SNV TMA16 TMA16:intronic:NM_018352.2 1 100 intronic NM_018352.2c.389-63G>Ap.? -1.36 Translation machinery-associated protein 16rs12643109 0.4827 YES nucleolus,nucleus,protein binding,ribosome G=0, A=34 G=0.0, A=1.0 0.00001 524.186 34 G=0/0, A=11/23

chr9:139732331 C/C G C SNV RABL6 RABL6:exonic:NM_001173988.1 1 100 10 missense NM_001173988.1c.1147G>C p.Glu383Gln 3.69 0.54 29 0.998 0.58(COSM1624754),0.58(COSM1624755)Ras family rs2811741 0.1793 YES 8.71E-1 (pos.139732331) carcinoma RAB-like protein 6GTP binding,GTPase activity,cytoplasm,nucleus,protein bindingIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsG=0, C=33 G=0.0, C=1.0 0.00001 504.58 33 G=0/0, C=23/10

chr3:8955389 T/T C T SNV RAD18 RAD18:exonic:NM_020165.3 1 100 8 missense NM_020165.3c.905G>A p.Arg302Gln 2.42 0.62 43 0.001 0.02(COSM5653959)RING-type zinc-finger,SAP domain,Zinc finger, C3HC4 type (RING finger)rs373572 0.2758 YES 3.532E-1 (pos.8955389) diffuse_large_B_cell_lymphomaRad18, S. cerevisiae, homolog ofDNA binding,DNA damage response, detection of DNA damage,DNA repair,Rad6-Rad18 complex,Y-form DNA binding,cellular response to DNA damage stimulus,centrosome,cytoplasm,damaged DNA binding,identical protein binding,metal ion binding,negative regulation of cell death,nuclear body,nuclear inclusion body,nucleoplasm,nucleus,polyubiquitin modification-dependent protein binding,positive regulation of chromosome segregation,postreplication repair,protein autoubiquitination,protein binding,protein complex binding,protein monoubiquitination,protein ubiquitination,replication fork,response to UV,single-stranded DNA-dependent ATPase activity,site of double-strand break,ubiquitin protein ligase activity,ubiquitin protein ligase bindingC=0, T=30 C=0.0, T=1.0 0.00001 446.601 30 C=0/0, T=15/15

chr3:51697493 G/G A G SNV RAD54L2 RAD54L2:utr_3:NM_015106.3 1 100 23 utr_3 NM_015106.3c.4461A>G p.? 0.05 Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs904145 YES ATP binding,DNA binding,helicase activity,nucleus,protein bindingA=0, G=28 A=0.0, G=1.0 0.00001 406.441 28 A=0/0, G=16/12

chr7:4841470 C/C T C SNV RADIL RADIL:exonic:NM_018059.4 1 100 12 missense NM_018059.4c.2656A>G p.Ser886Gly -0.57 0.45 56 0 0(COSM3762722)DIL domain,PDZ domain (Also known as DHR or GLGF),Ras association (RalGDS/AF-6) domainrs414035 0.0072 1.0 (pos.4841470) adenocarcinomaRAP GTPase interactormicrotubule,multicellular organism development,protein binding,signal transduction,substrate adhesion-dependent cell spreadingT=0, C=52 T=0.0, C=1.0 0.00001 767.015 52 T=0/0, C=24/28

chr17:17696755 A/A C A SNV RAI1 RAI1:exonic:NM_030665.3 1 100 3 missense NM_030665.3c.493C>A p.Pro165Thr 0.68 0 38 1 0.83(COSM4129629),0.83(COSM436133)PHD-like zinc-binding domain,PHD-zinc-finger like domainrs11649804 0.3073 YES 8.511E-1 (pos.17696755) diffuse_large_B_cell_lymphoma,neoplasmRetinoic acid-induced gene 1DNA binding transcription factor activity,circadian regulation of gene expression,enhancer binding,metal ion binding,mitochondrion,negative regulation of multicellular organism growth,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,skeletal system developmentAbnormalities, Multiple;Anxiety Disorders;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Chromosome Disorders;Chronobiology Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dyskinesias;Dyssomnias;Genetic Diseases, Inborn;Intellectual Disability;Melanoma;Mental Disorders;Movement Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nervous System Diseases;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neuroendocrine Tumors;Neurologic Manifestations;Nevi and Melanomas;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Parkinson Disease;Parkinsonian Disorders;Psychomotor Agitation;Psychomotor Disorders;Sleep Wake Disorders;Smith-Magenis SyndromeBenign/Likely benignC=0, A=29 C=0.0, A=1.0 0.00001 427.603 29 C=0/0, A=21/8

chr9:135974079 C/C G C SNV RALGDS RALGDS:exonic:NM_001271775.1 1 100 18 synonymous NM_001271775.1c.2637C>G p.(=) 0.03 0.57(COSM4418888),0.57(COSM4418889),0.57(COSM4418890),0.57(COSM4418891)Ras association (RalGDS/AF-6) domain,RasGEF N-terminal motif,RasGEF domainrs1062356 0.1471 YES 7.657E-1 (pos.135974079)acute_myeloid_leukaemia,neoplasmral guanine nucleotide dissociation stimulatorGTPase regulator activity,Ras protein signal transduction,brush border,cytosol,guanyl-nucleotide exchange factor activity,intracellular,nucleus,protein binding,regulation of catalytic activity,regulation of molecular function,small GTPase mediated signal transductionIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsG=0, C=21 G=0.0, C=1.0 0.00001 281.234 21 G=0/0, C=5/16

chr4:1659128 C/C T C SNV FAM53A FAM53A:intronic:NM_001174070.2 1 100 intronic NM_001174070.2c.136+7A>Gp.? 0.98 Family of FAM53rs2895461 0.4119 YES 3.456E-1 (pos.1659128) Family with sequence similarity 53, member Anucleus T=0, C=25 T=0.0, C=1.0 0.00001 353.014 25 T=0/0, C=15/10

chr20:32664864 CCAG/CCAG C CCAG INDEL RALY RALY:exonic:NM_016732.2 3 100 8 nonframeshiftInsertion NM_016732.2c.690_691insAGCp.Ala230_Gly231insSer 0.2 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs10649600,rs756926253,rs758660887,rs763043133,rs7703401440.337 YES 0.0;0.0 (pos.32664859),0.0;0.0 (pos.32664861),8.057E-1;0.0;7.416E-4;8.899E-4;0.0 (pos.32664864)adenocarcinoma,ductal_carcinoma,neoplasmRNA binding,catalytic step 2 spliceosome,mRNA splicing, via spliceosome,nucleus,protein binding,regulation of cholesterol homeostasis,regulation of nucleic acid-templated transcription,regulation of transcription, DNA-templated,transcription cofactor activity,transcription, DNA-templatedAmphetamine-Related Disorders;Breast Diseases;Breast Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue Diseases;Substance-Related DisordersC=0, CCAG=102C=0.0, CCAG=1.0 0.00001 1585.29 102 C=0/0, CCAG=66/36

chr4:167012506 G/G A G SNV TLL1 TLL1:intronic:NM_012464.4 1 100 intronic NM_012464.4c.2656+13A>Gp.? 0.01 Astacin (Peptidase family M12A),CUB domain,Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Human growth factor-like EGFrs2254420 0.0349 YES 9.968E-1 (pos.167012506) Tolloid-like 1calcium ion binding,cell differentiation,extracellular matrix disassembly,extracellular region,integral component of membrane,metalloendopeptidase activity,proteolysis,serine-type endopeptidase activity,skeletal system development,zinc ion bindingCardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Heart Septal Defects, Atrial;Mental Disorders;Stress Disorders, Post-Traumatic;Stress Disorders, Traumatic;Trauma and Stressor Related DisordersA=0, G=93 A=0.0, G=1.0 0.00001 1555.02 93 A=0/0, G=39/54

chr20:32664926 G/A G A SNV RALY RALY:exonic:NM_016732.2 1 50 8 missense NM_016732.2c.751G>A p.Gly251Ser -0.3 0.43 56 0 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2281209 0.0507 YES 1.031E-1 (pos.32664926) RNA binding,catalytic step 2 spliceosome,mRNA splicing, via spliceosome,nucleus,protein binding,regulation of cholesterol homeostasis,regulation of nucleic acid-templated transcription,regulation of transcription, DNA-templated,transcription cofactor activity,transcription, DNA-templatedAmphetamine-Related Disorders;Breast Diseases;Breast Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue Diseases;Substance-Related DisordersG=68, A=68 G=0.5, A=0.5 0.00001 741.026 136 G=23/45, A=41/27

chr5:170626735 A/G A G SNV RANBP17 RANBP17:exonic:NM_022897.4 1 50 19 synonymous NM_022897.4c.2100A>G p.(=) -0.01 Importin-beta N-terminal domainrs35724654 0.1626 YES 5.782E-4 (pos.170626735) RAN-binding protein 17GTP binding,Ran GTPase binding,cytoplasm,intracellular,intracellular protein transport,mRNA transport,nuclear export signal receptor activity,nuclear pore,nucleus,protein export from nucleus,protein import into nucleusA=11, G=11 A=0.5, G=0.5 0.00001 94.6063 22 A=5/6, G=3/8

chr4:169301059 C/C T C SNV DDX60L DDX60L:intronic:NM_001012967.2 1 100 intronic NM_001012967.2c.4117-78A>Gp.? -0.54 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs1489232 YES DEAD box polypeptide 60-likeATP binding,RNA binding,helicase activity,nucleic acid bindingT=0, C=79 T=0.0, C=1.0 0.00001 1269.26 79 T=0/0, C=29/50

chr4:169315571 T/T TA T INDEL DDX60L DDX60L:intronic:NM_001012967.2 1 100 intronic NM_001012967.2c.3814+41TA>Ap.? 0.63, 0.61 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs11337868,rs202049717,rs7545319520 5E-1 (pos.169315570),5E-1 (pos.169315572),9.997E-1 (pos.169315571)DEAD box polypeptide 60-likeATP binding,RNA binding,helicase activity,nucleic acid bindingTA=0, T=43 TA=0.0, T=1.0 0.00001 684.062 43 TA=0/0, T=17/26

chr2:109389463 A/A G A SNV RANBP2 RANBP2:exonic:NM_006267.4 1 100 23 synonymous NM_006267.4c.8253G>A p.(=) 1.41 Cyclophilin type peptidyl-prolyl cis-trans isomerase/CLD,Nup358/RanBP2 E3 ligase domain,RanBP1 domain,Tetratricopeptide repeat,Zn-finger in Ran binding protein and othersrs826580 3.00E-04 1.0 (pos.109389463) RAN-binding protein 2G1/S transition of mitotic cell cycle,GTPase activator activity,NLS-bearing protein import into nucleus,RNA binding,RNA export from nucleus,Ran GTPase binding,SUMO transferase activity,annulate lamellae,centrosome,centrosome localization,cytoplasm,cytoplasmic periphery of the nuclear pore complex,cytosol,host cell,intracellular membrane-bounded organelle,intracellular transport of virus,ligase activity,mRNA export from nucleus,membrane,metal ion binding,mitochondrion,mitotic nuclear envelope disassembly,nuclear envelope,nuclear inclusion body,nuclear membrane,nuclear pore,nuclear pore cytoplasmic filaments,nuclear pore nuclear basket,peptidyl-prolyl cis-trans isomerase activity,positive regulation of GTPase activity,positive regulation of glucokinase activity,positive regulation of mitotic centrosome separation,protein binding,protein complex binding,protein folding,protein peptidyl-prolyl isomerization,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulatioG=0, A=33 G=0.0, A=1.0 0.00001 504.465 33 G=0/0, A=15/18

chr4:169327905 G/T G T SNV DDX60L DDX60L:intronic:NM_001012967.2 1 59.09 intronic NM_001012967.2c.2980-48C>Ap.? -3.22 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs62334119 0.0987 YES 1.143E-1 (pos.169327905) DEAD box polypeptide 60-likeATP binding,RNA binding,helicase activity,nucleic acid bindingG=79, T=117G=0.4031, T=0.5969 0.00001 1460.91 198 G=28/51, T=66/51

chr4:169340431 A/C A C SNV DDX60L DDX60L:intronic:NM_001012967.2 1 47.37 intronic NM_001012967.2c.2610+22T>Gp.? 0.1 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs2018241 0.123 YES 2.544E-1 (pos.169340431) DEAD box polypeptide 60-likeATP binding,RNA binding,helicase activity,nucleic acid bindingA=20, C=18 A=0.5263, C=0.4737 0.00001 184.537 38 A=12/8, C=6/12

chr9:6012734 A/C A C SNV RANBP6 RANBP6:exonic:NM_012416.3 1 50 1 synonymous NM_012416.3c.2874T>G p.(=) 1.81 HEAT repeat,HEAT repeats,HEAT-like repeatrs106033 0.2322 YES 4.02E-1 (pos.6012734) NLS-bearing protein import into nucleus,cytoplasm,nuclear localization sequence binding,nuclear membrane,nuclear periphery,protein binding,protein import into nucleus, translocation,protein transporter activity,ribosomal protein import into nucleusA=28, C=28 A=0.5, C=0.5 0.00001 272.137 56 A=16/12, C=21/7

chr4:169348476 A/A G A SNV DDX60L DDX60L:intronic:NM_001012967.2 1 100 intronic NM_001012967.2c.1678-3C>Tp.? 0.29 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs74346802 0.1791 YES 1.115E-2 (pos.169348476) DEAD box polypeptide 60-likeATP binding,RNA binding,helicase activity,nucleic acid bindingG=0, A=58 G=0.0, A=1.0 0.00001 867.385 58 G=0/0, A=22/36

chr1:21943820 G/A G A SNV RAP1GAP RAP1GAP:exonic:NM_001145658.2 1 47.62 7 synonymous NM_001145658.2c.462C>T p.(=) 7.25 0.99(COSM4143350),0.99(COSM4143351),0.99(COSM4143352),0.99(COSM4143353)GoLoco motif,Rap/ran-GAPrs2275360 0.2591 YES 6.099E-1 (pos.21943820) neoplasm GTPase activator activity,GTPase activity,GTPase regulator activity,Golgi membrane,Ras GTPase binding,axon,axon guidance,cellular response to glial cell derived neurotrophic factor,cytosol,dendrite,early endosome,membrane,negative regulation of GTP binding,negative regulation of microvillus assembly,negative regulation of neuron differentiation,negative regulation of thyroid gland epithelial cell proliferation,neuronal cell body,positive regulation of GTPase activity,protein binding,protein homodimerization activity,regulation of GTPase activity,regulation of catalytic activity,regulation of small GTPase mediated signal transduction,signal transductionDigestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Pancreatic Diseases;Pancreatic Neoplasms;Thyroid Diseases;Thyroid NeoplasmsG=22, A=20 G=0.5238, A=0.4762 0.00001 212.881 42 G=3/19, A=6/14

chr4:170017860 G/A G A SNV SH3RF1 SH3RF1:intronic:NM_020870.3 1 56 intronic NM_020870.3c.2499-22C>Tp.? 0.49 RING-type zinc-finger,Ring finger domain,SH3 domain,Variant SH3 domain,Zinc finger, C3HC4 type (RING finger)rs1471172 0.3447 YES 6.327E-1 (pos.170017860) Golgi apparatus,apoptotic process,cytosol,lamellipodium,metal ion binding,negative regulation of apoptotic process,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of extrinsic apoptotic signaling pathway,perinuclear region of cytoplasm,protein binding,protein ubiquitination,regulation of JNK cascade,transferase activityG=11, A=14 G=0.44, A=0.56 0.00001 134.35 25 G=7/4, A=4/10

chr4:170601172 A/G A G SNV CLCN3 CLCN3:intronic:NM_173872.3 1 45.83 intronic NM_173872.3c.161-29A>Gp.? -0.36 CBS domain,Voltage gated chloride channelrs33965812 0.2399 YES 4.028E-2 (pos.170601172) Chloride channel-3ATP binding,Golgi apparatus,Golgi membrane,PDZ domain binding,antiporter activity,cell surface,chloride channel activity,chloride transmembrane transport,chloride transport,cytoplasmic vesicle,early endosome,early endosome membrane,endosomal lumen acidification,external side of plasma membrane,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,late endosome,late endosome membrane,membrane,negative regulation of cell volume,phagocytic vesicle,plasma membrane,protein binding,protein heterodimerization activity,protein homodimerization activity,regulation of anion transmembrane transport,regulation of pH,secretory granule,specific granule,synaptic vesicle,transport,transport vesicle membrane,vesicle membrane,voltage-gated chloride channel activity,volume-sensitive chloride channel activityDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Site;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Stomach Diseases;Stomach NeoplasmsA=13, G=11 A=0.5417, G=0.4583 0.00001 93.4397 24 A=9/4, G=7/4

chr4:170650607 A/A AGAA A INDEL HPF1 HPF1:downstream:NM_017867.2 3 100 intronic NM_017867.2c.*122TTCT>Tp.? 0.61, 0.17, 0.56, 0.68 rs199658190,rs3074610,rs60950433,rs79999739YES Histone parylation factor 1cellular response to DNA damage stimulus,histone binding,nucleus,peptidyl-serine ADP-ribosylation,protein binding,regulation of protein ADP-ribosylationAGAA=0, A=31AGAA=0.0, A=1.0 0.00001 464.848 31 AGAA=0/0, A=10/21

chr17:2929392 A/A G A SNV RAP1GAP2 RAP1GAP2:exonic:NM_015085.4 1 100 20 synonymous NM_015085.4c.1842G>A p.(=) -0.57 0.12(COSM148146),0.12(COSM3932535)Rap/ran-GAP rs55904912 0.4085 YES 5.425E-1 (pos.2929392) adenocarcinoma,carcinoma,ductal_carcinomaGTPase activator activity,centrosome,cytosol,negative regulation of neuron projection development,neuron projection,nuclear membrane,perinuclear region of cytoplasm,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of cell size,regulation of small GTPase mediated signal transductionAsthma;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Respiratory Hypersensitivity;Respiratory Tract DiseasesG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=17/6

chr17:2929674 C/C T C SNV RAP1GAP2 RAP1GAP2:exonic:NM_015085.4 1 100 21 synonymous NM_015085.4c.1896T>C p.(=) -1.61 0.04(COSM329588),0.04(COSM329589)Rap/ran-GAP rs12941934 0.3933 YES 6.55E-1 (pos.2929674) neoplasm,plasma_cell_myelomaGTPase activator activity,centrosome,cytosol,negative regulation of neuron projection development,neuron projection,nuclear membrane,perinuclear region of cytoplasm,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of cell size,regulation of small GTPase mediated signal transductionAsthma;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Respiratory Hypersensitivity;Respiratory Tract DiseasesT=0, C=41 T=0.0, C=1.0 0.00001 664.597 41 T=0/0, C=24/17

chr4:172735897 G/G C G SNV GALNTL6 GALNTL6:intronic:NM_001034845.2 1 100 intronic NM_001034845.2c.138+28C>Gp.? 0.92 Glycosyl transferase family 2,N-terminal domain of galactosyltransferase,Ricin-type beta-trefoil lectin domainrs3796654 0.0584 YES 8.289E-1 (pos.172735897) UDP-N-acetyl-alpha-D-galactosamine:polypeptide N-acetylgalactosaminyltransferase-like 6Golgi membrane,carbohydrate binding,integral component of membrane,metal ion binding,polypeptide N-acetylgalactosaminyltransferase activity,protein O-linked glycosylation via threonine,protein glycosylation,transferase activity, transferring glycosyl groupsC=0, G=22 C=0.0, G=1.0 0.00001 298.724 22 C=0/0, G=9/13

chr17:2930339 A/A G A SNV RAP1GAP2 RAP1GAP2:exonic:NM_015085.4 1 100 22 synonymous NM_015085.4c.2082G>A p.(=) -2.31 0.05(COSM1382339),0.05(COSM1382340)Rap/ran-GAP rs4790115 0.4074 YES 6.069E-1 (pos.2930339) adenocarcinoma,hepatocellular_carcinoma,neoplasmGTPase activator activity,centrosome,cytosol,negative regulation of neuron projection development,neuron projection,nuclear membrane,perinuclear region of cytoplasm,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of cell size,regulation of small GTPase mediated signal transductionAsthma;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Respiratory Hypersensitivity;Respiratory Tract DiseasesG=0, A=50 G=0.0, A=1.0 0.00001 852.748 50 G=0/0, A=4/46

chr4:17516771 T/T C T SNV CLRN2 CLRN2:upstream:NM_001079827.2 1 100 intronic NM_001079827.2c.-119C>T p.? -2 rs2597784 YES integral component of membrane C=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=19/12

chr12:48144925 C/C T C SNV RAPGEF3 RAPGEF3:exonic:NM_001098531.2 1 100 6 missense NM_001098531.2c.577A>G p.Arg193Gly 1.85 0.47 125 0 0.02(COSM4147066),0.02(COSM4147067)Cyclic nucleotide-binding domain,Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),RasGEF N-terminal motif,RasGEF domainrs2016123 4.00E-04 1.0 (pos.48144925) neoplasm Acute Kidney Injury;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Pulmonary Disease, Chronic Obstructive;Renal Insufficiency;Respiratory Tract Diseases;Urologic DiseasesT=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=18/9

chr4:175414202 T/T C T SNV HPGD HPGD:intronic:NM_000860.5 1 100 intronic NM_000860.5c.662+100G>Ap.? -0.38 Enoyl-(Acyl carrier protein) reductase,KR domain,short chain dehydrogenasers41279511 YES Hydroxyprostaglandin dehydrogenase 15-(NAD)15-hydroxyprostaglandin dehydrogenase (NAD+) activity,NAD binding,NAD+ binding,basolateral plasma membrane,catalytic activity,cytosol,ductus arteriosus closure,extracellular exosome,female pregnancy,kidney development,lipoxin metabolic process,lipoxygenase pathway,negative regulation of cell cycle,nucleoplasm,ovulation,oxidation-reduction process,oxidoreductase activity,parturition,positive regulation of apoptotic process,positive regulation of vascular smooth muscle cell proliferation,prostaglandin E receptor activity,prostaglandin metabolic process,protein homodimerization activity,response to estradiol,response to ethanol,response to lipopolysaccharide,thrombin-activated receptor signaling pathway,transforming growth factor beta receptor signaling pathwayAdenocarcinoma;Bone Diseases;Carcinoma;Carcinoma, Medullary;Carcinoma, Neuroendocrine;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Endocrine Gland Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Head and Neck Neoplasms;Joint Diseases;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Ductal, Lobular, and Medullary;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Osteoarthropathy, Primary Hypertrophic;Prostatic Diseases;Prostatic Neoplasms;Thyroid Diseases;Thyroid Neoplasms;Urogenital NeoplasmsNADH C=0, T=36 C=0.0, T=1.0 0.00001 563.494 36 C=0/0, T=16/20

chr4:175414246 G/G A G SNV HPGD HPGD:intronic:NM_000860.5 1 100 intronic NM_000860.5c.662+56T>Cp.? -0.28 Enoyl-(Acyl carrier protein) reductase,KR domain,short chain dehydrogenasers2612694 YES Hydroxyprostaglandin dehydrogenase 15-(NAD)15-hydroxyprostaglandin dehydrogenase (NAD+) activity,NAD binding,NAD+ binding,basolateral plasma membrane,catalytic activity,cytosol,ductus arteriosus closure,extracellular exosome,female pregnancy,kidney development,lipoxin metabolic process,lipoxygenase pathway,negative regulation of cell cycle,nucleoplasm,ovulation,oxidation-reduction process,oxidoreductase activity,parturition,positive regulation of apoptotic process,positive regulation of vascular smooth muscle cell proliferation,prostaglandin E receptor activity,prostaglandin metabolic process,protein homodimerization activity,response to estradiol,response to ethanol,response to lipopolysaccharide,thrombin-activated receptor signaling pathway,transforming growth factor beta receptor signaling pathwayAdenocarcinoma;Bone Diseases;Carcinoma;Carcinoma, Medullary;Carcinoma, Neuroendocrine;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Endocrine Gland Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Head and Neck Neoplasms;Joint Diseases;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Ductal, Lobular, and Medullary;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Osteoarthropathy, Primary Hypertrophic;Prostatic Diseases;Prostatic Neoplasms;Thyroid Diseases;Thyroid Neoplasms;Urogenital NeoplasmsNADH A=0, G=36 A=0.0, G=1.0 0.00001 563.74 36 A=0/0, G=16/20

chr7:22202117 A/A G A SNV RAPGEF5 RAPGEF5:exonic:NM_012294.3 1 100 13 synonymous NM_012294.3c.867C>T p.(=) -0.02 0.19(COSM4004426)RasGEF N-terminal motif,RasGEF domainrs12592 0.4491 YES 6.131E-1 (pos.22202117) acute_myeloid_leukaemia,diffuse_large_B_cell_lymphomaGTP-dependent protein binding,Rap guanyl-nucleotide exchange factor activity,Ras guanyl-nucleotide exchange factor activity,guanyl-nucleotide exchange factor activity,intracellular,intracellular signal transduction,nervous system development,nuclear body,nucleoplasm,nucleus,regulation of molecular function,small GTPase mediated signal transductionAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersG=0, A=63 G=0.0, A=1.0 0.00001 958.917 63 G=0/0, A=28/35

chr7:22202046 G/T G T SNV RAPGEF5 RAPGEF5:exonic:NM_012294.3 1 47.62 13 missense NM_012294.3c.938C>A p.Pro313His 1.82 0.49 77 0 RasGEF N-terminal motif,RasGEF domainrs28716840 0.0226 YES 5.93E-3 (pos.22202046) GTP-dependent protein binding,Rap guanyl-nucleotide exchange factor activity,Ras guanyl-nucleotide exchange factor activity,guanyl-nucleotide exchange factor activity,intracellular,intracellular signal transduction,nervous system development,nuclear body,nucleoplasm,nucleus,regulation of molecular function,small GTPase mediated signal transductionAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersG=22, T=20 G=0.5238, T=0.4762 0.00001 212.949 42 G=14/8, T=3/17

chr4:17616214 A/A C A SNV MED28 MED28:upstream:NM_025205.4 1 100 intronic NM_025205.4c.-64C>A p.? -1.36 rs2286773 YES Mediator complex subunit 28actin binding,cortical actin cytoskeleton,mediator complex,membrane,negative regulation of smooth muscle cell differentiation,nucleoplasm,protein binding,regulation of transcription, DNA-templated,stem cell population maintenance,transcription, DNA-templatedBreast Diseases;Breast Neoplasms;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Skin Diseases;Skin and Connective Tissue DiseasesC=0, A=23 C=0.0, A=1.0 0.00001 316.747 23 C=0/0, A=10/13

chr4:17625209 C/C G C SNV MED28 MED28:intronic:NM_025205.4 1 100 intronic NM_025205.4c.340-15G>Cp.? -2.64 Mediator complex subunit 28rs11733730 0.395 YES 8.951E-1 (pos.17625209) Mediator complex subunit 28actin binding,cortical actin cytoskeleton,mediator complex,membrane,negative regulation of smooth muscle cell differentiation,nucleoplasm,protein binding,regulation of transcription, DNA-templated,stem cell population maintenance,transcription, DNA-templatedBreast Diseases;Breast Neoplasms;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Skin Diseases;Skin and Connective Tissue DiseasesG=0, C=64 G=0.0, C=1.0 0.00001 977.625 64 G=0/0, C=35/29

chr5:130766662 C/C T C SNV RAPGEF6 RAPGEF6:exonic:NM_001164386.1 1 100 27 missense NM_001164386.1c.4379A>G p.Gln1460Arg 5.2 1 43 0 Cyclic nucleotide-binding domain,PDZ domain (Also known as DHR or GLGF),Ras association (RalGDS/AF-6) domain,RasGEF N-terminal motif,RasGEF domainrs1291602 0.1581 YES 8.893E-1 (pos.130766662) RAP guanine nucleotide exchange factor 6GTP-dependent protein binding,Ras GTPase binding,Ras protein signal transduction,apical plasma membrane,centrosome,cytosol,endocytic vesicle,establishment of endothelial intestinal barrier,guanyl-nucleotide exchange factor activity,intracellular,microvillus assembly,phosphatidic acid binding,plasma membrane,positive regulation of GTPase activity,protein binding,protein localization to plasma membrane,regulation of GTPase activity,regulation of molecular function,small GTPase mediated signal transductionT=0, C=79 T=0.0, C=1.0 0.00001 1269.32 79 T=0/0, C=40/39

chr2:204322298 C/C T C SNV RAPH1 RAPH1:exonic:NM_213589.2 1 100 8 synonymous NM_213589.2c.1113A>G p.(=) 1.14 0.09(COSM4419295),0.09(COSM4419296)PH domain,Ras association (RalGDS/AF-6) domainrs2469953 0.3988 YES 3.827E-1 (pos.204322298)acute_myeloid_leukaemia,carcinomaaxon extension,cytoskeleton,cytosol,filopodium,lamellipodium,nuclear body,plasma membrane,protein binding,signal transductionNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesT=0, C=55 T=0.0, C=1.0 0.00001 797.289 55 T=0/0, C=32/23

chr11:47460306 G/G A G SNV RAPSN RAPSN:exonic:NM_005055.4 1 100 7 synonymous NM_005055.4c.1143T>C p.(=) 0.19 0.3(COSM3931321)Rapsyn N-terminal myristoylation and linker region,Ring finger domain,Tetratricopeptide repeatrs7126210 0.2905 YES 6.249E-1 (pos.47460306) carcinoma Receptor-associated protein of the synapse, 43kDGolgi apparatus,acetylcholine receptor binding,cell junction,centrosome,chemical synaptic transmission,cytosol,ionotropic glutamate receptor binding,metal ion binding,neuromuscular junction,plasma membrane,positive regulation of neuromuscular synaptic transmission,positive regulation of neuron apoptotic process,postsynaptic specialization membrane,protein membrane anchor,regulation of postsynaptic membrane organization,skeletal muscle acetylcholine-gated channel clustering,synapse,synaptic transmission, cholinergicAbnormalities, Multiple;Arthrogryposis;Autoimmune Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Immune System Diseases;Joint Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myasthenic Syndromes, Congenital;Nervous System Diseases;Neuromuscular Diseases;Neuromuscular Junction Diseases;Skin Abnormalities;Skin Diseases;Skin and Connective Tissue DiseasesBenign/Likely benignA=0, G=30 A=0.0, G=1.0 0.00001 446.596 30 A=0/0, G=15/15

chr4:177049854 T/T C T SNV WDR17 WDR17:intronic:NM_170710.4 1 100 intronic NM_170710.4c.863-35C>Tp.? -0.29 Anaphase-promoting complex subunit 4 WD40 domain,WD domain, G-beta repeatrs28698547 0.2464 YES 1.452E-1 (pos.177049854) WD repeat-containing protein 17cytoplasm,integral component of membraneDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteC=0, T=40 C=0.0, T=1.0 0.00001 644.281 40 C=0/0, T=26/14

chr4:177049880 C/C T C SNV WDR17 WDR17:intronic:NM_170710.4 1 100 intronic NM_170710.4c.863-9T>C p.? 1.05 Anaphase-promoting complex subunit 4 WD40 domain,WD domain, G-beta repeatrs28607147 0.2473 YES 1.452E-1 (pos.177049880) WD repeat-containing protein 17cytoplasm,integral component of membraneDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteT=0, C=39 T=0.0, C=1.0 0.00001 623.977 39 T=0/0, C=25/14

chr4:177050057 A/A G A SNV WDR17 WDR17:intronic:NM_170710.4 1 100 intronic NM_170710.4c.985+46G>Ap.? 0.04 Anaphase-promoting complex subunit 4 WD40 domain,WD domain, G-beta repeatrs71602424,rs763994414,rs78649239YES 0.0 (pos.177050054),1.602E-1 (pos.177050057)WD repeat-containing protein 17cytoplasm,integral component of membraneDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteG=0, A=52 G=0.0, A=1.0 0.00001 767.015 52 G=0/0, A=26/26

chr4:177050062 C/C CTATCAAATAAAAC INDEL WDR17 WDR17:intronic:NM_170710.4 12 100 intronic NM_170710.4c.985+51CTATCAAATAAAA>Cp.? -0.78, 0.98, -1.74, 0.57, -1.58, 0.8, 1.29, 0.14, 3.32, -0.03, 0.46, 1.09, 0.75Anaphase-promoting complex subunit 4 WD40 domain,WD domain, G-beta repeatrs71602424,rs71830098,rs7570353770.1839 YES 0.0 (pos.177050063),1.558E-1 (pos.177050062)WD repeat-containing protein 17cytoplasm,integral component of membraneDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteCTATCAAATAAAA=0, C=50CTATCAAATAAAA=0.0, C=1.0 0.00001 717.751 50 CTATCAAATAAAA=0/0, C=25/25

chr4:177082032 G/G A G SNV WDR17 WDR17:intronic:NM_170710.4 1 100 intronic NM_170710.4c.2731-30A>Gp.? 0.34 Anaphase-promoting complex subunit 4 WD40 domain,WD domain, G-beta repeatrs10520338 0.2449 YES 1.441E-1 (pos.177082032) WD repeat-containing protein 17cytoplasm,integral component of membraneDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteA=0, G=83 A=0.0, G=1.0 0.00001 1269.77 83 A=0/0, G=43/40

chr11:47469439 G/G A G SNV RAPSN RAPSN:exonic:NM_005055.4 1 100 2 synonymous NM_005055.4c.456T>C p.(=) -2.04 0.04(COSM6303988)Rapsyn N-terminal myristoylation and linker region,Ring finger domain,Tetratricopeptide repeatrs7111873 0.2809 YES 6.45E-1 (pos.47469439) carcinoma,neoplasmReceptor-associated protein of the synapse, 43kDGolgi apparatus,acetylcholine receptor binding,cell junction,centrosome,chemical synaptic transmission,cytosol,ionotropic glutamate receptor binding,metal ion binding,neuromuscular junction,plasma membrane,positive regulation of neuromuscular synaptic transmission,positive regulation of neuron apoptotic process,postsynaptic specialization membrane,protein membrane anchor,regulation of postsynaptic membrane organization,skeletal muscle acetylcholine-gated channel clustering,synapse,synaptic transmission, cholinergicAbnormalities, Multiple;Arthrogryposis;Autoimmune Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Immune System Diseases;Joint Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myasthenic Syndromes, Congenital;Nervous System Diseases;Neuromuscular Diseases;Neuromuscular Junction Diseases;Skin Abnormalities;Skin Diseases;Skin and Connective Tissue DiseasesBenign/Likely benignA=0, G=55 A=0.0, G=1.0 0.00001 814.907 55 A=0/0, G=32/23

chr4:177083166 G/G A G SNV WDR17 WDR17:intronic:NM_170710.4 1 100 intronic NM_170710.4c.2823-60A>Gp.? -0.9 Anaphase-promoting complex subunit 4 WD40 domain,WD domain, G-beta repeatrs2877924 YES WD repeat-containing protein 17cytoplasm,integral component of membraneDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteA=0, G=60 A=0.0, G=1.0 0.00001 903.529 60 A=0/0, G=22/38

chr4:177087322 T/T C T SNV WDR17 WDR17:intronic:NM_170710.4 1 100 intronic NM_170710.4c.3083+27C>Tp.? -0.04 Anaphase-promoting complex subunit 4 WD40 domain,WD domain, G-beta repeatrs4388031 0.0173 YES 1.0 (pos.177087322) WD repeat-containing protein 17cytoplasm,integral component of membraneDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteC=0, T=28 C=0.0, T=1.0 0.00001 408.716 28 C=0/0, T=9/19

chr11:63313644 T/C T C SNV RARRES3 RARRES3:exonic:NM_004585.4 1 95.83 4 synonymous NM_004585.4c.411T>C p.(=) -0.81 Lecithin retinol acyltransferasers584905 0 1.0 (pos.63313644) Retinoic acid receptor responder 3cytosol,integral component of membrane,lipid catabolic process,negative regulation of cell proliferation,phosphatidylethanolamine acyl-chain remodeling,phospholipase A2 activity,phospholipid metabolic process,protein binding,transferase activity, transferring acyl groupsT=1, C=23 T=0.0417, C=0.9583 0.00001 306.621 24 T=1/0, C=8/15

chr12:113553481 T/T C T SNV RASAL1 RASAL1:exonic:NM_001193521.1 1 100 10 missense NM_001193521.1c.962G>A p.Arg321His 3.62 0.01 29 0.838 BTK motif,C2 domain,GTPase-activator protein for Ras-like GTPasers1284879 0.2276 YES 7.854E-1 (pos.113553481) Ras protein activator-like 1GTPase activator activity,MAPK cascade,cytosol,intrinsic component of the cytoplasmic side of the plasma membrane,metal ion binding,negative regulation of Ras protein signal transduction,phospholipid binding,plasma membrane,positive regulation of GTPase activity,positive regulation of dendrite extension,signal transductionFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Urologic DiseasesC=0, T=37 C=0.0, T=1.0 0.00001 574.588 37 C=0/0, T=18/19

chr15:79296172 A/A G A SNV RASGRF1 RASGRF1:exonic:NM_002891.4 1 100 16 synonymous NM_002891.4c.2469C>T p.(=) -3.46 0.03(COSM5426672)IQ calmodulin-binding motif,PH domain,RasGEF N-terminal motif,RasGEF domain,RhoGEF domainrs1562008 0.2362 YES 9.651E-2 (pos.79296172) acute_myeloid_leukaemia,carcinomaMAPK cascade,Ras guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,activation of GTPase activity,cell proliferation,cytosol,glutamate receptor binding,growth cone,guanyl-nucleotide exchange factor activity,long-term memory,neuron projection,neuron projection development,plasma membrane,positive regulation of GTPase activity,positive regulation of Ras protein signal transduction,regulation of NMDA receptor activity,regulation of Rac protein signal transduction,regulation of Ras protein signal transduction,regulation of Rho protein signal transduction,regulation of neuronal synaptic plasticity,regulation of synaptic plasticity,response to endoplasmic reticulum stress,signal transduction,small GTPase mediated signal transductionCentral Nervous System Diseases;Dyskinesia, Drug-Induced;Dyskinesias;Eye Diseases;Movement Disorders;Myopia;Nervous System Diseases;Neurotoxicity Syndromes;Refractive ErrorsG=0, A=45 G=0.0, A=1.0 0.00001 747.393 45 G=0/0, A=11/34

chr4:74451073 G/G A G SNV RASSF6 RASSF6:exonic:NM_201431.2 1 100 6 missense NM_201431.2c.487T>C p.Ser163Pro 1.49 0.17 74 0.009 0.82(COSM3736357),0.82(COSM3736358)Novel Ras effector 1 C-terminal SARAH (Sav/Rassf/Hpo) domain,Ras association (RalGDS/AF-6) domainrs12507775 0.2761 YES 1.053E-1 (pos.74451073) acute_myeloid_leukaemia,malignant_melanomaRas association domain family, member 6apoptotic process,protein binding,regulation of apoptotic process,signal transductionA=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=9/14

chr19:10431799 G/T G T SNV RAVER1 RAVER1:exonic:NM_133452.2 1 58.33 8 synonymous NM_133452.2c.1449C>A p.(=) -1.7 0.01(COSM3388539),0.01(COSM3388540),0.07(COSM3749449),0.07(COSM3749450)RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs281425 0.1819 YES 2.676E-1;0.0 (pos.10431799)adenocarcinoma,ductal_carcinomaRaver1, mouse, homolog ofRNA binding,cytoplasm,mRNA splicing, via spliceosome,nucleic acid binding,nucleus,protein bindingG=10, T=14 G=0.4167, T=0.5833 0.00001 135.412 24 G=2/8, T=6/8

chr4:178355668 G/G C G SNV AGA AGA:intronic:NM_000027.3 1 100 intronic NM_000027.3c.699-25G>Cp.? -0.31 Asparaginase rs4690521,rs7494719121.00E-04 0.0 (pos.178355667),1.0 (pos.178355668)AspartylglucosaminidaseN4-(beta-N-acetylglucosaminyl)-L-asparaginase activity,azurophil granule lumen,endoplasmic reticulum,extracellular exosome,extracellular region,extracellular space,hydrolase activity,lysosome,neutrophil degranulation,peptidase activity,protein deglycosylation,protein maturation,protein self-association,proteolysisAspartylglucosaminuria;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Lysosomal Storage Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesC=0, G=45 C=0.0, G=1.0 0.00001 751.489 45 C=0/0, G=19/26

chr1:33133968 C/C T C SNV RBBP4 RBBP4:exonic:NM_005610.2 1 100 4 synonymous NM_005610.2c.453T>C p.(=) -0.12 Histone-binding protein RBBP4 or subunit C of CAF1 complex,WD domain, G-beta repeatrs2762904 6.00E-04 1.0 (pos.33133968) ATP-dependent chromatin remodeling,CAF-1 complex,CENP-A containing nucleosome assembly,DNA replication,DNA replication-dependent nucleosome assembly,DNA replication-independent nucleosome assembly,DNA-dependent ATPase activity,ESC/E(Z) complex,NURF complex,NuRD complex,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,Sin3 complex,cell cycle,chromatin assembly,chromatin remodeling,cytosol,histone binding,histone deacetylase activity,histone deacetylase binding,histone deacetylation,negative regulation of G0 to G1 transition,negative regulation of cell proliferation,negative regulation of gene expression, epigenetic,nuclear chromatin,nucleoplasm,nucleosomal DNA binding,nucleus,protein binding,protein complex,regulation of cell cycle,regulation of signal transduction by p53 class mediator,regulation of transcription, DNA-templated,response to growth hormone,transcription, DNA-templatedT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=5/15

chr4:178363378 A/A G A SNV AGA AGA:intronic:NM_000027.3 1 100 intronic NM_000027.3c.127+25C>Tp.? -2.07 Asparaginase rs11131799 0.3391 YES 6.317E-1 (pos.178363378) AspartylglucosaminidaseN4-(beta-N-acetylglucosaminyl)-L-asparaginase activity,azurophil granule lumen,endoplasmic reticulum,extracellular exosome,extracellular region,extracellular space,hydrolase activity,lysosome,neutrophil degranulation,peptidase activity,protein deglycosylation,protein maturation,protein self-association,proteolysisAspartylglucosaminuria;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Lysosomal Storage Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesG=0, A=105 G=0.0, A=1.0 0.00001 1644.46 105 G=0/0, A=29/76

chr12:114377899 C/C G C SNV RBM19 RBM19:exonic:NM_001146699.1 1 100 15 missense NM_001146699.1c.1804C>G p.Gln602Glu 5.43 1 29 0 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs7299217,rs7967763243.00E-04 1.0 (pos.114377899) RNA-binding motif protein 19RNA binding,chromosome,cytoplasm,membrane,multicellular organism development,nucleolus,nucleoplasm,positive regulation of embryonic developmentG=0, C=106 G=0.0, C=1.0 0.00001 1662.79 106 G=0/0, C=54/52

chr7:155534653 G/G C G SNV RBM33 RBM33:exonic:NM_053043.2 1 100 13 synonymous NM_053043.2c.2190C>G p.(=) -1.07 0.16(COSM6350848),0.16(COSM6350849)rs73167165 0.0359 YES 1.814E-2;0.0 (pos.155534653)carcinoma RNA binding,nucleic acid binding C=0, G=36 C=0.0, G=1.0 0.00001 563.741 36 C=0/0, G=16/20

chr4:184170025 A/A G A SNV WWC2 WWC2:intronic:NM_024949.5 1 100 intronic NM_024949.5c.879+12G>Ap.? -1.95 WW domain rs907357 2.00E-04 1.0 (pos.184170025) cytosol,kinase binding,negative regulation of hippo signaling,negative regulation of organ growth,negative regulation of transcription from RNA polymerase II promoter,protein complex scaffold activityG=0, A=37 G=0.0, A=1.0 0.00001 583.696 37 G=0/0, A=14/23

chr4:184201909 A/A G A SNV WWC2 WWC2:intronic:NM_024949.5 1 100 intronic NM_024949.5c.2563-20G>Ap.? -6.28 WW domain rs11132173 0.4019 YES 3.238E-1 (pos.184201909) cytosol,kinase binding,negative regulation of hippo signaling,negative regulation of organ growth,negative regulation of transcription from RNA polymerase II promoter,protein complex scaffold activityG=0, A=70 G=0.0, A=1.0 0.00001 1092.09 70 G=0/0, A=41/29

chr4:184204099 T/T C T SNV WWC2 WWC2:intronic:NM_024949.5 1 100 intronic NM_024949.5c.2883+40C>Tp.? -1.79 WW domain rs3814421 0.3995 YES 2.751E-1 (pos.184204099) cytosol,kinase binding,negative regulation of hippo signaling,negative regulation of organ growth,negative regulation of transcription from RNA polymerase II promoter,protein complex scaffold activityC=0, T=56 C=0.0, T=1.0 0.00001 832.1 56 C=0/0, T=24/32

chr4:40428010 C/C T C SNV RBM47 RBM47:exonic:NM_001098634.1 1 100 7 missense NM_001098634.1c.1693A>G p.Met565Val 2.48 0.47 21 0 0.03(COSM3723324),0.03(COSM3723325),0.03(COSM3723326)RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs278981 0.2357 YES 5.823E-1 (pos.40428010) neoplasm,squamous_cell_carcinomaRNA binding,cytidine to uridine editing,hematopoietic progenitor cell differentiation,nucleusArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, C=66 T=0.0, C=1.0 0.00001 1015.19 66 T=0/0, C=26/40

chr4:40438576 G/G A G SNV RBM47 RBM47:exonic:NM_001098634.1 1 100 5 synonymous NM_001098634.1c.1212T>C p.(=) 2.38 0.23(COSM4159064)RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2307046 0.1182 YES 8.124E-1 (pos.40438576) neoplasm RNA binding,cytidine to uridine editing,hematopoietic progenitor cell differentiation,nucleusArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=11/9

chr4:184572036 T/T C T SNV RWDD4 RWDD4:intronic:NM_152682.3 1 100 intronic NM_152682.3c.363+101G>Ap.? -1.75 RWD domain rs4547833 YES C=0, T=84 C=0.0, T=1.0 0.00001 1364.85 84 C=0/0, T=52/32

chr4:40440215 C/C T C SNV RBM47 RBM47:exonic:NM_001098634.1 1 100 4 synonymous NM_001098634.1c.696A>G p.(=) 1 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2291580 0.1765 YES 7.609E-1 (pos.40440215) RNA binding,cytidine to uridine editing,hematopoietic progenitor cell differentiation,nucleusArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, C=84 T=0.0, C=1.0 0.00001 1346.52 84 T=0/0, C=53/31

chr4:185553353 A/T A T SNV CASP3 CASP3:intronic:NM_032991.2 1 50 intronic NM_032991.2c.307+69T>Ap.? -1.81 Caspase domainrs1405944 YES Caspase 3, apoptosis-related cysteine proteaseB cell homeostasis,T cell homeostasis,activation of cysteine-type endopeptidase activity involved in apoptotic process,activation of cysteine-type endopeptidase activity involved in apoptotic process by cytochrome c,apoptotic DNA fragmentation,apoptotic process,apoptotic signaling pathway,aspartic-type endopeptidase activity,cell fate commitment,cellular response to DNA damage stimulus,cellular response to staurosporine,cyclin-dependent protein serine/threonine kinase inhibitor activity,cysteine-type endopeptidase activator activity involved in apoptotic process,cysteine-type endopeptidase activity,cysteine-type endopeptidase activity involved in apoptotic process,cysteine-type endopeptidase activity involved in execution phase of apoptosis,cytosol,death receptor binding,death-inducing signaling complex,erythrocyte differentiation,execution phase of apoptosis,extrinsic apoptotic signaling pathway in absence of ligand,glial cell apoptotic process,heart development,hippo signaling,hippocampus development,intrinAlzheimer Disease;Autoimmune Diseases;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Brain Ischemia;Calcinosis;Calcium Metabolism Disorders;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Hemorrhage;Cerebrovascular Disorders;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cryptorchidism;Dementia;Diabetes Complications;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 2;Diabetic Angiopathies;Diabetic Neuropathies;Diabetic Retinopathy;Digestive System Diseases;Endocrine System Diseases;Epilepsy;Eye Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genital Diseases, Male;Glucose Metabolism Disorders;Gonadal Disorders;Heart Diseases;Heart Valve Diseases;Hepatitis;Hepatitis, Chronic;Hepatolenticular Degeneration;Heredodegenerative Disorders, N(1S)-1-(3-chlorophenyl)-2-oxo-2-(1,3,4-trioxo-1,2,3,4-tetrahydroisoquinolin-5-yl)aminoethyl acetate,(1S)-2-oxo-1-phenyl-2-(1,3,4-trioxo-1,2,3,4-tetrahydroisoquinolin-5-yl)aminoethyl acetate,1-METHYL-5-(2-PHENOXYMETHYL-PYRROLIDINE-1-SULFONYL)-1H-INDOLE-2,3-DIONE,2-HYDROXY-5-(2-MERCAPTO-ETHYLSULFAMOYL)-BENZOIC ACID,4-5-(2-CARBOXY-1-FORMYL-ETHYLCARBAMOYL)-PYRIDIN-3-YL-BENZOIC ACID,5-4-(1-Carboxymethyl-2-Oxo-Propylcarbamoyl)-Benzylsulfamoyl-2-Hydroxy-Benzoic Acid,Emricasan,Minocycline,N-(3-DIBENZYLCARBAMOYL-OXIRANECARBONYL)-HYDRAZINO-ACETIC ACID,N-3-(2-fluoroethoxy)phenyl-N'-(1,3,4-trioxo-1,2,3,4-tetrahydroisoquinolin-6-yl)butanediamide,methyl (3S)-3-(tert-butoxycarbonyl)amino-4-oxopentanoateA=16, T=16 A=0.5, T=0.5 0.00001 157.389 32 A=4/12, T=9/7

chr4:40440854 C/C G C SNV RBM47 RBM47:exonic:NM_001098634.1 1 100 4 synonymous NM_001098634.1c.57C>G p.(=) -1.14 0.07(COSM3760627),0.07(COSM3760628),0.07(COSM3760629)RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs1052153,rs770840631 0.1093 YES 0.0 (pos.40440850),8.124E-1 (pos.40440854)adenocarcinoma RNA binding,cytidine to uridine editing,hematopoietic progenitor cell differentiation,nucleusArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=0, C=38 G=0.0, C=1.0 0.00001 603.321 38 G=0/0, C=5/33

chr4:185622046 T/T C T SNV CENPU CENPU:intronic:NM_024629.3 1 100 intronic NM_024629.3c.925-11G>Ap.? -0.23 CENP-A nucleosome associated complex (NAC) subunitrs11728389 0.3274 YES 2.945E-1 (pos.185622046) MLF1-interacting protein (centromere protein U)CENP-A containing nucleosome assembly,chordate embryonic development,condensed chromosome kinetochore,cytosol,microtubule organizing center,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,sister chromatid cohesion,transcription, DNA-templated,viral processAutoimmune Diseases;Cardiovascular Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Hemic and Lymphatic Diseases;Immune System Diseases;Kidney Diseases;Lymphatic Diseases;Male Urogenital Diseases;Mucocutaneous Lymph Node Syndrome;Nephritis;Skin Diseases;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Urologic Diseases;Vascular Diseases;VasculitisC=0, T=28 C=0.0, T=1.0 0.00001 407.918 28 C=0/0, T=9/19

chr4:185681475 C/C G C SNV ACSL1 ACSL1:intronic:NM_001995.3 1 100 intronic NM_001995.3c.1782+36C>Gp.? -2.16 AMP-binding enzyme,AMP-binding enzyme C-terminal domainrs6825554 0 1.0;0.0 (pos.185681475) Acyl-CoA synthetase long-chain family member 1ATP binding,adiponectin-activated signaling pathway,alpha-linolenic acid metabolic process,catalytic activity,decanoate--CoA ligase activity,endoplasmic reticulum membrane,integral component of membrane,ligase activity,linoleic acid metabolic process,lipid biosynthetic process,long-chain fatty acid import,long-chain fatty acid metabolic process,long-chain fatty acid-CoA ligase activity,long-chain fatty-acyl-CoA biosynthetic process,membrane,metabolic process,mitochondrial outer membrane,mitochondrion,peroxisomal membrane,plasma membrane,positive regulation of protein serine/threonine kinase activity,regulation of lipid metabolic process,response to drug,response to nutrient,response to oleic acid,response to organic cyclic compound,triglyceride metabolic process,xenobiotic catabolic processArthritis;Arthritis, Experimental;Autoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Experimental;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Glucose Metabolism Disorders;Immune System Diseases;Joint Diseases;Kidney Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Metabolic Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nephritis;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Urologic DiseasesATP,Adenosine monophosphateG=0, C=25 G=0.0, C=1.0 0.00001 352.995 25 G=0/0, C=16/9

chr12:56956213 C/C T C SNV RBMS2 RBMS2:exonic:NM_002898.3 1 100 2 synonymous NM_002898.3c.79T>C p.(=) -0.66 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs3759091 0.175 YES 8.294E-1 (pos.56956213) RNA-binding motif protein, single strand interacting, 2RNA binding,RNA processing,nucleic acid binding,nucleus T=0, C=56 T=0.0, C=1.0 0.00001 832.073 56 T=0/0, C=32/24

chr4:185940461 T/T C T SNV HELT HELT:intronic:NM_001300781.1 1 100 intronic NM_001300781.1c.28-80C>T p.? -1.04 Hairy Orange,Helix-loop-helix DNA-binding domainrs4862491 YES HELT basic helix-loop-helix transcription factorDNA binding,GABAergic neuron differentiation in basal ganglia,RNA polymerase II core promoter proximal region sequence-specific DNA binding,central nervous system development,multicellular organism aging,multicellular organism growth,negative regulation of transcription from RNA polymerase II promoter,nucleus,positive regulation of transcription from RNA polymerase II promoter,post-embryonic development,protein dimerization activity,protein homodimerization activity,regulation of transcription, DNA-templated,suckling behavior,transcription factor complex,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific bindingC=0, T=78 C=0.0, T=1.0 0.00001 1249.32 78 C=0/0, T=33/45

chr4:186180257 AT/A AT A INDEL SNX25 SNX25:intronic:NM_001317781.1 1 50 intronic NM_001317781.1c.239+39AT>Ap.? 0.99, -1.71 PX domain,PXA domain,Regulator of G protein signaling domain,Sorting nexin C terminalrs754673843,rs757745173 0.0;0.0 (pos.186180257) cellular_component,endosome membrane,intracellular membrane-bounded organelle,molecular_function,negative regulation of pathway-restricted SMAD protein phosphorylation,negative regulation of transforming growth factor beta receptor signaling pathway,phosphatidylinositol binding,protein transport,receptor catabolic process,type I transforming growth factor beta receptor bindingAT=12, A=12AT=0.5, A=0.5 0.00009 40.6677 24 AT=5/7, A=4/8

chr4:186366315 C/C T C SNV

C4orf47,CC

DC110 CCDC110:downstream:NM_152775.3, C4orf47:intronic:NM_001114357.21
100

intronic NM_001114357.2, NM_152775.3c.881+31T>C, c.*341A>Gp.?, p.? 0.26 Domain of unknown function (DUF4586)rs2120414 0.0896 YES 9.936E-1 (pos.186366315) centrosome,cytoplasm,nucleus,protein binding T=0, C=84 T=0.0, C=1.0 0.00001 1370.17 84 T=0/0, C=57/27

chr12:56975001 C/T C T SNV RBMS2 RBMS2:exonic:NM_002898.3 1 52.38 6 synonymous NM_002898.3c.576C>T p.(=) 0.14 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs147815692 8.00E-04 0.0 (pos.56975001) RNA-binding motif protein, single strand interacting, 2RNA binding,RNA processing,nucleic acid binding,nucleus C=10, T=11 C=0.4762, T=0.5238 0.00001 94.7439 21 C=2/8, T=10/1

chr4:186423655 A/A G A SNV PDLIM3 PDLIM3:intronic:NM_014476.5 1 100 intronic NM_014476.5c.906-18C>Tp.? 0.05 Domain of unknown function (DUF4749),LIM domain,PDZ domain (Also known as DHR or GLGF)rs12644280 0.1602 YES 3.016E-1 (pos.186423655) Z disc,actin cytoskeleton,actin filament organization,cytoskeletal protein binding,cytosol,heart development,metal ion binding,protein binding,structural constituent of muscleBenign G=0, A=30 G=0.0, A=1.0 0.00001 451.058 30 G=0/0, A=12/18

chr4:186423677 A/A G A SNV PDLIM3 PDLIM3:intronic:NM_014476.5 1 100 intronic NM_014476.5c.906-40C>Tp.? 0.72 Domain of unknown function (DUF4749),LIM domain,PDZ domain (Also known as DHR or GLGF)rs10866276 0.1458 YES 8.076E-1 (pos.186423677) Z disc,actin cytoskeleton,actin filament organization,cytoskeletal protein binding,cytosol,heart development,metal ion binding,protein binding,structural constituent of muscleG=0, A=33 G=0.0, A=1.0 0.00001 504.597 33 G=0/0, A=12/21

chr4:186427841 C/C T C SNV PDLIM3 PDLIM3:intronic:NM_014476.5 1 100 intronic NM_014476.5c.663-35A>Gp.? -3.71 Domain of unknown function (DUF4749),LIM domain,PDZ domain (Also known as DHR or GLGF)rs2306705 0.1451 YES 7.961E-1 (pos.186427841) Z disc,actin cytoskeleton,actin filament organization,cytoskeletal protein binding,cytosol,heart development,metal ion binding,protein binding,structural constituent of muscleT=0, C=54 T=0.0, C=1.0 0.00001 798.138 54 T=0/0, C=33/21

chr1:24861704 G/A G A SNV RCAN3 RCAN3:exonic:NM_013441.3 1 95.45 5 synonymous NM_013441.3c.663G>A p.(=) -3.59 0.04(COSM1341222)Calcipressin rs196432 0.4612 YES 7.088E-1 (pos.24861704) adenocarcinomaRegulator of calcineurin 3RNA binding,anatomical structure morphogenesis,calcium-dependent protein serine/threonine phosphatase regulator activity,calcium-mediated signaling,cytoplasm,intracellular,protein binding,regulation of calcineurin-NFAT signaling cascade,regulation of catalytic activity,troponin I bindingG=2, A=42 G=0.0455, A=0.9545 0.00001 659.952 44 G=1/1, A=19/23

chr1:24859617 G/A G A SNV RCAN3 RCAN3:exonic:NM_013441.3 1 52.38 4 synonymous NM_013441.3c.414G>A p.(=) -2.35 0.02(COSM3746902)Calcipressin rs196429 0.3194 YES 6.5E-1 (pos.24859617) adenocarcinoma,hepatocellular_carcinomaRegulator of calcineurin 3RNA binding,anatomical structure morphogenesis,calcium-dependent protein serine/threonine phosphatase regulator activity,calcium-mediated signaling,cytoplasm,intracellular,protein binding,regulation of calcineurin-NFAT signaling cascade,regulation of catalytic activity,troponin I bindingG=9, A=11 G=0.45, A=0.55 0.00001 108.176 21 G=5/4, A=8/3

chr13:50126382 A/A G A SNV RCBTB1 RCBTB1:exonic:NM_018191.3 1 100 7 synonymous NM_018191.3c.643C>T p.(=) 0.57 BTB/POZ domain,Regulator of chromosome condensation (RCC1) repeatrs2274278 0.166 YES 8.936E-1 (pos.50126382) RCC1 domain- and BTB domain-containing protein 1cell cycle,covalent chromatin modification,cytoplasm,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedAlcohol-Related Disorders;Alcoholism;Mental Disorders;Substance-Related DisordersG=0, A=20 G=0.0, A=1.0 0.00001 263.781 20 G=0/0, A=10/10

chr13:50141345 A/A G A SNV RCBTB1 RCBTB1:exonic:NM_018191.3 1 100 3 missense NM_018191.3c.71C>T p.Ala24Val 9.36 0.16 64 1 BTB/POZ domain,Regulator of chromosome condensation (RCC1) repeatrs4942848 0.3155 YES 6.354E-1 (pos.50141345) RCC1 domain- and BTB domain-containing protein 1cell cycle,covalent chromatin modification,cytoplasm,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedAlcohol-Related Disorders;Alcoholism;Mental Disorders;Substance-Related DisordersG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=8/13

chr4:187131504 A/A G A SNV CYP4V2 CYP4V2:intronic:NM_207352.3 1 100 intronic NM_207352.3c.1406-119G>Ap.? -0.76 Cytochrome P450rs2102575 YES Cytochrome P450, family 4, subfamily V, polypeptide 2endoplasmic reticulum membrane,fatty acid omega-oxidation,heme binding,integral component of membrane,iron ion binding,monooxygenase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,response to stimulus,retinoid metabolic process,sterol metabolic process,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal DiseasesG=0, A=128 G=0.0, A=1.0 0.00001 2094.85 128 G=0/0, A=53/75

chr1:17739586 A/A G A SNV RCC2 RCC2:exonic:NM_001136204.2 1 100 9 synonymous NM_001136204.2c.1296C>T p.(=) 3.05 Regulator of chromosome condensation (RCC1) repeatrs942457 0.3514 YES 1.624E-1 (pos.17739586) RNA binding,Rac GTPase binding,activation of GTPase activity,cell division,chromosome passenger complex localization to kinetochore,chromosome, centromeric core domain,cytosol,early endosome membrane,establishment of protein localization,focal adhesion assembly,integrin-mediated signaling pathway,membrane,microtubule,microtubule binding,midbody,mitotic spindle midzone,negative regulation of GTPase activity,negative regulation of focal adhesion assembly,negative regulation of substrate adhesion-dependent cell spreading,nucleolus,plasma membrane,positive regulation of G2/M transition of mitotic cell cycle,positive regulation of attachment of spindle microtubules to kinetochore,protein binding,protein domain specific binding,protein kinase binding,regulation of cell migration,regulation of fibroblast migration,regulation of ruffle assembly,sister chromatid cohesion,small GTPase bindingG=0, A=20 G=0.0, A=1.0 0.00001 263.747 20 G=0/0, A=11/9

chr4:187455864 A/A AG A INDEL MTNR1A MTNR1A:intronic:NM_005958.4 1 100 intronic NM_005958.4c.185-153CT>Tp.? 1.02, 0.0 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srxrs200182002,rs377703433,rs60023119,rs796593831YES Melatonin receptor 1AG-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,circadian rhythm,hormone binding,integral component of plasma membrane,mating behavior,melatonin receptor activity,organic cyclic compound binding,plasma membrane,positive regulation of cGMP biosynthetic process,protein binding,receptor complexChild Development Disorders, Pervasive;Eye Diseases;Mental Disorders;Neurodevelopmental Disorders;Retinal DiseasesAgomelatine,Melatonin,Ramelteon,TasimelteonAG=0, A=37 AG=0.0, A=1.0 0.00001 575.137 37 AG=0/0, A=10/27

chr4:187518980 C/C T C SNV FAT1 FAT1:intronic:NM_005245.3 1 100 intronic NM_005245.3c.12258-34A>Gp.? -2.01 Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs1280096 0.2399 YES 9.878E-1 (pos.187518980) FAT tumor suppressor, Drosophila, homolog of, 1actin filament organization,anatomical structure morphogenesis,calcium ion binding,cell adhesion,cell migration,cell-cell adhesion,cell-cell junction,cell-cell signaling,establishment or maintenance of cell polarity,extracellular exosome,filopodium,focal adhesion,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,lamellipodium,membrane,nucleus,perinuclear region of cytoplasm,plasma membrane,protein bindingAdenocarcinoma;Astrocytoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Squamous Cell;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioblastoma;Glioma;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Squamous Cell;Neuroectodermal Tumors;Rectal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesT=0, C=60 T=0.0, C=1.0 0.00001 903.531 60 T=0/0, C=24/36

chr9:4860300 G/G A G SNV RCL1 RCL1:utr_3:NM_005772.4 1 100 9 utr_3 NM_005772.4c.1147A>G p.? -5.34 RNA 3'-terminal phosphate cyclase,RNA 3'-terminal phosphate cyclase (RTC), insert domainrs15583 0.3049 YES 4.537E-1 (pos.4860300) RNA terminal phosphate cyclase-like 1RNA processing,RNA-3'-phosphate cyclase activity,biological_process,catalytic activity,endonucleolytic cleavage in 5'-ETS of tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),endonucleolytic cleavage in ITS1 to separate SSU-rRNA from 5.8S rRNA and LSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),endonucleolytic cleavage of tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),endoribonuclease activity,nucleolus,nucleoplasm,rRNA processing,ribosome biogenesisA=0, G=53 A=0.0, G=1.0 0.00001 782.027 53 A=0/0, G=20/33

chr11:63681513 C/C T C SNV RCOR2 RCOR2:exonic:NM_173587.3 1 100 8 synonymous NM_173587.3c.804A>G p.(=) -0.43 0.05(COSM4146042)ELM2 domain,Myb-like DNA-binding domainrs10897461 3.00E-04 1.0;0.0 (pos.63681513) neoplasm Rest corepressor 2DNA binding transcription factor activity,enzyme binding,negative regulation of transcription from RNA polymerase II promoter,nucleus,transcription corepressor activity,transcription factor binding,transcription factor complex,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor complexT=0, C=41 T=0.0, C=1.0 0.00001 664.549 41 T=0/0, C=16/25

chr19:10129552 G/G C G SNV RDH8 RDH8:exonic:NM_015725.2 1 100 3 missense NM_015725.2c.468C>G p.His156Gln 0.61 0.03 24 1 0.86(COSM1130021),0.86(COSM4386418)Enoyl-(Acyl carrier protein) reductase,KR domain,short chain dehydrogenasers1122206 0.1341 YES 6.86E-2 (pos.10129552) adenocarcinomaRetinol dehydrogenase 8NADP-retinol dehydrogenase activity,cytoplasm,estradiol 17-beta-dehydrogenase activity,estrogen biosynthetic process,integral component of plasma membrane,oxidation-reduction process,response to stimulus,retinol dehydrogenase activity,retinol metabolic process,steroid biosynthetic process,visual perceptionVitamin A C=0, G=38 C=0.0, G=1.0 0.00001 603.76 38 C=0/0, G=8/30

chr4:187534542 C/C T C SNV FAT1 FAT1:intronic:NM_005245.3 1 100 intronic NM_005245.3c.9230-46A>Gp.? 0.27 Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs2249926 0.4792 YES 4.023E-1;2.853E-1 (pos.187534542) FAT tumor suppressor, Drosophila, homolog of, 1actin filament organization,anatomical structure morphogenesis,calcium ion binding,cell adhesion,cell migration,cell-cell adhesion,cell-cell junction,cell-cell signaling,establishment or maintenance of cell polarity,extracellular exosome,filopodium,focal adhesion,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,lamellipodium,membrane,nucleus,perinuclear region of cytoplasm,plasma membrane,protein bindingAdenocarcinoma;Astrocytoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Squamous Cell;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioblastoma;Glioma;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Squamous Cell;Neuroectodermal Tumors;Rectal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesT=0, C=90 T=0.0, C=1.0 0.00001 1480.81 90 T=0/0, C=49/41

chr4:187535588 C/C T C SNV FAT1 FAT1:intronic:NM_005245.3 1 100 intronic NM_005245.3c.9076-90A>Gp.? -0.76 Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs56242383 YES FAT tumor suppressor, Drosophila, homolog of, 1actin filament organization,anatomical structure morphogenesis,calcium ion binding,cell adhesion,cell migration,cell-cell adhesion,cell-cell junction,cell-cell signaling,establishment or maintenance of cell polarity,extracellular exosome,filopodium,focal adhesion,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,lamellipodium,membrane,nucleus,perinuclear region of cytoplasm,plasma membrane,protein bindingAdenocarcinoma;Astrocytoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Squamous Cell;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioblastoma;Glioma;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Squamous Cell;Neuroectodermal Tumors;Rectal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesT=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=13/14

chr19:10131999 C/C T C SNV RDH8 RDH8:exonic:NM_015725.2 1 100 5 missense NM_015725.2c.665T>C p.Met222Thr -0.46 0.69 81 0 0.02(COSM3756249),0.02(COSM3756250)Enoyl-(Acyl carrier protein) reductase,KR domain,short chain dehydrogenasers1644731,rs386806752 0.4543 YES 5.495E-1;0.0 (pos.10131999)adenocarcinomaRetinol dehydrogenase 8NADP-retinol dehydrogenase activity,cytoplasm,estradiol 17-beta-dehydrogenase activity,estrogen biosynthetic process,integral component of plasma membrane,oxidation-reduction process,response to stimulus,retinol dehydrogenase activity,retinol metabolic process,steroid biosynthetic process,visual perceptionVitamin A T=0, C=60 T=0.0, C=1.0 0.00001 903.456 60 T=0/0, C=38/22

chr4:187584771 G/G C G SNV FAT1 FAT1:intronic:NM_005245.3 1 100 intronic NM_005245.3c.3266-4G>Cp.? -0.68 Cadherin domain,Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs172903 0.0502 YES 9.999E-1 (pos.187584771) FAT tumor suppressor, Drosophila, homolog of, 1actin filament organization,anatomical structure morphogenesis,calcium ion binding,cell adhesion,cell migration,cell-cell adhesion,cell-cell junction,cell-cell signaling,establishment or maintenance of cell polarity,extracellular exosome,filopodium,focal adhesion,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,lamellipodium,membrane,nucleus,perinuclear region of cytoplasm,plasma membrane,protein bindingAdenocarcinoma;Astrocytoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Squamous Cell;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glioblastoma;Glioma;Head and Neck Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Squamous Cell;Neuroectodermal Tumors;Rectal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesC=0, G=65 C=0.0, G=1.0 0.00001 996.463 65 C=0/0, G=31/34

chr8:145737636 G/G A G SNV RECQL4 RECQL4:exonic:NM_004260.3 1 100 19 synonymous NM_004260.3c.3127T>C p.(=) 3.29 DEAD/DEAH box helicase,DNA replication and checkpoint protein,Helicase conserved C-terminal domainrs4925828 0.001 YES 7.806E-1 (pos.145737636) DNA helicase, RecQ-like 4ATP binding,ATP-dependent 3'-5' DNA helicase activity,ATP-dependent helicase activity,DNA duplex unwinding,DNA recombination,DNA repair,DNA replication,DNA strand renaturation,annealing helicase activity,base-excision repair,bubble DNA binding,chromosome, telomeric region,cytoplasm,double-strand break repair via homologous recombination,four-way junction helicase activity,helicase activity,membrane,multicellular organism development,nucleic acid binding,nucleus,oxidized purine DNA binding,protein binding,telomere maintenance,telomeric D-loop binding,telomeric D-loop disassemblyBone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniosynostoses;DNA Repair-Deficiency Disorders;Dwarfism;Dysostoses;Endocrine System Diseases;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Heart Septal Defects, Atrial;Infant, Newborn, Diseases;Limb Deformities, Congenital;Metabolic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Rothmund-Thomson Syndrome;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;SynostosisBenign A=0, G=58 A=0.0, G=1.0 0.00001 867.343 58 A=0/0, G=25/33

chr8:21997738 A/T A T SNV REEP4 REEP4:exonic:NM_025232.3 1 52.38 3 synonymous NM_025232.3c.129T>A p.(=) -0.63 0.15(COSM454304)TB2/DP1, HVA22 familyrs35574275 0.1131 YES 3.946E-2 (pos.21997738) neoplasm Receptor expression-enhancing protein 4cell division,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,microtubule,microtubule binding,mitotic nuclear envelope reassembly,nuclear envelope organizationA=10, T=11 A=0.4762, T=0.5238 0.00001 95.3017 21 A=8/2, T=5/6

chr2:79254261 C/C T C SNV REG3G REG3G:exonic:NM_001008387.2 1 100 4 synonymous NM_001008387.2c.297T>C p.(=) -1.06 Lectin C-type domainrs452267 0.1872 YES 9.102E-1 (pos.79254261) Regenerating islet-derived 3-gammaMyD88-dependent toll-like receptor signaling pathway,acute-phase response,antimicrobial humoral immune response mediated by antimicrobial peptide,antimicrobial humoral response,cell wall disruption in other organism,cytolysis in other organism,cytoplasm,defense response to Gram-positive bacterium,extracellular region,negative regulation of keratinocyte differentiation,oligosaccharide binding,peptidoglycan binding,positive regulation of keratinocyte proliferation,positive regulation of wound healingT=0, C=32 T=0.0, C=1.0 0.00001 485.14 32 T=0/0, C=10/22

chr1:8418650 C/C T C SNV RERE RERE:exonic:NM_001042681.1 1 100 20 synonymous NM_001042681.1c.3945A>G p.(=) -0.91 0.13(COSM3751406)Atrophin-1 family,BAH domain,ELM2 domain,GATA zinc fingerrs1058766,rs386628264,rs762542864,rs770766892,rs7765434710.321 YES 0.0 (pos.8418638),0.0;1.197E-4;0.0;1.197E-4 (pos.8418640),1.191E-4 (pos.8418643),8.889E-1 (pos.8418650)adenocarcinoma,neoplasmRE repeats-encoding geneDNA binding,DNA binding transcription factor activity,NLS-bearing protein import into nucleus,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription corepressor activity,branching morphogenesis of a nerve,cerebellar Purkinje cell layer maturation,cerebellar granule cell precursor proliferation,chromatin binding,chromatin remodeling,dendrite morphogenesis,histone deacetylase complex,negative regulation of transcription from RNA polymerase II promoter,nucleus,poly-glutamine tract binding,positive regulation of transcription from RNA polymerase II promoter,protein binding,radial glia guided migration of Purkinje cell,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templated,zinc ion bindingArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Hypopigmentation;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Pigmentation Disorders;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoT=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=6/21

chr4:189065104 G/G T G SNV TRIML1 TRIML1:intronic:NM_178556.4 1 100 intronic NM_178556.4c.759-86T>Gp.? -0.53 RING-type zinc-finger,SPRY domain,SPRY-associated domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs9784566 0.1025 YES metal ion binding,multicellular organism development,protein ubiquitination,transferase activityT=0, G=47 T=0.0, G=1.0 0.00001 789.282 47 T=0/0, G=30/17

chr1:8421203 C/C T C SNV RERE RERE:exonic:NM_001042681.1 1 100 18 synonymous NM_001042681.1c.2364A>G p.(=) -3.73 0.03(COSM426747)Atrophin-1 family,BAH domain,ELM2 domain,GATA zinc fingerrs13596 0.316 YES 9.204E-1 (pos.8421203) adenocarcinomaRE repeats-encoding geneDNA binding,DNA binding transcription factor activity,NLS-bearing protein import into nucleus,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription corepressor activity,branching morphogenesis of a nerve,cerebellar Purkinje cell layer maturation,cerebellar granule cell precursor proliferation,chromatin binding,chromatin remodeling,dendrite morphogenesis,histone deacetylase complex,negative regulation of transcription from RNA polymerase II promoter,nucleus,poly-glutamine tract binding,positive regulation of transcription from RNA polymerase II promoter,protein binding,radial glia guided migration of Purkinje cell,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templated,zinc ion bindingArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Hypopigmentation;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Pigmentation Disorders;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoT=0, C=29 T=0.0, C=1.0 0.00001 427.599 29 T=0/0, C=22/7

chr1:8425900 C/C T C SNV RERE RERE:exonic:NM_001042681.1 1 100 13 synonymous NM_001042681.1c.1419A>G p.(=) -0.81 0.14(COSM5021262)Atrophin-1 family,BAH domain,ELM2 domain,GATA zinc fingerrs3753275 0.1912 YES 4.694E-2 (pos.8425900) osteosarcoma RE repeats-encoding geneDNA binding,DNA binding transcription factor activity,NLS-bearing protein import into nucleus,RNA polymerase II transcription coactivator activity,RNA polymerase II transcription corepressor activity,branching morphogenesis of a nerve,cerebellar Purkinje cell layer maturation,cerebellar granule cell precursor proliferation,chromatin binding,chromatin remodeling,dendrite morphogenesis,histone deacetylase complex,negative regulation of transcription from RNA polymerase II promoter,nucleus,poly-glutamine tract binding,positive regulation of transcription from RNA polymerase II promoter,protein binding,radial glia guided migration of Purkinje cell,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templated,zinc ion bindingArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Hypopigmentation;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Pigmentation Disorders;Rheumatic Diseases;Skin Diseases;Skin and Connective Tissue Diseases;VitiligoT=0, C=211 T=0.0, C=1.0 0.00001 3453.06 211 T=0/0, C=108/103

chr4:2087202 G/G A G SNV POLN POLN:intronic:NM_181808.3 1 100 intronic NM_181808.3c.2197+138T>Cp.? 0.24 DNA polymerase family Ars3135157 YES Polymerase, DNA, nu5'-3' exonuclease activity,DNA binding,DNA biosynthetic process,DNA-dependent DNA replication,DNA-directed DNA polymerase activity,cyclin binding,cytoplasm,double-strand break repair via homologous recombination,interstrand cross-link repair,nucleolus,nucleoplasm,nucleus,protein binding,translesion synthesisA=0, G=73 A=0.0, G=1.0 0.00001 1150.5 73 A=0/0, G=34/39

chr2:220193932 C/A C A SNV RESP18 RESP18:exonic:NM_001007089.3 1 53.13 5 nonsense NM_001007089.3c.508G>T p.Glu170Ter 1.37 0(COSM5592845)RESP18 domainrs183914238 3.00E-04 0.0;0.0;0.0 (pos.220193932)malignant_melanomaRegulated endocrine-specific protein 18Golgi apparatus,endoplasmic reticulum,extracellular region,in utero embryonic developmentC=15, A=17 C=0.4688, A=0.5313 0.00001 173.559 32 C=11/4, A=6/11

chr2:220197424 C/T C T SNV RESP18 RESP18:exonic:NM_001007089.3 1 50 2 synonymous NM_001007089.3c.54G>A p.(=) -0.82 0.01(COSM3757961)RESP18 domainrs2385403 YES 6.379E-2 (pos.220197424)adenocarcinomaRegulated endocrine-specific protein 18Golgi apparatus,endoplasmic reticulum,extracellular region,in utero embryonic developmentC=24, T=24 C=0.5, T=0.5 0.00001 277.234 48 C=9/15, T=8/16

chr4:25391983 C/T C T SNV ANAPC4 ANAPC4:intronic:NM_013367.2 1 57.14 intronic NM_013367.2c.600+141C>Tp.? -0.08 Anaphase-promoting complex subunit 4 WD40 domain,Anaphase-promoting complex, cyclosome, subunit 4rs10001307 YES Anaphase-promoting complex, subunit 4anaphase-promoting complex,anaphase-promoting complex-dependent catabolic process,cell division,cytosol,negative regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,nucleoplasm,nucleus,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,proteasome-mediated ubiquitin-dependent protein catabolic process,protein K11-linked ubiquitination,protein binding,protein phosphatase binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of mitotic metaphase/anaphase transition,regulation of ubiquitin-protein ligase activity involved in mitotic cell cycle,ubiquitin-protein transferase activityC=15, T=20 C=0.4286, T=0.5714 0.00001 218.683 35 C=1/14, T=3/17

chr4:26364300 G/G C G SNV RBPJ RBPJ:intronic:NM_015874.4 1 100 intronic NM_015874.4c.21-23675C>Gp.? -2.73 Beta-trefoil DNA-binding domain,LAG1, DNA bindingrs13116873 0.4397 YES 5.517E-1;0.0 (pos.26364300) Recombination signal-binding protein 1 for kappa J regionB cell differentiation,Clara cell differentiation,DNA binding,DNA binding transcription factor activity,DNA recombination,MAML1-RBP-Jkappa- ICN1 complex,Notch signaling involved in heart development,Notch signaling pathway,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II core promoter sequence-specific DNA binding,RNA polymerase II repressing transcription factor binding,angiogenesis,arterial endothelial cell fate commitment,atrioventricular canal development,auditory receptor cell fate commitment,blood vessel endothelial cell fate specification,blood vessel lumenization,blood vessel remodeling,cardiac left ventricle morphogenesis,chromatin binding,cytoplasm,defense response to bacterium,dorsal aorta morphogenesis,endocardium morphogenesis,epidermal cell fate specification,epithelial to mesenchymal transition,epithelial to mesenchymal transition involved in endocardial cushion formation,hair follicle maturation,humoral immune response,inflammatory response to antAbnormalities, Multiple;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ectodermal Dysplasia;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Immune System Diseases;Joint Diseases;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Rheumatic Diseases;Scalp Dermatoses;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesC=0, G=24 C=0.0, G=1.0 0.00001 334.79 24 C=0/0, G=14/10

chr4:2829077 T/C T C SNV SH3BP2 SH3BP2:intronic:NM_001145856.1 1 95.83 intronic NM_001145856.1c.688+32T>Cp.? -1.05 PH domain,SH2 domainrs2269485 0.2835 YES 5.312E-1 (pos.2829077) SH3-domain binding protein 2SH3 domain binding,SH3/SH2 adaptor activity,phosphotyrosine residue binding,positive regulation of signal transduction,protein binding,signal transductionBone Diseases;Bone Diseases, Developmental;Cherubism;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Fibrous Dysplasia of Bone;Genetic Diseases, Inborn;Jaw Diseases;Maxillofacial Abnormalities;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Stomatognathic DiseasesT=1, C=23 T=0.0417, C=0.9583 0.00001 306.643 24 T=1/0, C=3/20

chr4:2933031 C/T C T SNV MFSD10 MFSD10:intronic:NM_001146069.1 1 57.14 intronic NM_001146069.1c.1115-30G>Ap.? 0.18 Major Facilitator Superfamily,Sugar (and other) transporterrs55754437 0.2343 YES 3.177E-2 (pos.2933031) apoptotic process,brush border membrane,cytoplasmic vesicle membrane,integral component of membrane,organic anion transmembrane transporter activity,sodium-independent organic anion transport,tetracycline transport,tetracycline transporter activity,transmembrane transport,transportC=12, T=16 C=0.4286, T=0.5714 0.00001 161.757 28 C=5/7, T=14/2

chr4:3029588 A/A G A SNV GRK4 GRK4:intronic:NM_182982.2 1 100 intronic NM_182982.2c.971-51G>Ap.? 0.01 Kinase-like,Protein kinase domain,Protein tyrosine kinase,Regulator of G protein signaling domainrs2857844 0.3933 YES 6.804E-1 (pos.3029588) G protein-coupled receptor kinase 4ATP binding,G-protein coupled receptor internalization,G-protein coupled receptor kinase activity,cell cortex,cytosol,dendrite,neuronal cell body,photoreceptor disc membrane,protein phosphorylation,receptor internalization,regulation of G-protein coupled receptor protein signaling pathway,regulation of rhodopsin mediated signaling pathway,rhodopsin kinase activity,signal transductionG=0, A=40 G=0.0, A=1.0 0.00001 644.253 40 G=0/0, A=32/8

chr4:3116847 A/G A G SNV HTT HTT:intronic:NM_002111.8 1 45.45 intronic NM_002111.8c.748-184A>Gp.? -1.74 Huntingtin protein regionrs1419036 YES Huntingtin,Solute carrier family 6 (neurotransmitter transporter, serotonin), member 4Golgi apparatus,Golgi organization,animal organ development,apoptotic process,autophagosome,axon,beta-tubulin binding,centriole,cytoplasm,cytoplasmic vesicle membrane,cytosol,dendrite,dynactin binding,dynein intermediate chain binding,endoplasmic reticulum,establishment of mitotic spindle orientation,heat shock protein binding,identical protein binding,inclusion body,ion channel binding,kinase binding,late endosome,lipid transport,lipid transporter activity,negative regulation of extrinsic apoptotic signaling pathway,nucleoplasm,nucleus,p53 binding,perinuclear region of cytoplasm,positive regulation of aggrephagy,positive regulation of apoptotic process,positive regulation of autophagy of mitochondrion,positive regulation of cilium assembly,positive regulation of inositol 1,4,5-trisphosphate-sensitive calcium-release channel activity,positive regulation of lipophagy,profilin binding,protein binding,protein complex,protein destabilization,regulation of phosphoprotein phosphatase activity,retrograde vesicle-medBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Chorea;Cognition Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Dyskinesias;Genetic Diseases, Inborn;Heavy Metal Poisoning, Nervous System;Heredodegenerative Disorders, Nervous System;Huntington Disease;Manganese Poisoning;Mental Disorders;Movement Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurotoxicity SyndromesA=18, G=15 A=0.5455, G=0.4545 0.00001 141.438 33 A=16/2, G=14/1

chr10:43613843 T/T G T SNV RET RET:exonic:NM_020975.4 1 100 13 synonymous NM_020975.4c.2307G>T p.(=) 1.23 0.79(COSM4418405),0.79(COSM4418406)Cadherin domain,Protein kinase domain,Protein tyrosine kinasers1800861 0.2347 YES 4.999E-1 (pos.43613843) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ex-pleomorphic_adenoma_carcinomaRET transforming sequence; oncogene RETATP binding,MAPK cascade,Peyer's patch morphogenesis,Ras guanyl-nucleotide exchange factor activity,activation of cysteine-type endopeptidase activity involved in apoptotic process,axon,axon guidance,calcium ion binding,cellular response to retinoic acid,cytosol,dendrite,early endosome,embryonic epithelial tube formation,endosome membrane,enteric nervous system development,homophilic cell adhesion via plasma membrane adhesion molecules,innervation,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,lymphocyte migration into lymphoid organs,membrane,membrane protein proteolysis,membrane raft,neural crest cell migration,neuron cell-cell adhesion,neuron maturation,neuronal cell body,peptidyl-tyrosine phosphorylation,plasma membrane,plasma membrane protein complex,positive regulation of cell adhesion mediated by integrin,positive regulation of cell migration,positive regulation of cell size,positive regulation of extrinsic apoptotic signaling pathway in abACMG Recommendations...;Adenocarcinoma;Amyloidosis;Amyloidosis, Familial;Apnea;Brain Diseases;Burkitt Lymphoma;Carcinoma;Carcinoma, Medullary;Carcinoma, Neuroendocrine;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyssomnias;Endocrine Gland Neoplasms;Endocrine System Diseases;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Hirschsprung Disease;Hypoventilation;Immune System Diseases;Immunoproliferative Disorders;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Male Urogenital Diseases;Megacolon;Metabolic Diseases;Metabolism, Inborn Errors;Mult1-Ter-Butyl-3-P-Tolyl-1h-Pyrazolo3,4-DPyrimidin-4-Ylamine,Amuvatinib,Cabozantinib,Imatinib,Ponatinib,Regorafenib,Sorafenib,Vandetanib,XL999Benign G=0, T=44 G=0.0, T=1.0 0.00001 726.569 44 G=0/0, T=18/26

chr4:3235184 G/G GC G INDEL HTT HTT:intronic:NM_002111.8 1 100 intronic NM_002111.8c.8456+104GC>Gp.? -0.06, -1.2 Huntingtin protein regionrs3216820,rs796542024 YES Huntingtin,Solute carrier family 6 (neurotransmitter transporter, serotonin), member 4Golgi apparatus,Golgi organization,animal organ development,apoptotic process,autophagosome,axon,beta-tubulin binding,centriole,cytoplasm,cytoplasmic vesicle membrane,cytosol,dendrite,dynactin binding,dynein intermediate chain binding,endoplasmic reticulum,establishment of mitotic spindle orientation,heat shock protein binding,identical protein binding,inclusion body,ion channel binding,kinase binding,late endosome,lipid transport,lipid transporter activity,negative regulation of extrinsic apoptotic signaling pathway,nucleoplasm,nucleus,p53 binding,perinuclear region of cytoplasm,positive regulation of aggrephagy,positive regulation of apoptotic process,positive regulation of autophagy of mitochondrion,positive regulation of cilium assembly,positive regulation of inositol 1,4,5-trisphosphate-sensitive calcium-release channel activity,positive regulation of lipophagy,profilin binding,protein binding,protein complex,protein destabilization,regulation of phosphoprotein phosphatase activity,retrograde vesicle-medBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Chorea;Cognition Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Dyskinesias;Genetic Diseases, Inborn;Heavy Metal Poisoning, Nervous System;Heredodegenerative Disorders, Nervous System;Huntington Disease;Manganese Poisoning;Mental Disorders;Movement Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurotoxicity SyndromesGC=0, G=156GC=0.0, G=1.0 0.00001 2404.44 156 GC=0/0, G=56/100

chr4:3235241 G/G A G SNV HTT HTT:intronic:NM_002111.8 1 100 intronic NM_002111.8c.8456+161A>Gp.? -0.15 Huntingtin protein regionrs362314 YES Huntingtin,Solute carrier family 6 (neurotransmitter transporter, serotonin), member 4Golgi apparatus,Golgi organization,animal organ development,apoptotic process,autophagosome,axon,beta-tubulin binding,centriole,cytoplasm,cytoplasmic vesicle membrane,cytosol,dendrite,dynactin binding,dynein intermediate chain binding,endoplasmic reticulum,establishment of mitotic spindle orientation,heat shock protein binding,identical protein binding,inclusion body,ion channel binding,kinase binding,late endosome,lipid transport,lipid transporter activity,negative regulation of extrinsic apoptotic signaling pathway,nucleoplasm,nucleus,p53 binding,perinuclear region of cytoplasm,positive regulation of aggrephagy,positive regulation of apoptotic process,positive regulation of autophagy of mitochondrion,positive regulation of cilium assembly,positive regulation of inositol 1,4,5-trisphosphate-sensitive calcium-release channel activity,positive regulation of lipophagy,profilin binding,protein binding,protein complex,protein destabilization,regulation of phosphoprotein phosphatase activity,retrograde vesicle-medBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Chorea;Cognition Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Dyskinesias;Genetic Diseases, Inborn;Heavy Metal Poisoning, Nervous System;Heredodegenerative Disorders, Nervous System;Huntington Disease;Manganese Poisoning;Mental Disorders;Movement Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurotoxicity SyndromesA=0, G=159 A=0.0, G=1.0 0.00001 2563.4 159 A=0/0, G=55/104

chr2:220047393 T/T C T SNV RETREG2 RETREG2:utr_3:NM_024293.5 1 100 9 utr_3 NM_024293.5c.1674C>T p.? 0.26 rs3731901 0.3753 YES 2.842E-1 (pos.220047393) integral component of membrane,protein binding C=0, T=50 C=0.0, T=1.0 0.00001 836.868 50 C=0/0, T=28/22

chr4:3446279 AC/AC A AC INDEL HGFAC HGFAC:intronic:NM_001528.3 1 100 intronic NM_001528.3c.731-71A>ACp.? -1.51 EGF-like domain,Fibronectin type I domain,Fibronectin type II domain,Human growth factor-like EGF,Kringle domain,TrypsinHepatocyte growth factor activatorcytosol,extracellular region,extracellular space,proteolysis,rough endoplasmic reticulum,serine-type endopeptidase activity,serine-type peptidase activityAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialA=0, AC=25 A=0.0, AC=1.0 0.00001 271.498 25 A=0/0, AC=13/12

chr4:3516742 A/G A G SNV LRPAP1 LRPAP1:intronic:NM_002337.3 1 50 intronic NM_002337.3c.835-87T>Cp.? 0.12 Alpha-2-macroglobulin RAP, C-terminal domain,Alpha-2-macroglobulin RAP, N-terminal domainrs1794442 YES Low density lipoprotein-related protein-associated protein 1 (alpha-2-macroglobulin receptor-associated protein 1)Golgi apparatus,Golgi lumen,amyloid-beta binding,cell surface,cis-Golgi network,endoplasmic reticulum,endoplasmic reticulum-Golgi intermediate compartment,endosome,endosome lumen,extracellular negative regulation of signal transduction,extracellular region,heparin binding,lipase binding,low-density lipoprotein particle receptor binding,negative regulation of amyloid-beta clearance,negative regulation of cell death,negative regulation of protein binding,negative regulation of receptor internalization,negative regulation of very-low-density lipoprotein particle clearance,plasma membrane,positive regulation of amyloid-beta clearance,protein binding,receptor antagonist activity,receptor binding,regulation of receptor-mediated endocytosis,rough endoplasmic reticulum lumen,transcytosis,very-low-density lipoprotein particle receptor bindingA=12, G=12 A=0.5, G=0.5 0.00001 106.706 24 A=2/10, G=6/6



chr6:111688682 G/A G A SNV REV3L REV3L:exonic:NM_002912.4 1 50 15 synonymous NM_002912.4c.6309C>T p.(=) 0.66 C4-type zinc-finger of DNA polymerase delta,DNA polymerase family B,DNA polymerase family B, exonuclease domain,Domain of unknown function (DUF4683)rs3218590 3.00E-04 YES 0.0 (pos.111688682) Rev-3, yeast, homolog-like (polymerase, DNA, zeta)3'-5' exonuclease activity,4 iron, 4 sulfur cluster binding,DNA binding,DNA-dependent DNA replication,DNA-directed DNA polymerase activity,error-prone translesion synthesis,metal ion binding,nucleic acid phosphodiester bond hydrolysis,nucleolus,nucleoplasm,nucleotide binding,nucleus,protein binding,translesion synthesis,zeta DNA polymerase complexAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Facial Nerve Diseases;Infant, Newborn, Diseases;Mobius Syndrome;Mouth Diseases;Nervous System Diseases;Psoriasis;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Stomatognathic DiseasesG=10, A=10 G=0.5, A=0.5 0.00001 82.8861 20 G=3/7, A=4/6

chr4:36149025 A/A G A SNV ARAP2 ARAP2:intronic:NM_015230.3 1 100 intronic NM_015230.3c.3200-44C>Tp.? 0.18 PH domain,Putative GTPase activating protein for Arf,Ras association (RalGDS/AF-6) domain,RhoGAP domain,SAM domain (Sterile alpha motif)rs1567483 0.0648 YES 9.102E-1 (pos.36149025) ArfGAP with RhoGAP domain, ankyrin repeat and PH domain 2GTPase activator activity,cytosol,metal ion binding,phosphatidylinositol-3,4,5-trisphosphate binding,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=6/19

chr4:36149113 T/T C T SNV ARAP2 ARAP2:intronic:NM_015230.3 1 100 intronic NM_015230.3c.3199+57G>Ap.? -0.8 PH domain,Putative GTPase activating protein for Arf,Ras association (RalGDS/AF-6) domain,RhoGAP domain,SAM domain (Sterile alpha motif)rs1567484 YES ArfGAP with RhoGAP domain, ankyrin repeat and PH domain 2GTPase activator activity,cytosol,metal ion binding,phosphatidylinositol-3,4,5-trisphosphate binding,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesC=0, T=75 C=0.0, T=1.0 0.00001 1189.76 75 C=0/0, T=35/40

chr4:36160340 T/T G T SNV ARAP2 ARAP2:intronic:NM_015230.3 1 100 intronic NM_015230.3c.2752+12C>Ap.? -0.36 PH domain,Putative GTPase activating protein for Arf,Ras association (RalGDS/AF-6) domain,RhoGAP domain,SAM domain (Sterile alpha motif)rs1546495 0.1823 YES 9.079E-1;0.0 (pos.36160340) ArfGAP with RhoGAP domain, ankyrin repeat and PH domain 2GTPase activator activity,cytosol,metal ion binding,phosphatidylinositol-3,4,5-trisphosphate binding,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesG=0, T=20 G=0.0, T=1.0 0.00001 268.183 20 G=0/0, T=10/10

chr4:36168706 CAAAA/C CAAAA C INDEL ARAP2 ARAP2:intronic:NM_015230.3 4 47.62 intronic NM_015230.3c.1858-37TTTTG>Gp.? 0.0, -2.54, 0.03, 0.13, 0.24 PH domain,Putative GTPase activating protein for Arf,Ras association (RalGDS/AF-6) domain,RhoGAP domain,SAM domain (Sterile alpha motif)rs146070746,rs200112447,rs3055951,rs543219392,rs771904836,rs775234286,rs7790408760.3943 YES 0.0 (pos.36168710),0.0;0.0 (pos.36168702),6.335E-1;2.335E-2;2.813E-4;0.0 (pos.36168706)ArfGAP with RhoGAP domain, ankyrin repeat and PH domain 2GTPase activator activity,cytosol,metal ion binding,phosphatidylinositol-3,4,5-trisphosphate binding,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesCAAAA=33, C=30CAAAA=0.5238, C=0.4762 0.00001 50 63

chr16:20855309 G/G A G SNV REXO5 REXO5:exonic:NM_030941.2 1 100 16 synonymous NM_030941.2c.1680A>G p.(=) 0.02 Exonuclease,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs9929443 0.1013 YES 8.752E-1 (pos.20855309) RNA binding,exonuclease activity,extracellular exosome,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleolusA=0, G=44 A=0.0, G=1.0 0.00001 726.412 44 A=0/0, G=37/7

chr4:37828175 T/C T C SNV PGM2 PGM2:upstream:NM_018290.3 1 57.58 intronic NM_018290.3c.-180T>C p.? -2.27 rs2059484,rs527878678 YES Phosphoglucomutase-2carbohydrate metabolic process,cytosol,deoxyribose phosphate catabolic process,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,galactose catabolic process,glucose metabolic process,glycogen biosynthetic process,glycogen catabolic process,intramolecular transferase activity, phosphotransferases,magnesium ion binding,neutrophil degranulation,pentose-phosphate shunt,phosphoglucomutase activity,phosphopentomutase activity,protein binding,secretory granule lumenT=14, C=19 T=0.4242, C=0.5758 0.00001 204.396 33 T=12/2, C=12/7

chr4:39302029 C/C T C SNV RFC1 RFC1:exonic:NM_001204747.1 1 100 20 synonymous NM_001204747.1c.2544A>G p.(=) -1.97 0.11(COSM3760619)ATPase family associated with various cellular activities (AAA),BRCA1 C Terminus (BRCT) domain,Replication factor RFC1 C terminal domain,twin BRCT domainrs2066786 0.4349 YES 6.623E-1 (pos.39302029) adenocarcinoma,osteosarcomaReplication factor C1, 145kD (activator 1, 145kD)ATP binding,DNA binding,DNA clamp loader activity,DNA damage response, detection of DNA damage,DNA replication,DNA replication factor C complex,DNA-dependent DNA replication,cytoplasm,double-stranded DNA binding,enzyme activator activity,error-free translesion synthesis,error-prone translesion synthesis,extracellular exosome,negative regulation of transcription from RNA polymerase II promoter,nucleolus,nucleoplasm,nucleotide-excision repair, DNA gap filling,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleus,positive regulation of catalytic activity,positive regulation of transcription, DNA-templated,protein binding,protein domain specific binding,sequence-specific DNA binding,telomere maintenance via semi-conservative replication,telomere maintenance via telomerase,transcription, DNA-templated,transcription-coupled nucleotide-excision repair,translesion synthesisColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Osteosarcoma;SarcomaT=0, C=32 T=0.0, C=1.0 0.00001 485.138 32 T=0/0, C=15/17

chr4:38933690 A/C A C SNV FAM114A1 FAM114A1:intronic:NM_138389.3 1 95.45 intronic NM_138389.3c.1324-166A>Cp.? 0.28 Protein of unknown function (DUF719)rs4832792 YES Golgi apparatus,cytosol,nucleoplasm,nucleus,protein bindingA=1, C=21 A=0.0455, C=0.9545 0.00001 271.086 22 A=1/0, C=11/10

chr4:38933726 G/G A G SNV FAM114A1 FAM114A1:intronic:NM_138389.3 1 100 intronic NM_138389.3c.1324-130A>Gp.? 0.01 Protein of unknown function (DUF719)rs4833106 YES Golgi apparatus,cytosol,nucleoplasm,nucleus,protein bindingA=0, G=22 A=0.0, G=1.0 0.00001 298.891 22 A=0/0, G=12/10

chr1:151316161 A/A G A SNV RFX5 RFX5:exonic:NM_000449.3 1 100 9 synonymous NM_000449.3c.753C>T p.(=) 0.23 AT hook motif,RFX DNA-binding domain,RFX5 DNA-binding domainrs1752386 2.00E-04 1.0 (pos.151316161) Regulatory factor X, 5 (influences HLA class II expression)DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,negative regulation of transcription from RNA polymerase II promoter,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Immune System Diseases;Immunologic Deficiency Syndromes;Infant, Newborn, Diseases;Metabolic Diseases;Nutritional and Metabolic Diseases;Severe Combined ImmunodeficiencyBenign G=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=20/6

chr4:39064126 C/C G C SNV KLHL5 KLHL5:intronic:NM_001007075.2 1 100 intronic NM_001007075.2c.-93-53G>Cp.? 2.37 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs2711942 0.2525 YES 8.354E-1;0.0 (pos.39064126) Kelch-like 5 Cul3-RING ubiquitin ligase complex,actin binding,biological_process,cytoplasm,cytoskeleton,cytosol,molecular_function,post-translational protein modification,protein ubiquitination,ubiquitin-protein transferase activityAsthma;Bronchial Diseases;Cocaine-Related Disorders;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Respiratory Hypersensitivity;Respiratory Tract Diseases;Substance-Related DisordersG=0, C=37 G=0.0, C=1.0 0.00001 583.706 37 G=0/0, C=17/20

chr4:39064162 C/C A C SNV KLHL5 KLHL5:intronic:NM_001007075.2 1 100 intronic NM_001007075.2c.-93-17A>Cp.? 0.82 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs2711941 0.253 YES 8.352E-1;0.0 (pos.39064162) Kelch-like 5 Cul3-RING ubiquitin ligase complex,actin binding,biological_process,cytoplasm,cytoskeleton,cytosol,molecular_function,post-translational protein modification,protein ubiquitination,ubiquitin-protein transferase activityAsthma;Bronchial Diseases;Cocaine-Related Disorders;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Respiratory Hypersensitivity;Respiratory Tract Diseases;Substance-Related DisordersA=0, C=38 A=0.0, C=1.0 0.00001 603.765 38 A=0/0, C=16/22

chr4:39104772 T/T G T SNV KLHL5 KLHL5:intronic:NM_001007075.2 1 100 intronic NM_001007075.2c.1301-135G>Tp.? -0.98 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs12506723 YES Kelch-like 5 Cul3-RING ubiquitin ligase complex,actin binding,biological_process,cytoplasm,cytoskeleton,cytosol,molecular_function,post-translational protein modification,protein ubiquitination,ubiquitin-protein transferase activityAsthma;Bronchial Diseases;Cocaine-Related Disorders;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Respiratory Hypersensitivity;Respiratory Tract Diseases;Substance-Related DisordersG=0, T=53 G=0.0, T=1.0 0.00001 783.856 53 G=0/0, T=14/39

chr4:39109399 G/G A G SNV KLHL5 KLHL5:intronic:NM_001007075.2 1 100 intronic NM_001007075.2c.1688+48A>Gp.? -1.05 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs12508577 0.3931 YES 5.279E-1 (pos.39109399) Kelch-like 5 Cul3-RING ubiquitin ligase complex,actin binding,biological_process,cytoplasm,cytoskeleton,cytosol,molecular_function,post-translational protein modification,protein ubiquitination,ubiquitin-protein transferase activityAsthma;Bronchial Diseases;Cocaine-Related Disorders;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Respiratory Hypersensitivity;Respiratory Tract Diseases;Substance-Related DisordersA=0, G=39 A=0.0, G=1.0 0.00001 623.98 39 A=0/0, G=15/24

chr4:39205365 T/T C T SNV WDR19 WDR19:intronic:NM_025132.3 1 100 intronic NM_025132.3c.603+23C>Tp.? -0.11 WD domain, G-beta repeatrs1451817 7.00E-04 YES 1.0 (pos.39205365) WD repeat-containing protein 19cell morphogenesis,ciliary receptor clustering involved in smoothened signaling pathway,ciliary tip,cilium,cilium assembly,cytoplasm,cytoskeleton,digestive system development,ear morphogenesis,embryonic camera-type eye development,embryonic cranial skeleton morphogenesis,embryonic limb morphogenesis,gonad development,in utero embryonic development,intraciliary retrograde transport,intraciliary transport involved in cilium assembly,intraciliary transport particle A,motile cilium,myotome development,nervous system process,non-motile cilium,nucleoplasm,photoreceptor connecting cilium,photoreceptor outer segment,smoothened signaling pathway involved in dorsal/ventral neural tube patterningAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Craniofacial Abnormalities;Craniosynostoses;Dysostoses;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Kidney Diseases;Kidney Diseases, Cystic;Leber Congenital Amaurosis;Male Urogenital Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurodegenerative Diseases;Optic Atrophies, Hereditary;Optic Atrophy;Optic Nerve Diseases;Osteochondrodysplasias;Retinal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Synostosis;Urologic DiseasesC=0, T=59 C=0.0, T=1.0 0.00001 885.367 59 C=0/0, T=28/31

chr15:56386577 G/G T G SNV RFX7 RFX7:exonic:NM_022841.5 1 100 9 missense NM_022841.5c.3349A>C p.Asn1117His 6.31 1 68 0 RFX DNA-binding domainrs7170589 0 YES 1.0 (pos.56386577) Regulatory factor X, 7DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,nucleus,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templatedHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeT=0, G=67 T=0.0, G=1.0 0.00001 1034.43 67 T=0/0, G=23/44

chr2:108496435 A/A T A SNV RGPD4 RGPD4:exonic:NM_182588.2 1 100 21 missense NM_182588.2c.4936T>A p.Trp1646Arg 3.94 0 101 0.994 0.79(COSM1136314),0.79(COSM3894471)GRIP domain,Rab binding domain,RanBP1 domain,Tetratricopeptide repeatrs832352 YES 3.259E-1 (pos.108496435)acute_myeloid_leukaemia,adenocarcinoma,astrocytoma_Grade_IV,clear_cell_renal_cell_carcinoma,malignant_melanoma,squamous_cell_carcinomaRANBP2-like and GRIP domain-containing protein 4G1/S transition of mitotic cell cycle,GTPase activator activity,RNA export from nucleus,Ran GTPase binding,centrosome,cytoplasm,nucleus,positive regulation of GTPase activity,positive regulation of mitotic centrosome separation,protein import into nucleus,spindle organization,ubiquitin-dependent protein catabolic processT=0, A=23 T=0.0, A=1.0 0.00001 316.747 23 T=0/0, A=7/16

chr2:108443511 G/G C G SNV

RGPD4,RGP

D4-AS1 RGPD4-AS1:upstream:NR_024439.1, RGPD4:exonic:NM_182588.2 1
99.26

1 synonymous NR_024439.1, NM_182588.2c.42C>G p.(=) -0.14 0.01(COSM4132952),0.01(COSM4132953)GRIP domain,Rab binding domain,RanBP1 domain,Tetratricopeptide repeatrs7576738 YES 3.991E-1;0.0;0.0 (pos.108443511)neoplasm,squamous_cell_carcinomaRANBP2-like and GRIP domain-containing protein 4G1/S transition of mitotic cell cycle,GTPase activator activity,RNA export from nucleus,Ran GTPase binding,centrosome,cytoplasm,nucleus,positive regulation of GTPase activity,positive regulation of mitotic centrosome separation,protein import into nucleus,spindle organization,ubiquitin-dependent protein catabolic processC=1, G=135 C=0.0074, G=0.9926 0.00001 2219.74 136 C=0/1, G=57/78

chr4:39456635 C/C T C SNV RPL9 RPL9:intronic:NM_001024921.3 1 100 intronic NM_001024921.3c.392-71A>Gp.? -0.23 Ribosomal protein L6rs10025155 YES Ribosomal protein L9RNA binding,SRP-dependent cotranslational protein targeting to membrane,cytoplasmic translation,cytosol,cytosolic large ribosomal subunit,extracellular matrix,focal adhesion,membrane,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleus,protein binding,rRNA binding,rRNA processing,ribosome,structural constituent of ribosome,translation,translational initiation,viral transcriptionT=0, C=39 T=0.0, C=1.0 0.00001 623.977 39 T=0/0, C=11/28

chr4:39474868 A/A G A SNV LIAS LIAS:intronic:NM_006859.3 1 100 intronic NM_006859.3c.1066+37G>Ap.? -1.3 N-terminal domain of lipoyl synthase of Radical_SAM family,Radical SAM superfamilyrs749915 0.2126 YES 7.25E-2 (pos.39474868) Lipoic acid synthase4 iron, 4 sulfur cluster binding,catalytic activity,cellular nitrogen compound metabolic process,inflammatory response,iron-sulfur cluster binding,lipoate biosynthetic process,lipoate synthase activity,metal ion binding,mitochondrial matrix,mitochondrion,neural tube closure,protein lipoylation,response to lipopolysaccharide,response to oxidative stressLipoic Acid G=0, A=36 G=0.0, A=1.0 0.00001 563.744 36 G=0/0, A=16/20

chr10:86012713 T/T C T SNV RGR RGR:exonic:NM_002921.3 1 100 4 synonymous NM_002921.3c.471C>T p.(=) 1.7 0.12(COSM146980)7 transmembrane receptor (rhodopsin family)rs1042454 0.3643 YES 2.974E-1;0.0 (pos.86012713)adenocarcinoma,adenoma,neoplasmRal guanine nucleotide dissociation stimulator-like 4,Retinal G protein coupled receptorG-protein coupled photoreceptor activity,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of visible light,integral component of plasma membrane,phototransduction,protein binding,protein-chromophore linkage,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign C=0, T=29 C=0.0, T=1.0 0.00001 427.601 29 C=0/0, T=18/11

chr10:86004865 C/T C T SNV RGR RGR:exonic:NM_002921.3 1 50 1 synonymous NM_002921.3c.19C>T p.(=) 0.79 7 transmembrane receptor (rhodopsin family)rs11200938 0.0784 YES 2.814E-2 (pos.86004865) Ral guanine nucleotide dissociation stimulator-like 4,Retinal G protein coupled receptorG-protein coupled photoreceptor activity,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of visible light,integral component of plasma membrane,phototransduction,protein binding,protein-chromophore linkage,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign/Likely benignC=34, T=34 C=0.5, T=0.5 0.00001 344.073 68 C=8/26, T=15/19

chr1:192127637 G/G T G SNV RGS18 RGS18:utr_5:NM_130782.2 1 100 1 utr_5 NM_130782.2c.-131T>G p.? 0.02 Regulator of G protein signaling domainrs4495675 YES G-protein coupled receptor signaling pathway,GTPase activator activity,cytoplasm,negative regulation of signal transduction,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of G-protein coupled receptor protein signaling pathwayT=0, G=84 T=0.0, G=1.0 0.00001 1370.17 84 T=0/0, G=66/18

chr14:73029178 G/A G A SNV RGS6 RGS6:utr_3:NM_001204424.1 1 50 18 utr_3 NM_001204424.1c.1476G>A p.? 2.58 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),GGL domain,Regulator of G protein signaling domainrs2074647 0.0917 YES 6.345E-2 (pos.73029178) Regulator of G protein signaling 6G-protein coupled receptor signaling pathway,GTPase activator activity,cytosol,extrinsic component of membrane,heterotrimeric G-protein complex,intracellular signal transduction,negative regulation of signal transduction,nucleus,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of G-protein coupled receptor protein signaling pathway,signal transducer activityMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=28, A=28 G=0.5, A=0.5 0.00001 272.138 56 G=23/5, A=5/23

chr1:241519098 A/A T A SNV RGS7 RGS7:utr_5:NM_002924.6 1 100 2 utr_5 NM_002924.6c.-22A>T p.? 1.25 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),GGL domain,Regulator of G protein signaling domainrs4659599 0.0136 YES 9.965E-1 (pos.241519098) Regulator of G protein signaling 7G-protein beta-subunit binding,G-protein coupled receptor signaling pathway,GTPase activator activity,cytosol,heterotrimeric G-protein complex,intracellular signal transduction,negative regulation of signal transduction,plasma membrane,positive regulation of GTPase activity,protein folding,signal transducer activityDiabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Intellectual Disability;Mental Disorders;Metabolic Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic DiseasesT=0, A=77 T=0.0, A=1.0 0.00001 1229.44 77 T=0/0, A=46/31

chr5:63905068 A/G A G SNV RGS7BP RGS7BP:exonic:NM_001029875.2 1 52.38 6 missense NM_001029875.2c.763A>G p.Ile255Val 3.93 1 29 0 0.06(COSM149845) rs889248 0.1383 YES 5.921E-1 (pos.63905068) adenocarcinomaRegulator of G protein signaling 7-binding proteinG-protein coupled receptor signaling pathway,cytoplasm,negative regulation of signal transduction,nucleus,plasma membraneA=10, G=11 A=0.4762, G=0.5238 0.00001 95.3 21 A=5/5, G=4/7

chr19:33167455 T/T G T SNV RGS9BP RGS9BP:exonic:NM_207391.2 1 100 1 missense NM_207391.2c.286G>T p.Ala96Ser 4.82 99 0.85(COSM3749494) rs259290 0.2862 YES 2.772E-1 (pos.33167455) adenocarcinomaRegulator of G protein signaling 9-binding proteindetection of light stimulus involved in visual perception,integral component of membrane,negative regulation of signal transduction,photoreceptor outer segmentCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, InbornBenign G=0, T=40 G=0.0, T=1.0 0.00001 644.272 40 G=0/0, T=33/7

chr19:33167879 A/A G A SNV RGS9BP RGS9BP:utr_3:NM_207391.2 1 100 1 utr_3 NM_207391.2c.710G>A p.? -0.86 rs259291,rs771575041 0.2937 YES 1.56E-4;0.0 (pos.33167875),3.47E-1 (pos.33167879)Regulator of G protein signaling 9-binding proteindetection of light stimulus involved in visual perception,integral component of membrane,negative regulation of signal transduction,photoreceptor outer segmentCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, InbornBenign G=0, A=32 G=0.0, A=1.0 0.00001 485.14 32 G=0/0, A=4/28

chr12:2997397 A/A G A SNV RHNO1 RHNO1:exonic:NM_001257098.1 1 100 3 synonymous NM_001257098.1c.489G>A p.(=) -3.58 0.03(COSM3753165)RAD9, RAD1, HUS1-interacting nuclear orphan proteinrs2907608 0.3448 YES 6.318E-1 (pos.2997397) adenocarcinoma,neoplasmRad9-, Rad1-, and Hus1-interacting nuclear orphan 1DNA damage checkpoint,DNA replication,cell cycle,cellular response to UV,cellular response to ionizing radiation,chromosome,nucleoplasm,nucleus,positive regulation of G0 to G1 transition,protein binding,recombinational repair,regulation of signal transduction by p53 class mediatorG=0, A=21 G=0.0, A=1.0 0.00001 278.289 21 G=0/0, A=11/10

chr11:66837965 C/C T C SNV RHOD RHOD:exonic:NM_014578.3 1 100 4 missense NM_014578.3c.400T>C p.Cys134Arg 1.43 1 180 0 ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinasers4930409 0 1.0 (pos.66837965) Ras homolog gene family, member DGTP binding,GTPase activity,Rho protein signal transduction,actin filament bundle assembly,cytosol,early endosome,endosome membrane,focal adhesion assembly,lamellipodium assembly,plasma membrane,positive regulation of cell adhesion,positive regulation of cell migration,protein kinase binding,protein targeting,regulation of actin cytoskeleton reorganization,regulation of focal adhesion assembly,regulation of small GTPase mediated signal transductionT=0, C=36 T=0.0, C=1.0 0.00001 563.624 36 T=0/0, C=21/15

chr4:41615690 A/A T A SNV LIMCH1 LIMCH1:intronic:NM_014988.4 1 100 intronic NM_014988.4c.682+12T>Ap.? 0.54 Domain of unknown function (DUF4757),LIM domainrs13146318 0.2709 YES 7.398E-1 (pos.41615690) LIM and calponin homology domains-containing protein 1actin binding,actomyosin structure organization,metal ion bindingMental Disorders;Substance-Related DisordersT=0, A=49 T=0.0, A=1.0 0.00001 831.632 49 T=0/0, A=18/31

chr2:152311570 A/A G A SNV RIF1 RIF1:exonic:NM_018151.4 1 100 22 missense NM_018151.4c.2506G>A p.Gly836Ser 1.09 56 0 0.02(COSM5941193)Rap1-interacting factor 1 N terminalrs2444263 0.3371 YES 7.801E-1 (pos.152311570)basal_cell_carcinomaLigand-dependent nuclear receptor-interacting factor 1cell cycle,cellular response to DNA damage stimulus,cellular response to leukemia inhibitory factor,chromatin silencing at telomere,chromosome, telomeric region,condensed chromosome,cytoplasm,double-strand break repair via nonhomologous end joining,female pronucleus,male pronucleus,negative regulation of double-strand break repair via homologous recombination,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nuclear chromatin,nuclear membrane,nucleoplasm,nucleus,plasma membrane,positive regulation of double-strand break repair via nonhomologous end joining,positive regulation of histone H3-K9 methylation,positive regulation of isotype switching,protein binding,site of double-strand break,spindle midzone,stem cell population maintenance,telomere maintenance,telomere maintenance in response to DNA damageG=0, A=60 G=0.0, A=1.0 0.00001 902.856 60 G=0/0, A=42/18

chr2:152320118 A/A G A SNV RIF1 RIF1:exonic:NM_018151.4 1 100 30 missense NM_018151.4c.4084G>A p.Val1362Met -0.42 21 0 Rap1-interacting factor 1 N terminalrs2123465 0.3374 YES 7.809E-1 (pos.152320118) Ligand-dependent nuclear receptor-interacting factor 1cell cycle,cellular response to DNA damage stimulus,cellular response to leukemia inhibitory factor,chromatin silencing at telomere,chromosome, telomeric region,condensed chromosome,cytoplasm,double-strand break repair via nonhomologous end joining,female pronucleus,male pronucleus,negative regulation of double-strand break repair via homologous recombination,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nuclear chromatin,nuclear membrane,nucleoplasm,nucleus,plasma membrane,positive regulation of double-strand break repair via nonhomologous end joining,positive regulation of histone H3-K9 methylation,positive regulation of isotype switching,protein binding,site of double-strand break,spindle midzone,stem cell population maintenance,telomere maintenance,telomere maintenance in response to DNA damageG=0, A=98 G=0.0, A=1.0 0.00001 1659.06 98 G=0/0, A=59/39

chr4:42003835 G/G C G SNV SLC30A9 SLC30A9:intronic:NM_006345.3 1 100 intronic NM_006345.3c.274+38C>Gp.? -0.99 Cation efflux familyrs2581453 0.2246 YES 9.695E-1 (pos.42003835) Solute carrier family 30 (zinc transporter), member 9DNA binding transcription factor activity,cation transmembrane transport,cation transmembrane transporter activity,cellular zinc ion homeostasis,chromatin binding,cytoplasmic vesicle,cytoskeleton,endoplasmic reticulum,integral component of membrane,ligand-dependent nuclear receptor binding,ligand-dependent nuclear receptor transcription coactivator activity,nucleotide-excision repair,nucleus,positive regulation of transcription from RNA polymerase II promoter,transcription, DNA-templated,zinc II ion transportC=0, G=40 C=0.0, G=1.0 0.00001 644.282 40 C=0/0, G=16/24

chr4:42040947 T/T C T SNV SLC30A9 SLC30A9:intronic:NM_006345.3 1 100 intronic NM_006345.3c.670-56C>Tp.? -1.3 Cation efflux familyrs12641900 0.2068 YES Solute carrier family 30 (zinc transporter), member 9DNA binding transcription factor activity,cation transmembrane transport,cation transmembrane transporter activity,cellular zinc ion homeostasis,chromatin binding,cytoplasmic vesicle,cytoskeleton,endoplasmic reticulum,integral component of membrane,ligand-dependent nuclear receptor binding,ligand-dependent nuclear receptor transcription coactivator activity,nucleotide-excision repair,nucleus,positive regulation of transcription from RNA polymerase II promoter,transcription, DNA-templated,zinc II ion transportC=0, T=49 C=0.0, T=1.0 0.00001 831.578 49 C=0/0, T=33/16

chr2:152322095 T/T A T SNV RIF1 RIF1:exonic:NM_018151.4 1 100 30 missense NM_018151.4c.6061A>T p.Asn2021Tyr -1.09 143 0 Rap1-interacting factor 1 N terminalrs2444257 0.271 YES 7.826E-1 (pos.152322095) Ligand-dependent nuclear receptor-interacting factor 1cell cycle,cellular response to DNA damage stimulus,cellular response to leukemia inhibitory factor,chromatin silencing at telomere,chromosome, telomeric region,condensed chromosome,cytoplasm,double-strand break repair via nonhomologous end joining,female pronucleus,male pronucleus,negative regulation of double-strand break repair via homologous recombination,negative regulation of transcription from RNA polymerase II promoter,nuclear body,nuclear chromatin,nuclear membrane,nucleoplasm,nucleus,plasma membrane,positive regulation of double-strand break repair via nonhomologous end joining,positive regulation of histone H3-K9 methylation,positive regulation of isotype switching,protein binding,site of double-strand break,spindle midzone,stem cell population maintenance,telomere maintenance,telomere maintenance in response to DNA damageA=0, T=30 A=0.0, T=1.0 0.00001 442.855 30 A=0/0, T=15/15

chr4:42065269 G/G A G SNV SLC30A9 SLC30A9:intronic:NM_006345.3 1 100 intronic NM_006345.3c.1032+131A>Gp.? -0.88 Cation efflux familyrs3804190 YES Solute carrier family 30 (zinc transporter), member 9DNA binding transcription factor activity,cation transmembrane transport,cation transmembrane transporter activity,cellular zinc ion homeostasis,chromatin binding,cytoplasmic vesicle,cytoskeleton,endoplasmic reticulum,integral component of membrane,ligand-dependent nuclear receptor binding,ligand-dependent nuclear receptor transcription coactivator activity,nucleotide-excision repair,nucleus,positive regulation of transcription from RNA polymerase II promoter,transcription, DNA-templated,zinc II ion transportA=0, G=32 A=0.0, G=1.0 0.00001 485.141 32 A=0/0, G=11/21

chr4:42065293 T/T C T SNV SLC30A9 SLC30A9:intronic:NM_006345.3 1 100 intronic NM_006345.3c.1032+155C>Tp.? -1.42 Cation efflux familyrs3804191 YES Solute carrier family 30 (zinc transporter), member 9DNA binding transcription factor activity,cation transmembrane transport,cation transmembrane transporter activity,cellular zinc ion homeostasis,chromatin binding,cytoplasmic vesicle,cytoskeleton,endoplasmic reticulum,integral component of membrane,ligand-dependent nuclear receptor binding,ligand-dependent nuclear receptor transcription coactivator activity,nucleotide-excision repair,nucleus,positive regulation of transcription from RNA polymerase II promoter,transcription, DNA-templated,zinc II ion transportC=0, T=31 C=0.0, T=1.0 0.00001 470.138 31 C=0/0, T=11/20

chr4:42466641 T/T C T SNV ATP8A1 ATP8A1:intronic:NM_006095.2 1 100 intronic NM_006095.2c.2619+66G>Ap.? 0.18 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs12647640 YES ATP binding,ATP hydrolysis coupled cation transmembrane transport,Golgi apparatus,Golgi membrane,Golgi vesicle budding,azurophil granule membrane,cation-transporting ATPase activity,chromaffin granule membrane,endoplasmic reticulum,extracellular exosome,integral component of membrane,intracellular membrane-bounded organelle,ion transmembrane transport,learning,magnesium ion binding,membrane,neutrophil degranulation,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,positive regulation of cell migration,positive regulation of phospholipid translocation,protein binding,specific granule membrane,trans-Golgi networkPhosphatidyl serine C=0, T=37 C=0.0, T=1.0 0.00001 571.722 37 C=0/0, T=20/17

chr4:42582047 C/C A C SNV ATP8A1 ATP8A1:intronic:NM_006095.2 1 100 intronic NM_006095.2c.835-52T>Gp.? 1.78 Cation transport ATPase (P-type),E1-E2 ATPase,Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs6447171 0.0715 YES 9.765E-1 (pos.42582047) ATP binding,ATP hydrolysis coupled cation transmembrane transport,Golgi apparatus,Golgi membrane,Golgi vesicle budding,azurophil granule membrane,cation-transporting ATPase activity,chromaffin granule membrane,endoplasmic reticulum,extracellular exosome,integral component of membrane,intracellular membrane-bounded organelle,ion transmembrane transport,learning,magnesium ion binding,membrane,neutrophil degranulation,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,positive regulation of cell migration,positive regulation of phospholipid translocation,protein binding,specific granule membrane,trans-Golgi networkPhosphatidyl serine A=0, C=21 A=0.0, C=1.0 0.00001 281.235 21 A=0/0, C=6/15

chr11:66099987 T/T C T SNV RIN1 RIN1:exonic:NM_004292.2 1 100 10 synonymous NM_004292.2c.2112G>A p.(=) 0.53 0.23(COSM3752658)Ras association (RalGDS/AF-6) domain,Vacuolar sorting protein 9 (VPS9) domainrs1784029 0.3094 YES 5.242E-1 (pos.66099987) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinomaGTPase activator activity,Rab guanyl-nucleotide exchange factor activity,cytoplasm,cytoskeleton,cytosol,endocytosis,plasma membrane,positive regulation of GTPase activity,protein binding,signal transductionMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasC=0, T=29 C=0.0, T=1.0 0.00001 427.602 29 C=0/0, T=24/5

chr11:66100152 C/C T C SNV RIN1 RIN1:exonic:NM_004292.2 1 100 10 synonymous NM_004292.2c.1947A>G p.(=) -0.77 0.02(COSM4146153),0.02(COSM4146154)Ras association (RalGDS/AF-6) domain,Vacuolar sorting protein 9 (VPS9) domainrs1784030 0.0013 YES 1.0 (pos.66100152) neoplasm GTPase activator activity,Rab guanyl-nucleotide exchange factor activity,cytoplasm,cytoskeleton,cytosol,endocytosis,plasma membrane,positive regulation of GTPase activity,protein binding,signal transductionMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasT=0, C=34 T=0.0, C=1.0 0.00001 524.003 34 T=0/0, C=18/16

chr4:44637736 C/C T C SNV YIPF7 YIPF7:intronic:NM_182592.2 1 100 intronic NM_182592.2c.352+203A>Gp.? -0.46 Yip1 domain rs1347902 YES Golgi apparatus,endoplasmic reticulum membrane,integral component of membraneT=0, C=44 T=0.0, C=1.0 0.00001 726.569 44 T=0/0, C=24/20

chr4:44696538 G/G C G SNV GUF1 GUF1:intronic:NM_021927.2 1 100 intronic NM_021927.2c.1715+8C>Gp.? -0.69 50S ribosome-binding GTPase,Elongation factor G C-terminus,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2,GTP-binding protein LepA C-terminus,Ras familyrs12641137 3.00E-04 1.0 (pos.44696538) GTPase, S. cerevisiae, homolog ofGTP binding,GTPase activity,mitochondrial inner membrane,translationC=0, G=25 C=0.0, G=1.0 0.00001 353.019 25 C=0/0, G=10/15

chr4:44699484 T/G T G SNV GUF1 GUF1:intronic:NM_021927.2 1 46.43 intronic NM_021927.2c.1872+23T>Gp.? 3.27 50S ribosome-binding GTPase,Elongation factor G C-terminus,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2,GTP-binding protein LepA C-terminus,Ras familyrs6851576 0.3637 YES 4.004E-1 (pos.44699484) GTPase, S. cerevisiae, homolog ofGTP binding,GTPase activity,mitochondrial inner membrane,translationT=15, G=13 T=0.5357, G=0.4643 0.00001 117.927 28 T=11/4, G=3/10

chr20:19955862 GGC/GGC GGGCC GC,GG,GGC INDEL RIN2 RIN2:exonic:NM_001242581.1 2 100 8 frameshiftDeletion NM_001242581.1c.1342_1343delGCp.Ala448fs 1.72, -0.8, 2.87, 1.59, 1.92 Ras association (RalGDS/AF-6) domain,Vacuolar sorting protein 9 (VPS9) domainrs376231790,rs7761844571.00E-04 0.0 (pos.19955862),0.0 (pos.19955865) RAS and RAB interactor 2GTPase activator activity,GTPase regulator activity,Rab guanyl-nucleotide exchange factor activity,cellular_component,cytosol,endocytosis,positive regulation of GTPase activity,signal transduction,small GTPase mediated signal transductionAlopecia;Bone Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Cutis Laxa;Genetic Diseases, Inborn;Hair Diseases;Hypotrichosis;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Megalencephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Scoliosis;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Spinal Curvatures;Spinal DiseasesGGGCC=0, GC=0, GG=0, GGC=34GGGCC=0.0, GC=0.0, GG=0.0, GGC=1.00.00001 471.091 34 GGGCC=0/0, GC=0/0, GG=0/0, GGC=25/9

chr14:93118038 G/G A G SNV RIN3 RIN3:exonic:NM_024832.4 1 100 6 missense NM_024832.4c.644A>G p.His215Arg -0.2 0.15 29 0 0.08(COSM3999415)Vacuolar sorting protein 9 (VPS9) domainrs3829947 0.43 YES 2.729E-1 (pos.93118038) acute_myeloid_leukaemia,neoplasmGTPase activator activity,Rab GTPase binding,Rab guanyl-nucleotide exchange factor activity,cytoplasmic vesicle,cytosol,early endosome,endocytosis,positive regulation of GTPase activity,protein binding,signal transductionBone Diseases;Lung Diseases;Lung Diseases, Obstructive;Musculoskeletal Diseases;Osteitis Deformans;Pulmonary Disease, Chronic Obstructive;Respiratory Tract DiseasesA=0, G=39 A=0.0, G=1.0 0.00001 592.336 39 A=0/0, G=9/30

chr6:33179689 C/T C T SNV RING1 RING1:exonic:NM_002931.3 1 46.43 6 synonymous NM_002931.3c.1029C>T p.(=) -1.25 0.16(COSM3761990)RAWUL domain RING finger- and  WD40-associated ubiquitin-like,RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger)rs2854028 0.2368 YES 2.08E-1;0.0 (pos.33179689)adenocarcinomaRING finger protein-1PRC1 complex,PcG protein complex,anterior/posterior pattern specification,camera-type eye morphogenesis,chromatin binding,cytosol,histone H2A monoubiquitination,metal ion binding,negative regulation of G0 to G1 transition,negative regulation of transcription, DNA-templated,nuclear speck,nucleoplasm,nucleus,protein binding,regulation of catalytic activity,sex chromatin,transcription, DNA-templated,transferase activity,ubiquitin-protein transferase activator activityC=15, T=13 C=0.5357, T=0.4643 0.00001 117.927 28 C=7/8, T=4/9

chr4:48073501 T/T G T SNV TXK TXK:intronic:NM_003328.2 1 100 intronic NM_003328.2c.1515+33C>Ap.? -0.48 Protein kinase domain,Protein tyrosine kinase,SH2 domain,SH3 domain,Variant SH3 domainrs906486 0.0953 YES 9.998E-1 (pos.48073501) TXK tyrosine kinaseATP binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region DNA binding,T cell receptor signaling pathway,activation of phospholipase C activity,adaptive immune response,cell differentiation,cytokine production,cytoplasm,extrinsic component of cytoplasmic side of plasma membrane,integrin-mediated signaling pathway,non-membrane spanning protein tyrosine kinase activity,nucleus,peptidyl-tyrosine autophosphorylation,peptidyl-tyrosine phosphorylation,positive regulation of interferon-gamma production,positive regulation of interferon-gamma-mediated signaling pathway,positive regulation of transcription from RNA polymerase II promoter,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein tyrosine kinase activity,receptor binding,regulation of cell proliferation,regulation of platelet activation,regulation of transcription from RNA polymerase II promoter,tissue regeneration,transcription from RNA polymeraG=0, T=39 G=0.0, T=1.0 0.00001 623.98 39 G=0/0, T=23/16

chr4:48147612 G/G T G SNV TEC TEC:intronic:NM_003215.2 1 100 intronic NM_003215.2c.1082-16A>Cp.? -0.1 BTK motif,PH domain,Protein kinase domain,Protein tyrosine kinase,SH2 domain,SH3 domain,Variant SH3 domainrs2661547 0.2121 YES 9.158E-1 (pos.48147612) Transient erythroblastopenia of childhood,tec protein tyrosine kinaseATP binding,B cell receptor signaling pathway,Fc-epsilon receptor signaling pathway,adaptive immune response,cell differentiation,cytoskeleton,cytosol,extrinsic component of cytoplasmic side of plasma membrane,innate immune response,integrin-mediated signaling pathway,intracellular signal transduction,metal ion binding,non-membrane spanning protein tyrosine kinase activity,peptidyl-tyrosine autophosphorylation,peptidyl-tyrosine phosphorylation,phospholipid binding,plasma membrane,positive regulation of peptidyl-tyrosine phosphorylation,protein binding,protein kinase activity,protein phosphorylation,receptor binding,regulation of cell proliferation,regulation of platelet activation,tissue regeneration,transmembrane receptor protein tyrosine kinase signaling pathwayT=0, G=114 T=0.0, G=1.0 0.00001 1815.31 114 T=0/0, G=82/32

chr4:48169769 G/G A G SNV TEC TEC:intronic:NM_003215.2 1 100 intronic NM_003215.2c.671+26T>Cp.? -0.81 BTK motif,PH domain,Protein kinase domain,Protein tyrosine kinase,SH2 domain,SH3 domain,Variant SH3 domainrs7689953 0.2145 YES 9.158E-1 (pos.48169769) Transient erythroblastopenia of childhood,tec protein tyrosine kinaseATP binding,B cell receptor signaling pathway,Fc-epsilon receptor signaling pathway,adaptive immune response,cell differentiation,cytoskeleton,cytosol,extrinsic component of cytoplasmic side of plasma membrane,innate immune response,integrin-mediated signaling pathway,intracellular signal transduction,metal ion binding,non-membrane spanning protein tyrosine kinase activity,peptidyl-tyrosine autophosphorylation,peptidyl-tyrosine phosphorylation,phospholipid binding,plasma membrane,positive regulation of peptidyl-tyrosine phosphorylation,protein binding,protein kinase activity,protein phosphorylation,receptor binding,regulation of cell proliferation,regulation of platelet activation,tissue regeneration,transmembrane receptor protein tyrosine kinase signaling pathwayA=0, G=38 A=0.0, G=1.0 0.00001 603.762 38 A=0/0, G=24/14

chr4:48372085 G/G T G SNV SLAIN2 SLAIN2:intronic:NM_020846.1 1 100 intronic NM_020846.1c.538+71T>Gp.? -0.72 SLAIN motif-containing familyrs1466631 YES SLAIN motif family, member 2centrosome,cytoplasmic microtubule organization,cytosol,microtubule cytoskeleton,microtubule nucleation,microtubule plus-end,positive regulation of microtubule polymerization,protein bindingCrohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesT=0, G=31 T=0.0, G=1.0 0.00001 465.812 31 T=0/0, G=21/10

chr4:48492135 C/C T C SNV

SLC10A4,ZA

R1 SLC10A4:downstream:NM_152679.3, ZAR1:upstream:NM_175619.2 1
100

intronic NM_152679.3, NM_175619.2c.*1179T>C, c.-174T>Cp.?, p.? -0.03 rs10755182 YES Zygote arrest 1bile acid and bile salt transport,bile acid:sodium symporter activity,cytoplasm,integral component of membrane,multicellular organism development,plasma membrane,sodium ion transport,transmembrane transportT=0, C=20 T=0.0, C=1.0 0.00001 263.766 20 T=0/0, C=17/3

chr4:48492188 T/T A T SNV

SLC10A4,ZA

R1 SLC10A4:downstream:NM_152679.3, ZAR1:upstream:NM_175619.2 1
100

intronic NM_152679.3, NM_175619.2c.*1232A>T, c.-121A>Tp.?, p.? -0.11 rs9997932 YES Zygote arrest 1bile acid and bile salt transport,bile acid:sodium symporter activity,cytoplasm,integral component of membrane,multicellular organism development,plasma membrane,sodium ion transport,transmembrane transportA=0, T=24 A=0.0, T=1.0 0.00001 334.792 24 A=0/0, T=15/9

chr6:7393452 T/T C T SNV RIOK1 RIOK1:exonic:NM_031480.2 1 100 2 synonymous NM_031480.2c.192C>T p.(=) -0.86 RIO1 family rs2274212,rs368069269,rs7581999760.4363 YES 1.511E-3 (pos.7393449),4.789E-1;0.0 (pos.7393452)RIO kinase 1 ATP binding,cytosol,hydrolase activity,maturation of SSU-rRNA,metal ion binding,nucleoplasm,positive regulation of rRNA processing,preribosome, small subunit precursor,protein binding,protein phosphorylation,protein serine/threonine kinase activity,rRNA processing,ribosomal small subunit biogenesisC=0, T=56 C=0.0, T=1.0 0.00001 832.097 56 C=0/0, T=14/42

chr4:48577121 T/T C T SNV FRYL FRYL:intronic:NM_015030.1 1 100 intronic NM_015030.1c.2846+13G>Ap.? -1.61 Cell morphogenesis C-terminal,Cell morphogenesis N-terminal,Cell morphogenesis central regionrs28558226 0 1.0 (pos.48577121) actin filament reorganization,cell cortex,cell morphogenesis,neuron projection development,regulation of transcription, DNA-templated,site of polarized growth,transcription, DNA-templatedC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=20/11

chr4:48894981 A/A G A SNV OCIAD2 OCIAD2:intronic:NM_001014446.2 1 100 intronic NM_001014446.2c.266-75C>Tp.? -0.14 Ovarian carcinoma immunoreactive antigen (OCIA)rs2289065 YES endosome,mitochondrial inner membrane G=0, A=66 G=0.0, A=1.0 0.00001 1015.34 66 G=0/0, A=32/34

chr4:48994138 T/T G T SNV CWH43 CWH43:intronic:NM_025087.2 1 100 intronic NM_025087.2c.511+31G>Tp.? -0.25 rs11410065 0.3051 YES 2.995E-1 (pos.48994138) GPI anchor biosynthetic process,integral component of membraneG=0, T=62 G=0.0, T=1.0 0.00001 929.807 62 G=0/0, T=25/37

chr3:97673268 C/C A C SNV RIOX2 RIOX2:exonic:NM_153182.3 1 100 5 synonymous NM_153182.3c.753T>G p.(=) -0.75 Cupin superfamily proteinrs832079 3.00E-04 9.753E-1 (pos.97673268) chromatin remodeling,cytosol,histone H3-K36 demethylation,histone H3-K4 demethylation,histone demethylase activity,histone demethylase activity (H3-K36 specific),histone demethylase activity (H3-K4 specific),identical protein binding,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleolus,nucleoplasm,nucleus,oxidation-reduction process,peptidyl-arginine hydroxylation,ribosome biogenesis,transcription factor complex,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription factor bindingA=0, C=29 A=0.0, C=1.0 0.00001 427.604 29 A=0/0, C=9/20

chr21:43161022 C/T C T SNV RIPK4 RIPK4:exonic:NM_020639.2 1 53.33 8 synonymous NM_020639.2c.2331G>A p.(=) -2.57 0.02(COSM1751658),0.02(COSM1751659)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Protein kinase domain,Protein tyrosine kinasers7276592 0.4282 YES 6.074E-1 (pos.43161022) adenocarcinoma,carcinoma,hepatocellular_carcinoma,neoplasm,transitional_cell_carcinomaReceptor-interacting serine-threonine kinase 4Abnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Chromosome Disorders;Cleft Lip;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Down Syndrome;Dysostoses;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Intellectual Disability;Jaw Abnormalities;Jaw Diseases;Limb Deformities, Congenital;Lip Diseases;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Muscle Weakness;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Stomatognathic Diseases;Stomatognathic System Abnormalities;Syndactyly;SynostosisBenign C=35, T=40 C=0.4667, T=0.5333 0.00001 427.994 75 C=22/13, T=28/12

chr4:52926931 G/A G A SNV SPATA18 SPATA18:intronic:NM_145263.3 1 45.45 intronic NM_145263.3c.194-17G>Ap.? -0.56 Mitochondria-eating proteinrs371430744 8.00E-04 2.313E-4 (pos.52926931) Spermatogenesis-associated protein 18cellular response to DNA damage stimulus,cellular response to stress,cytoplasm,intracellular membrane-bounded organelle,mitochondrial outer membrane,mitochondrial protein catabolic process,mitophagy by induced vacuole formation,protein bindingG=54, A=45 G=0.5455, A=0.4545 0.00001 485.133 99 G=28/26, A=29/16

chr4:52927113 A/A C A SNV SPATA18 SPATA18:intronic:NM_145263.3 1 100 intronic NM_145263.3c.309+50C>Ap.? -1.03 Mitochondria-eating proteinrs999634 0.4185 YES 3.55E-1;0.0 (pos.52927113) Spermatogenesis-associated protein 18cellular response to DNA damage stimulus,cellular response to stress,cytoplasm,intracellular membrane-bounded organelle,mitochondrial outer membrane,mitochondrial protein catabolic process,mitophagy by induced vacuole formation,protein bindingC=0, A=63 C=0.0, A=1.0 0.00001 954.256 63 C=0/0, A=23/40

chr4:53428 A/A G A SNV

ZNF595,ZNF

718 ZNF595:intronic:NM_001286054.1, ZNF718:intronic:NM_001039127.51
100

intronic NM_001286054.1, NM_001039127.5c.-647+43G>A, c.3+43G>Ap.?, p.? -1.69 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers1004384489,rs28592148.00E-04 9.918E-1;2.319E-4 (pos.53428) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=4/20

chr4:54310188 G/G A G SNV FIP1L1 FIP1L1:intronic:NM_001134937.1 1 100 intronic NM_001134937.1c.1212-27A>Gp.? -0.07 Neuroendocrine-specific golgi protein P55 (NESP55)rs11722866 0.319 YES 4.402E-1 (pos.54310188) Fip1-like 1 RNA binding,mRNA 3'-end processing,mRNA cleavage and polyadenylation specificity factor complex,mRNA export from nucleus,mRNA polyadenylation,mRNA splicing, via spliceosome,nucleoplasm,pre-mRNA cleavage required for polyadenylation,protein binding,termination of RNA polymerase II transcriptionEosinophilia;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypereosinophilic Syndrome;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Leukocyte Disorders;Neoplasms;Neoplasms by Histologic TypeA=0, G=106 A=0.0, G=1.0 0.00001 1662.79 106 A=0/0, G=72/34

chr4:54310281 G/G T G SNV FIP1L1 FIP1L1:intronic:NM_001134937.1 1 100 intronic NM_001134937.1c.1267+11T>Gp.? -0.93 Neuroendocrine-specific golgi protein P55 (NESP55)rs11723755 0.3191 YES 4.401E-1 (pos.54310281) Fip1-like 1 RNA binding,mRNA 3'-end processing,mRNA cleavage and polyadenylation specificity factor complex,mRNA export from nucleus,mRNA polyadenylation,mRNA splicing, via spliceosome,nucleoplasm,pre-mRNA cleavage required for polyadenylation,protein binding,termination of RNA polymerase II transcriptionEosinophilia;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypereosinophilic Syndrome;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Leukocyte Disorders;Neoplasms;Neoplasms by Histologic TypeBenign T=0, G=105 T=0.0, G=1.0 0.00001 1644.56 105 T=0/0, G=67/38

chr4:54319011 A/A C A SNV FIP1L1 FIP1L1:intronic:NM_001134937.1 1 100 intronic NM_001134937.1c.1268-76C>Ap.? -0.13 Neuroendocrine-specific golgi protein P55 (NESP55)rs6850629 YES Fip1-like 1 RNA binding,mRNA 3'-end processing,mRNA cleavage and polyadenylation specificity factor complex,mRNA export from nucleus,mRNA polyadenylation,mRNA splicing, via spliceosome,nucleoplasm,pre-mRNA cleavage required for polyadenylation,protein binding,termination of RNA polymerase II transcriptionEosinophilia;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypereosinophilic Syndrome;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Leukocyte Disorders;Neoplasms;Neoplasms by Histologic TypeC=0, A=35 C=0.0, A=1.0 0.00001 543.903 35 C=0/0, A=20/15

chr18:40323497 G/T G T SNV RIT2 RIT2:exonic:NM_002930.3 1 50 5 synonymous NM_002930.3c.615C>A p.(=) -0.02 ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinasers1804730 0.3612 YES 7.215E-1 (pos.40323497) Ric-like protein without CAAX motif 2GTP binding,GTPase activity,MAPK cascade,Ras protein signal transduction,calmodulin binding,cell body,chemical synaptic transmission,chromatin binding,cytoplasm,dendritic tree,identical protein binding,intracellular signal transduction,maintenance of protein location in cell,membrane,membrane raft,negative regulation of neuron projection development,neuron projection,nucleus,plasma membrane,positive regulation of MAPK cascade,positive regulation of adenylate cyclase activity,positive regulation of neuron projection development,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of Cdc42 protein signal transduction,regulation of calcium-mediated signaling,regulation of endocytosis,semaphorin receptor binding,signal transduction,small GTPase mediated signal transductionBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersG=14, T=14 G=0.5, T=0.5 0.00001 131.941 28 G=9/5, T=8/6

chr2:38178406 A/G A G SNV

RMDN2,RM

DN2-AS1 RMDN2-AS1:intronic_nc:NR_102712.1, RMDN2:exonic:NM_144713.4 1
50

2 synonymous NR_102712.1, NM_144713.4c.48A>G p.(=) 1.22 0.04(COSM4133833) rs4670799 0.48 YES 1.008E-1 (pos.38178406) neoplasm cytosol,integral component of membrane,microtubule,protein binding,spindle poleA=13, G=13 A=0.5, G=0.5 0.00001 119.151 26 A=8/5, G=10/3

chr2:86979091 GA/GA G GA INDEL RMND5A RMND5A:exonic:NM_022780.3 1 100 3 frameshiftInsertion NM_022780.3c.359_360insAp.Val121fs 8.6 CTLH/CRA C-terminal to LisH motif domain,RING-type zinc-finger GID complex,cytoplasm,nucleus,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activityG=0, GA=47 G=0.0, GA=1.0 0.00001 274.979 47 G=0/0, GA=24/23

chr4:55151711 A/A C A SNV PDGFRA PDGFRA:intronic:NM_006206.5 1 100 intronic NM_006206.5c.2439+58C>Ap.? -0.23 Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers2412559,rs962123697 YES Platelet-derived growth factor receptor, alpha polypeptideATP binding,Leydig cell differentiation,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,adrenal gland development,cardiac myofibril assembly,cell activation,cell chemotaxis,cell junction,cellular response to amino acid stimulus,cellular response to reactive oxygen species,cytoplasm,embryonic cranial skeleton morphogenesis,embryonic digestive tract morphogenesis,embryonic skeletal system morphogenesis,estrogen metabolic process,external side of plasma membrane,extracellular matrix organization,face morphogenesis,hematopoietic progenitor cell differentiation,in utero embryonic development,integral component of plasma membrane,intrinsic component of plasma membrane,lung development,luteinization,male genitalia development,membrane,metanephric glomerular capillary formation,microvillus,negative regulation of platelet activation,negative regulation of platelet-derived growth factor receptor-beta signaling pathway,nucleus,odontogenesis of dentin-containing tooth,palate development,peptidyl-tyrosine phosChondrosarcoma;Chondrosarcoma, Mesenchymal;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Eosinophilia;Female Urogenital Diseases and Pregnancy Complications;Fetal Death;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Gastrointestinal Stromal Tumors;Glioma;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypereosinophilic Syndrome;Jaw Abnormalities;Jaw Diseases;Leukocyte Disorders;Lung Diseases;Maxillofacial Abnormalities;Medulloblastoma;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neuroectodermal Tumors;Neuroectodermal Tumors, PriAmuvatinib,Becaplermin,Imatinib,Midostaurin,Olaratumab,Pazopanib,Ponatinib,Regorafenib,Sunitinib,XL820C=0, A=26 C=0.0, A=1.0 0.00001 371.417 26 C=0/0, A=7/19

chr4:55156380 A/A G A SNV PDGFRA PDGFRA:intronic:NM_006206.5 1 100 intronic NM_006206.5c.2881-100G>Ap.? 0.29 Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers4864506 YES Platelet-derived growth factor receptor, alpha polypeptideATP binding,Leydig cell differentiation,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,adrenal gland development,cardiac myofibril assembly,cell activation,cell chemotaxis,cell junction,cellular response to amino acid stimulus,cellular response to reactive oxygen species,cytoplasm,embryonic cranial skeleton morphogenesis,embryonic digestive tract morphogenesis,embryonic skeletal system morphogenesis,estrogen metabolic process,external side of plasma membrane,extracellular matrix organization,face morphogenesis,hematopoietic progenitor cell differentiation,in utero embryonic development,integral component of plasma membrane,intrinsic component of plasma membrane,lung development,luteinization,male genitalia development,membrane,metanephric glomerular capillary formation,microvillus,negative regulation of platelet activation,negative regulation of platelet-derived growth factor receptor-beta signaling pathway,nucleus,odontogenesis of dentin-containing tooth,palate development,peptidyl-tyrosine phosChondrosarcoma;Chondrosarcoma, Mesenchymal;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Eosinophilia;Female Urogenital Diseases and Pregnancy Complications;Fetal Death;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Gastrointestinal Stromal Tumors;Glioma;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypereosinophilic Syndrome;Jaw Abnormalities;Jaw Diseases;Leukocyte Disorders;Lung Diseases;Maxillofacial Abnormalities;Medulloblastoma;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neuroectodermal Tumors;Neuroectodermal Tumors, PriAmuvatinib,Becaplermin,Imatinib,Midostaurin,Olaratumab,Pazopanib,Ponatinib,Regorafenib,Sunitinib,XL820G=0, A=27 G=0.0, A=1.0 0.00001 389.707 27 G=0/0, A=13/14

chr4:55156400 G/G A G SNV PDGFRA PDGFRA:intronic:NM_006206.5 1 100 intronic NM_006206.5c.2881-80A>Gp.? -0.06 Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers2276948 YES Platelet-derived growth factor receptor, alpha polypeptideATP binding,Leydig cell differentiation,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,adrenal gland development,cardiac myofibril assembly,cell activation,cell chemotaxis,cell junction,cellular response to amino acid stimulus,cellular response to reactive oxygen species,cytoplasm,embryonic cranial skeleton morphogenesis,embryonic digestive tract morphogenesis,embryonic skeletal system morphogenesis,estrogen metabolic process,external side of plasma membrane,extracellular matrix organization,face morphogenesis,hematopoietic progenitor cell differentiation,in utero embryonic development,integral component of plasma membrane,intrinsic component of plasma membrane,lung development,luteinization,male genitalia development,membrane,metanephric glomerular capillary formation,microvillus,negative regulation of platelet activation,negative regulation of platelet-derived growth factor receptor-beta signaling pathway,nucleus,odontogenesis of dentin-containing tooth,palate development,peptidyl-tyrosine phosChondrosarcoma;Chondrosarcoma, Mesenchymal;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Eosinophilia;Female Urogenital Diseases and Pregnancy Complications;Fetal Death;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Gastrointestinal Stromal Tumors;Glioma;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypereosinophilic Syndrome;Jaw Abnormalities;Jaw Diseases;Leukocyte Disorders;Lung Diseases;Maxillofacial Abnormalities;Medulloblastoma;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neuroectodermal Tumors;Neuroectodermal Tumors, PriAmuvatinib,Becaplermin,Imatinib,Midostaurin,Olaratumab,Pazopanib,Ponatinib,Regorafenib,Sunitinib,XL820A=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=13/16

chr4:5577884 C/C T C SNV EVC2 EVC2:intronic:NM_147127.4 1 100 intronic NM_147127.4c.3272+83A>Gp.? -3.92 Ellis van Creveld protein 2 like proteinrs6840591 YES EVC2 (limbin) geneciliary membrane,cilium,cytoplasm,cytoskeleton,integral component of membrane,nucleus,plasma membrane protein complex,smoothened signaling pathwayAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Genetic Diseases, Inborn;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesT=0, C=32 T=0.0, C=1.0 0.00001 485.128 32 T=0/0, C=11/21

chr2:86979093 A/A G A SNV RMND5A RMND5A:exonic:NM_022780.3 1 100 3 synonymous NM_022780.3c.360G>A p.(=) 3.76 0.92(COSM5021306)CTLH/CRA C-terminal to LisH motif domain,RING-type zinc-fingerrs10186663 0.3498 YES 9.154E-1 (pos.86979093) ductal_carcinoma,osteosarcomaGID complex,cytoplasm,nucleus,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activityG=0, A=47 G=0.0, A=1.0 0.00001 788.279 47 G=0/0, A=24/23

chr4:56291479 T/T C T SNV TMEM165 TMEM165:intronic:NM_018475.4 1 100 intronic NM_018475.4c.899-64C>Tp.? 0.07 Uncharacterized protein family UPF0016rs7677952 YES Transmembrane protein 165Golgi apparatus,Golgi calcium ion transport,cellular calcium ion homeostasis,early endosome membrane,endosome membrane,integral component of membrane,intracellular membrane-bounded organelle,late endosome membrane,lysosomal membrane,protein N-linked glycosylation,regulation of lysosomal lumen pH,trans-Golgi network membraneC=0, T=23 C=0.0, T=1.0 0.00001 321.141 23 C=0/0, T=8/15

chr4:56291528 C/C T C SNV TMEM165 TMEM165:intronic:NM_018475.4 1 100 intronic NM_018475.4c.899-15T>Cp.? 1.08 Uncharacterized protein family UPF0016rs1064794924,rs563916696,rs756220105,rs76605170.3422 YES 0.0;1.156E-4 (pos.56291526),6.016E-1;0.0 (pos.56291528)Transmembrane protein 165Golgi apparatus,Golgi calcium ion transport,cellular calcium ion homeostasis,early endosome membrane,endosome membrane,integral component of membrane,intracellular membrane-bounded organelle,late endosome membrane,lysosomal membrane,protein N-linked glycosylation,regulation of lysosomal lumen pH,trans-Golgi network membraneBenign T=0, C=24 T=0.0, C=1.0 0.00001 326.663 24 T=0/0, C=8/16

chr4:56319088 C/C A C SNV CLOCK CLOCK:intronic:NM_004898.3 1 100 intronic NM_004898.3c.1206+133T>Gp.? 1.22 Helix-loop-helix DNA-binding domain,PAS domain,PAS foldrs4864996 YES Circadian locomotor output cycles kaputDNA binding,DNA binding transcription factor activity,DNA damage checkpoint,E-box binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cellular response to ionizing radiation,chromatin DNA binding,chromatoid body,chromosome,circadian regulation of gene expression,circadian rhythm,core promoter binding,core promoter sequence-specific DNA binding,cytoplasm,histone acetylation,histone acetyltransferase activity,intracellular membrane-bounded organelle,negative regulation of glucocorticoid receptor signaling pathway,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,photoperiodism,positive regulation of NF-kappaB transcription factor activity,positive regulation of inflammatory response,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein dimerization activity,regulation of hair cycle,regulation of insuliCardiovascular Diseases;Vascular Diseases A=0, C=36 A=0.0, C=1.0 0.00001 563.744 36 A=0/0, C=25/11

chr4:56319105 T/T C T SNV CLOCK CLOCK:intronic:NM_004898.3 1 100 intronic NM_004898.3c.1206+116G>Ap.? 1.6 Helix-loop-helix DNA-binding domain,PAS domain,PAS foldrs2412647 YES Circadian locomotor output cycles kaputDNA binding,DNA binding transcription factor activity,DNA damage checkpoint,E-box binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cellular response to ionizing radiation,chromatin DNA binding,chromatoid body,chromosome,circadian regulation of gene expression,circadian rhythm,core promoter binding,core promoter sequence-specific DNA binding,cytoplasm,histone acetylation,histone acetyltransferase activity,intracellular membrane-bounded organelle,negative regulation of glucocorticoid receptor signaling pathway,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,photoperiodism,positive regulation of NF-kappaB transcription factor activity,positive regulation of inflammatory response,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein dimerization activity,regulation of hair cycle,regulation of insuliCardiovascular Diseases;Vascular Diseases C=0, T=36 C=0.0, T=1.0 0.00001 547.029 36 C=0/0, T=25/11

chr4:56734701 T/T C T SNV EXOC1 EXOC1:intronic:NM_001024924.1 1 100 intronic NM_001024924.1c.603+12C>Tp.? -0.03 Exocyst complex component SEC3 N-terminal PIP2 binding PH,Exocyst complex component Sec3rs3213948 0.4273 YES 6.699E-1 (pos.56734701) Exocyst complex component 1,Exocyst complex component 7Flemming body,GTP-Rho binding,Golgi to plasma membrane transport,cytoplasm,cytoplasmic side of apical plasma membrane,cytosol,defense response to virus,exocyst,exocyst localization,exocytosis,membrane,perinuclear region of cytoplasm,phosphatidylinositol-4,5-bisphosphate binding,phosphatidylinositol-mediated signaling,plasma membrane,positive regulation of protein secretion,protein binding,protein transport,regulation of macroautophagy,viral processC=0, T=39 C=0.0, T=1.0 0.00001 623.96 39 C=0/0, T=27/12

chr4:56736699 G/A G A SNV EXOC1 EXOC1:intronic:NM_001024924.1 1 53.13 intronic NM_001024924.1c.604-145G>Ap.? -0.04 Exocyst complex component SEC3 N-terminal PIP2 binding PH,Exocyst complex component Sec3rs11935692 YES Exocyst complex component 1,Exocyst complex component 7Flemming body,GTP-Rho binding,Golgi to plasma membrane transport,cytoplasm,cytoplasmic side of apical plasma membrane,cytosol,defense response to virus,exocyst,exocyst localization,exocytosis,membrane,perinuclear region of cytoplasm,phosphatidylinositol-4,5-bisphosphate binding,phosphatidylinositol-mediated signaling,plasma membrane,positive regulation of protein secretion,protein binding,protein transport,regulation of macroautophagy,viral processG=15, A=17 G=0.4688, A=0.5313 0.00001 173.559 32 G=10/5, A=8/9

chr4:56875829 A/G A G SNV CEP135 CEP135:intronic:NM_025009.4 1 52.38 intronic NM_025009.4c.2337-72A>Gp.? -0.04 rs2611824 YES Centrosomal protein, 135kDG2/M transition of mitotic cell cycle,centriole,centriole replication,centriole-centriole cohesion,centrosome,ciliary basal body-plasma membrane docking,cytosol,positive regulation of non-motile cilium assembly,protein C-terminus binding,protein binding,regulation of G2/M transition of mitotic cell cycleA=10, G=11 A=0.4762, G=0.5238 0.00001 95.2985 21 A=10/0, G=7/4

chr4:57179649 T/T A T SNV KIAA1211 KIAA1211:intronic:NM_020722.1 1 100 intronic NM_020722.1c.537+104A>Tp.? -0.2 Domain of unknown function (DUF4592)rs6554344 YES A=0, T=27 A=0.0, T=1.0 0.00001 394.376 27 A=0/0, T=10/17

chr14:21511497 C/T C T SNV RNASE7 RNASE7:exonic:NM_032572.3 1 96.67 2 missense NM_032572.3c.346C>T p.His116Tyr 0.17 83 0(COSM1180657)Pancreatic ribonucleasers1243469 0.1153 YES 8.697E-1 (pos.21511497) squamous_cell_carcinomaRibonuclease A family 7RNA phosphodiester bond hydrolysis,antibacterial humoral response,antimicrobial humoral immune response mediated by antimicrobial peptide,antimicrobial humoral response,cytoplasm,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,defense response to fungus,endonuclease activity,extracellular exosome,extracellular region,extracellular space,innate immune response,lipopolysaccharide binding,membrane disruption in other organism,nucleic acid binding,peptidoglycan binding,ribonuclease activityC=2, T=58 C=0.0333, T=0.9667 0.00001 841.416 60 C=0/2, T=32/26

chr4:5747131 A/A C A SNV EVC EVC:intronic:NM_153717.2 1 100 intronic NM_153717.2c.939+63C>Ap.? 0.42 rs13145958 YES EVC gene cartilage development,ciliary basal body,ciliary membrane,cilium,cytoplasm,endochondral bone growth,integral component of membrane,muscle organ development,plasma membrane protein complex,positive regulation of smoothened signaling pathway,protein metabolic process,skeletal system development,smoothened signaling pathwayAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Genetic Diseases, Inborn;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesC=0, A=21 C=0.0, A=1.0 0.00001 281.235 21 C=0/0, A=10/11

chr4:57883175 C/C G C SNV POLR2B POLR2B:intronic:NM_000938.2 1 100 intronic NM_000938.2c.1956-34G>Cp.? -1.58 RNA polymerase Rpb2, domain 2,RNA polymerase Rpb2, domain 3,RNA polymerase Rpb2, domain 4,RNA polymerase Rpb2, domain 5,RNA polymerase Rpb2, domain 6,RNA polymerase Rpb2, domain 7,RNA polymerase beta subunitrs1718866 0.1294 YES 9.742E-1 (pos.57883175) 7-methylguanosine mRNA capping,DNA binding,DNA-directed 5'-3' RNA polymerase activity,DNA-directed RNA polymerase II, core complex,RNA binding,RNA metabolic process,RNA polymerase II activity,chromatin binding,fibroblast growth factor receptor signaling pathway,mRNA splicing, via spliceosome,membrane,metal ion binding,nuclear chromosome, telomeric region,nucleoplasm,nucleus,positive regulation of viral transcription,protein binding,regulation of gene silencing by miRNA,ribonucleoside binding,snRNA transcription from RNA polymerase II promoter,somatic stem cell population maintenance,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,transcription, DNA-templated,transcription-coupled nucleotide-excision repairG=0, C=20 G=0.0, C=1.0 0.00001 263.776 20 G=0/0, C=4/16

chr4:5830414 C/C T C SNV CRMP1 CRMP1:intronic:NM_001014809.2 1 100 intronic NM_001014809.2c.1624-19A>Gp.? -0.11 Amidohydrolase familyrs6818391 0.0699 YES 9.997E-1 (pos.5830414) Collapsin response mediator protein-1axon guidance,cytosol,filamin binding,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds,microtubule cytoskeleton organization,microtubule organizing center,midbody,negative regulation of actin filament binding,negative regulation of neuron projection development,nervous system development,nucleobase-containing compound metabolic process,protein binding,spindleT=0, C=31 T=0.0, C=1.0 0.00001 465.814 31 T=0/0, C=11/20

chr4:6087057 T/T C T SNV JAKMIP1 JAKMIP1:intronic:NM_001099433.1 1 100 intronic NM_001099433.1c.834+90G>Ap.? -0.51 JAKMIP CC3 domainrs7666743 YES Janus kinase and microtubule-interacting protein 1GABA receptor binding,RNA binding,cognition,cytoplasm,extrinsic component of membrane,intracellular ribonucleoprotein complex,kinase binding,kinesin binding,microtubule,microtubule binding,protein binding,protein transportAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersC=0, T=86 C=0.0, T=1.0 0.00001 1410.92 86 C=0/0, T=64/22

chr4:62453209 G/G A G SNV ADGRL3 ADGRL3:intronic:NM_015236.5 1 100 intronic NM_015236.5c.269+51A>Gp.? -2.75 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Galactose binding lectin domain,Hormone receptor domain,Latrophilin Cytoplasmic C-terminal region,Olfactomedin-like domainrs2172802 0.247 YES Adhesion G protein-coupled receptor L3G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,axon,calcium ion binding,carbohydrate binding,cell surface receptor signaling pathway,cell-cell adhesion via plasma-membrane adhesion molecules,cell-cell junction,integral component of membrane,integral component of plasma membrane,locomotion involved in locomotory behavior,neuron migration,positive regulation of synapse assembly,protein binding,response to cocaine,synapse assemblyA=0, G=236 A=0.0, G=1.0 0.00001 3956.64 236 A=0/0, G=124/112

chr14:21024786 G/G A G SNV RNASE9 RNASE9:exonic:NM_001001673.3 1 100 2 missense NM_001001673.3c.443T>C p.Phe148Ser -1.91 155 0(COSM5002905)Pancreatic ribonucleasers12590446 0.2198 YES 6.563E-1 (pos.21024786) ductal_carcinoma endonuclease activity,extracellular region,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,positive regulation of flagellated sperm motility involved in capacitation,ribonuclease activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, G=38 A=0.0, G=1.0 0.00001 603.786 38 A=0/0, G=29/9

chr19:12924157 C/T C T SNV RNASEH2A RNASEH2A:exonic:NM_006397.2 1 47.37 8 synonymous NM_006397.2c.777C>T p.(=) -1.44 Ribonuclease HIIrs76634951 0.0178 YES 1.479E-2 (pos.12924157) Ribonuclease H2, large subunitDNA replication,DNA replication, removal of RNA primer,RNA binding,RNA catabolic process,RNA phosphodiester bond hydrolysis, endonucleolytic,RNA-DNA hybrid ribonuclease activity,cytosol,metal ion binding,mismatch repair,nucleoplasm,ribonuclease H2 complex,ribonuclease activityAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Immune System Diseases;Nervous System Diseases;Nervous System MalformationsBenign/Likely benignC=30, T=27 C=0.5263, T=0.4737 0.00001 256 57 C=7/23, T=13/14

chr4:6292915 G/G A G SNV WFS1 WFS1:intronic:NM_006005.3 1 100 intronic NM_006005.3c.461-9A>Gp.? 0.64 rs10010131 0.3909 YES 9.348E-1 (pos.6292915) Wolframin ATPase binding,ER overload response,IRE1-mediated unfolded protein response,activating transcription factor binding,calcium ion homeostasis,calcium-dependent protein binding,calmodulin binding,cellular protein metabolic process,dendrite,endoplasmic reticulum,endoplasmic reticulum calcium ion homeostasis,endoplasmic reticulum lumen,endoplasmic reticulum membrane,glucose homeostasis,integral component of endoplasmic reticulum membrane,integral component of membrane,kidney development,negative regulation of ATF6-mediated unfolded protein response,negative regulation of DNA binding transcription factor activity,negative regulation of endoplasmic reticulum stress-induced intrinsic apoptotic signaling pathway,negative regulation of neuron apoptotic process,negative regulation of programmed cell death,negative regulation of transcription from RNA polymerase II promoter,negative regulation of type B pancreatic cell apoptotic process,nervous system process,olfactory behavior,pancreas development,positive regulation ofAbnormalities, Multiple;Blindness;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Deaf-Blind Disorders;Deafness;Diabetes Insipidus;Diabetes Mellitus;Diabetes Mellitus, Type 1;Diabetes Mellitus, Type 2;Ear Diseases;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heredodegenerative Disorders, Nervous System;Kidney Diseases;Lens Diseases;Male Urogenital Diseases;Metabolic Diseases;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Optic Atrophies, Hereditary;Optic Atrophy;Optic Nerve Diseases;Otorhinolaryngologic Diseases;Pituitary Diseases;Sensation Disorders;Urologic Diseases;Vision Disorders;Wolfram SyndromeBenign/Likely benign, associationA=0, G=20 A=0.0, G=1.0 0.00001 263.776 20 A=0/0, G=9/11

chr18:29645930 A/T A T SNV RNF125 RNF125:exonic:NM_017831.3 1 50 5 missense NM_017831.3c.570A>T p.Arg190Ser 2.21 0.06 110 0.981 0.64(COSM4130954)Drought induced 19 protein (Di19), zinc-binding,RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RING,zinc-RING finger domainrs150663325 0.0014 0.0 (pos.29645930) neoplasm RING finger protein 125Golgi membrane,VCP-NPL4-UFD1 AAA ATPase complex,adaptive immune response,intracellular membrane-bounded organelle,negative regulation of RIG-I signaling pathway,negative regulation of type I interferon production,p53 binding,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,protein binding,protein polyubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,ubiquitin conjugating enzyme binding,ubiquitin protein ligase activity,ubiquitin-dependent protein catabolic process,zinc ion bindingBenign A=13, T=13 A=0.5, T=0.5 0.00001 119.163 26 A=6/7, T=12/1

chr19:652238 G/G A G SNV RNF126 RNF126:exonic:NM_194460.2 1 100 3 synonymous NM_194460.2c.193T>C p.(=) 1.35 0.72(COSM3757393)Anaphase-promoting complex subunit 11 RING-H2 finger,RING-like zinc finger,RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger),zinc-ribbonrs11554788 0.3787 YES 1.184E-1 (pos.652238) adenocarcinoma,neoplasmRING finger protein 126cytoplasm,cytoplasm protein quality control by the ubiquitin-proteasome system,cytosol,epidermal growth factor receptor binding,metal ion binding,negative regulation of epidermal growth factor receptor signaling pathway,nucleoplasm,nucleus,proteasome-mediated ubiquitin-dependent protein catabolic process,protein K48-linked ubiquitination,protein K63-linked ubiquitination,protein binding,protein monoubiquitination,protein polyubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of cell proliferation,retrograde transport, endosome to Golgi,ubiquitin protein ligase activity,ubiquitin-dependent protein catabolic process via the multivesicular body sorting pathwayA=0, G=65 A=0.0, G=1.0 0.00001 996.464 65 A=0/0, G=4/61

chr2:7154632 C/C T C SNV RNF144A RNF144A:exonic:NM_014746.5 1 100 4 synonymous NM_014746.5c.183T>C p.(=) -0.16 0.36(COSM4595203)IBR domain, a half RING-finger domainrs309325 9.934E-1 (pos.7154632) squamous_cell_carcinoma Golgi apparatus,cytoplasmic vesicle membrane,endosome membrane,integral component of membrane,intracellular membrane-bounded organelle,metal ion binding,plasma membrane,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,protein polyubiquitination,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,ubiquitin conjugating enzyme binding,ubiquitin ligase complex,ubiquitin protein ligase activity,ubiquitin-protein transferase activityT=0, C=48 T=0.0, C=1.0 0.00001 809.162 48 T=0/0, C=26/22

chr4:141789457 T/A T A SNV RNF150 RNF150:exonic:NM_020724.1 1 47.37 7 synonymous NM_020724.1c.1275A>T p.(=) 0.84 0.74(COSM5619412),0.74(COSM5619413)PA domain,RING-like zinc finger,RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger),zinc-RING finger domainrs61744098 0.0464 YES 1.159E-4 (pos.141789457)ductal_carcinoma integral component of membrane,metal ion bindingLung Diseases;Lung Diseases, Obstructive;Pulmonary Disease, Chronic Obstructive;Respiratory Tract DiseasesT=20, A=18 T=0.5263, A=0.4737 0.00001 184.537 38 T=8/12, A=12/6

chr13:25367282 A/C A C SNV RNF17 RNF17:exonic:NM_031277.2 1 97.5 10 missense NM_031277.2c.1038A>C p.Lys346Asn 0.33 0.23 94 0.001 0.19(COSM3736083),0.19(COSM3736084),0.19(COSM3736085)Tudor domain rs1451568 0.1591 YES 2.311E-4 (pos.25367282) malignant_melanoma,neoplasmRING finger protein-17cytoplasm,metal ion binding,multicellular organism development,nucleus,protein homodimerization activity,spermatid developmentA=2, C=78 A=0.025, C=0.975 0.00001 1198.9 80 A=0/2, C=63/15

chr4:6374189 G/G A G SNV PPP2R2C PPP2R2C:intronic:NM_181876.2 1 100 intronic NM_181876.2c.625+61T>Cp.? -1.07 rs6837903 YES Protein phosphatase 2A, regulatory subunit B, gamma isoformcytosol,developmental process,mitotic cell cycle,peptidyl-serine dephosphorylation,protein binding,protein phosphatase regulator activity,protein phosphatase type 2A complex,protein serine/threonine phosphatase activity,regulation of catalytic activityA=0, G=44 A=0.0, G=1.0 0.00001 726.553 44 A=0/0, G=27/17

chr4:6374230 CA/CA C CA INDEL PPP2R2C PPP2R2C:intronic:NM_181876.2 1 100 intronic NM_181876.2c.625+20G>TGp.? -2.83 rs201247014,rs35520578,rs3979625980.2676 YES 9.907E-1 (pos.6374230) Protein phosphatase 2A, regulatory subunit B, gamma isoformcytosol,developmental process,mitotic cell cycle,peptidyl-serine dephosphorylation,protein binding,protein phosphatase regulator activity,protein phosphatase type 2A complex,protein serine/threonine phosphatase activity,regulation of catalytic activityC=0, CA=45 C=0.0, CA=1.0 0.00001 643.116 45 C=0/0, CA=26/19

chr4:6374468 C/C T C SNV PPP2R2C PPP2R2C:intronic:NM_181876.2 1 100 intronic NM_181876.2c.448-41A>Gp.? -0.96 rs12511721 0.268 YES 3.581E-1 (pos.6374468) Protein phosphatase 2A, regulatory subunit B, gamma isoformcytosol,developmental process,mitotic cell cycle,peptidyl-serine dephosphorylation,protein binding,protein phosphatase regulator activity,protein phosphatase type 2A complex,protein serine/threonine phosphatase activity,regulation of catalytic activityT=0, C=36 T=0.0, C=1.0 0.00001 563.743 36 T=0/0, C=20/16

chr4:6377530 G/G C G SNV PPP2R2C PPP2R2C:intronic:NM_181876.2 1 100 intronic NM_181876.2c.447+16G>Cp.? -1.71 rs4688997 0.2831 YES 9.909E-1;0.0 (pos.6377530) Protein phosphatase 2A, regulatory subunit B, gamma isoformcytosol,developmental process,mitotic cell cycle,peptidyl-serine dephosphorylation,protein binding,protein phosphatase regulator activity,protein phosphatase type 2A complex,protein serine/threonine phosphatase activity,regulation of catalytic activityC=0, G=55 C=0.0, G=1.0 0.00001 814.905 55 C=0/0, G=37/18

chr4:6377534 G/G A G SNV PPP2R2C PPP2R2C:intronic:NM_181876.2 1 100 intronic NM_181876.2c.447+12T>Cp.? -2.36 rs4688998 0.0487 YES 9.999E-1 (pos.6377534) Protein phosphatase 2A, regulatory subunit B, gamma isoformcytosol,developmental process,mitotic cell cycle,peptidyl-serine dephosphorylation,protein binding,protein phosphatase regulator activity,protein phosphatase type 2A complex,protein serine/threonine phosphatase activity,regulation of catalytic activityA=0, G=55 A=0.0, G=1.0 0.00001 814.904 55 A=0/0, G=37/18

chr4:154631543 T/T A T SNV RNF175 RNF175:exonic:NM_173662.2 1 100 9 missense NM_173662.2c.965T>A p.Ile322Asn 2.3 1 149 0 rs2405432 0.0058 YES 1.0 (pos.154631543) Golgi membrane,endoplasmic reticulum membrane,endoplasmic reticulum unfolded protein response,integral component of membrane,metal ion binding,protein binding,protein ubiquitination,ubiquitin protein ligase activity,ubiquitin-dependent ERAD pathwayA=0, T=63 A=0.0, T=1.0 0.00001 958.912 63 A=0/0, T=41/22

chr4:65165661 A/A G A SNV TECRL TECRL:intronic:NM_001010874.4 1 100 intronic NM_001010874.4c.774+31C>Tp.? 0.24 3-oxo-5-alpha-steroid 4-dehydrogenasers11935568 0.0522 YES 9.972E-1 (pos.65165661) Trans-2,3-enoyl-CoA reductase-like proteincytoplasm,endoplasmic reticulum,integral component of membrane,lipid metabolic process,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on the CH-CH group of donors,very long-chain fatty acid biosynthetic processCardiovascular Diseases;Hemic and Lymphatic Diseases;Lymphatic Diseases;Mucocutaneous Lymph Node Syndrome;Skin Diseases;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Vascular Diseases;VasculitisG=0, A=34 G=0.0, A=1.0 0.00001 524.157 34 G=0/0, A=16/18

chr4:6594827 G/G A G SNV MAN2B2 MAN2B2:intronic:NM_015274.2 1 100 intronic NM_015274.2c.681-73A>Gp.? -0.69 Alpha mannosidase middle domain,Glycosyl hydrolases family 38 C-terminal domain,Glycosyl hydrolases family 38 N-terminal domainrs10937747 YES alpha-mannosidase activity,carbohydrate binding,extracellular exosome,lysosomal lumen,mannan endo-1,6-alpha-mannosidase activity,mannose metabolic process,metal ion binding,oligosaccharide catabolic process,protein deglycosylationA=0, G=21 A=0.0, G=1.0 0.00001 281.234 21 A=0/0, G=6/15

chr4:6596476 G/A G A SNV MAN2B2 MAN2B2:intronic:NM_015274.2 1 50 intronic NM_015274.2c.1057+17G>Ap.? -0.06 Alpha mannosidase middle domain,Glycosyl hydrolases family 38 C-terminal domain,Glycosyl hydrolases family 38 N-terminal domainrs2301794 0.3566 YES 5.323E-1 (pos.6596476) alpha-mannosidase activity,carbohydrate binding,extracellular exosome,lysosomal lumen,mannan endo-1,6-alpha-mannosidase activity,mannose metabolic process,metal ion binding,oligosaccharide catabolic process,protein deglycosylationG=26, A=26 G=0.5, A=0.5 0.00001 256.223 52 G=8/18, A=14/12

chr4:6596515 T/T C T SNV MAN2B2 MAN2B2:intronic:NM_015274.2 1 100 intronic NM_015274.2c.1057+56C>Tp.? -1.08 Alpha mannosidase middle domain,Glycosyl hydrolases family 38 C-terminal domain,Glycosyl hydrolases family 38 N-terminal domainrs4234761 YES alpha-mannosidase activity,carbohydrate binding,extracellular exosome,lysosomal lumen,mannan endo-1,6-alpha-mannosidase activity,mannose metabolic process,metal ion binding,oligosaccharide catabolic process,protein deglycosylationC=0, T=47 C=0.0, T=1.0 0.00001 789.298 47 C=0/0, T=17/30

chr7:156469190 G/G A G SNV RNF32 RNF32:exonic:NM_001184997.1 1 100 9 synonymous NM_001184997.1c.930A>G p.(=) -1.06 0.01(COSM3762529),0.01(COSM3762530)Anaphase-promoting complex subunit 11 RING-H2 finger,IQ calmodulin-binding motif,RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger),zinc-RING finger domainrs2302145 0.3774 YES 5.336E-1 (pos.156469190)adenocarcinomaRING finger protein 32aggresome,endosome,metal ion binding,protein binding A=0, G=63 A=0.0, G=1.0 0.00001 956.632 63 A=0/0, G=34/29

chr4:66286088 A/A G A SNV EPHA5 EPHA5:intronic:NM_004439.7 1 100 intronic NM_004439.7c.1527+71C>Tp.? 0.12 Ephrin receptor ligand binding domain,Ephrin type-A receptor 2 transmembrane domain,Fibronectin type III domain,Protein kinase domain,Protein tyrosine kinase,SAM domain (Sterile alpha motif)rs6551921 YES Ephrin receptor EphA5ATP binding,GPI-linked ephrin receptor activity,adherens junction,axon,axon guidance,cAMP-mediated signaling,cellular response to follicle-stimulating hormone stimulus,cellular response to forskolin,dendrite,ephrin receptor activity,ephrin receptor signaling pathway,external side of plasma membrane,hippocampus development,integral component of membrane,integral component of plasma membrane,neuron development,neuronal cell body,peptidyl-tyrosine phosphorylation,perinuclear region of cytoplasm,plasma membrane,positive regulation of CREB transcription factor activity,regulation of GTPase activity,regulation of actin cytoskeleton organization,regulation of insulin secretion involved in cellular response to glucose stimulus,rough endoplasmic reticulum,transmembrane-ephrin receptor activityG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=18/8

chr7:156469123 G/A G A SNV RNF32 RNF32:exonic:NM_001184997.1 1 50 9 missense NM_001184997.1c.863G>A p.Arg288Gln 2.31 0.26 43 0.231 0.46(COSM4417971),0.46(COSM4417972)Anaphase-promoting complex subunit 11 RING-H2 finger,IQ calmodulin-binding motif,RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger),zinc-RING finger domainrs2302148 0.0305 YES 1.193E-1 (pos.156469123)acute_myeloid_leukaemiaRING finger protein 32aggresome,endosome,metal ion binding,protein binding G=34, A=34 G=0.5, A=0.5 0.00001 344.636 68 G=17/17, A=26/8

chr7:156469133 C/G C G SNV RNF32 RNF32:exonic:NM_001184997.1 1 50 9 missense NM_001184997.1c.873C>G p.His291Gln -1.45 0.3 24 0.033 0.14(COSM3762527),0.14(COSM3762528)Anaphase-promoting complex subunit 11 RING-H2 finger,IQ calmodulin-binding motif,RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger),zinc-RING finger domainrs2302147,rs765232575 0.3453 YES 4.161E-1;0.0;0.0 (pos.156469133)adenocarcinoma,neoplasmRING finger protein 32aggresome,endosome,metal ion binding,protein binding C=35, G=35 C=0.5, G=0.5 0.00001 355.191 70 C=26/9, G=17/18

chr4:68396525 G/C G C SNV CENPC CENPC:intronic:NM_001812.2 1 58.33 intronic NM_001812.2c.331+8C>Gp.? -0.34 0(COSM4415405)Centromere assembly component CENP-C middle DNMT3B-binding region,Kinetochore assembly subunit CENP-C N-terminal,Mif2/CENP-C likers355477 0.4012 YES 8.008E-1 (pos.68396525) acute_myeloid_leukaemiaCentromere autoantigen C1CENP-A containing nucleosome assembly,DNA binding,attachment of mitotic spindle microtubules to kinetochore,attachment of spindle microtubules to kinetochore involved in homologous chromosome segregation,cell division,centromeric DNA binding,chromosome segregation,condensed nuclear chromosome kinetochore,condensed nuclear chromosome, centromeric region,cytosol,kinetochore,kinetochore assembly,mitotic cell cycle,nuclear body,nuclear pericentric heterochromatin,nucleoplasm,pericentric heterochromatin,sister chromatid cohesionG=25, C=35 G=0.4167, C=0.5833 0.00001 370.185 60 G=12/13, C=17/18

chr4:68436883 C/C T C SNV STAP1 STAP1:intronic:NM_012108.3 1 100 intronic NM_012108.3c.192+10T>Cp.? -2.07 0(COSM6351521)PH domain,SH2 domainrs13111555 0.0952 YES 4.294E-1 (pos.68436883) carcinoma Signal transducing adaptor family member 1SH3/SH2 adaptor activity,cellular response to lipopolysaccharide,cytoplasm,intracellular membrane-bounded organelle,macrophage colony-stimulating factor receptor binding,mitochondrion,negative regulation of macrophage chemotaxis,negative regulation of macrophage colony-stimulating factor signaling pathway,negative regulation of microglial cell migration,negative regulation of phosphorylation,negative regulation of ruffle assembly,nucleoplasm,nucleus,phospholipid binding,phosphotyrosine residue binding,positive regulation of B cell receptor signaling pathway,positive regulation of actin cytoskeleton reorganization,positive regulation of gene expression,positive regulation of microglial cell activation,positive regulation of microglial cell mediated cytotoxicity,positive regulation of non-membrane spanning protein tyrosine kinase activity,positive regulation of phagocytosis, engulfment,protein binding,protein complex,protein kinase binding,transmembrane receptor protein tyrosine kinase adaptor activity,transmemCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyslipidemias;Genetic Diseases, Inborn;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesT=0, C=29 T=0.0, C=1.0 0.00001 427.603 29 T=0/0, C=21/8

chr4:68490593 A/C A C SNV UBA6 UBA6:intronic:NM_018227.5 1 45.45 intronic NM_018227.5c.2712+119T>Gp.? 0.02 ThiF family,Ubiquitin fold domain,Ubiquitin-activating enzyme E1 FCCH domain,Ubiquitin-activating enzyme E1 four-helix bundle,Ubiquitin-activating enzyme active siters10010078 YES Ubiquitin activating enzyme 6ATP binding,FAT10 activating enzyme activity,amygdala development,cellular protein modification process,cellular response to DNA damage stimulus,cytoplasm,cytosol,dendritic spine development,hippocampus development,learning,locomotory behavior,protein binding,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,ubiquitin activating enzyme activity,ubiquitin-dependent protein catabolic process,ubiquitin-like modifier activating enzyme activityA=36, C=30 A=0.5455, C=0.4545 0.00001 285.721 66 A=16/20, C=20/10

chr4:68515054 A/G A G SNV UBA6 UBA6:intronic:NM_018227.5 1 50 intronic NM_018227.5c.1105-125T>Cp.? 0.15 ThiF family,Ubiquitin fold domain,Ubiquitin-activating enzyme E1 FCCH domain,Ubiquitin-activating enzyme E1 four-helix bundle,Ubiquitin-activating enzyme active siters6840867 YES Ubiquitin activating enzyme 6ATP binding,FAT10 activating enzyme activity,amygdala development,cellular protein modification process,cellular response to DNA damage stimulus,cytoplasm,cytosol,dendritic spine development,hippocampus development,learning,locomotory behavior,protein binding,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,ubiquitin activating enzyme activity,ubiquitin-dependent protein catabolic process,ubiquitin-like modifier activating enzyme activityA=27, G=27 A=0.5, G=0.5 0.00001 262.859 54 A=19/8, G=8/19

chr4:69083563 T/T C T SNV

TMPRSS11B

NL TMPRSS11BNL:intronic_nc:NR_104048.1 1
100

intronic NR_104048.1 -2.41 rs10008636 0.2156 YES C=0, T=97 C=0.0, T=1.0 0.00001 1639 97 C=0/0, T=42/55

chr11:124747837 A/A G A SNV ROBO3 ROBO3:exonic:NM_022370.3 1 100 21 synonymous NM_022370.3c.2991G>A p.(=) -1.17 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs7933204 0.3172 YES 5.047E-1 (pos.124747837) Roundabout, Drosophila, homolog of, 3Roundabout signaling pathway,axon,axon guidance,axon midline choice point recognition,integral component of membrane,plasma membrane,protein bindingAutistic Disorder;Bone Diseases;Child Development Disorders, Pervasive;Cranial Nerve Diseases;Eye Diseases;Mental Disorders;Metabolic Diseases;Mitochondrial Diseases;Mitochondrial Myopathies;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Ocular Motility Disorders;Ophthalmoplegia;Ophthalmoplegia, Chronic Progressive External;Paralysis;Scoliosis;Spinal Curvatures;Spinal DiseasesBenign G=0, A=37 G=0.0, A=1.0 0.00001 583.695 37 G=0/0, A=24/13

chr9:94495608 C/C T C SNV ROR2 ROR2:exonic:NM_004560.3 1 100 6 missense NM_004560.3c.733A>G p.Thr245Ala 0.86 0.77 58 0 0.05(COSM1569878)Fz domain,Immunoglobulin I-set domain,Immunoglobulin domain,Kringle domain,Protein kinase domain,Protein tyrosine kinasers10820900 0.3542 YES 4.762E-1 (pos.94495608) adenocarcinoma,neoplasmReceptor tyrosine kinase-like orphan receptor 2ATP binding,BMP signaling pathway,JNK cascade,SMAD protein signal transduction,Wnt signaling pathway, calcium modulating pathway,Wnt signaling pathway, planar cell polarity pathway,Wnt-protein binding,astrocyte development,bone mineralization,cartilage condensation,cell fate commitment,cell surface,clathrin-coated endocytic vesicle membrane,coreceptor activity involved in Wnt signaling pathway, planar cell polarity pathway,dendrite,embryonic digit morphogenesis,embryonic genitalia morphogenesis,frizzled binding,inner ear morphogenesis,integral component of membrane,integral component of plasma membrane,macrophage migration,male genitalia development,metal ion binding,microtubule,multicellular organism development,negative regulation of canonical Wnt signaling pathway,negative regulation of cell proliferation,neuronal cell body,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of JUN kinase activity,positive regulation of canonical Wnt signaling pathway,positive regulation of cell migrationBrachydactyly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Limb Deformities, Congenital;Maxillofacial Abnormalities;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign/Likely benignT=0, C=21 T=0.0, C=1.0 0.00001 281.162 21 T=0/0, C=6/15

chr4:6925009 A/C A C SNV TBC1D14 TBC1D14:intronic:NM_020773.2 1 55.38 intronic NM_020773.2c.-16-91A>Cp.? 0.21 Rab-GTPase-TBC domainrs386671131,rs41516949 YES TBC1 domain family, member 14GTPase activator activity,Golgi apparatus,Rab GTPase binding,activation of GTPase activity,autophagosome,cytosol,intracellular membrane-bounded organelle,intracellular protein transport,negative regulation of autophagy,nucleoplasm,protein binding,protein kinase binding,recycling endosome,recycling endosome to Golgi transport,regulation of autophagosome assembly,regulation of cilium assembly,regulation of vesicle fusionA=29, C=36 A=0.4462, C=0.5538 0.00001 377.635 65 A=19/10, C=23/13

chr4:69343353 G/G A G SNV TMPRSS11E TMPRSS11E:intronic:NM_014058.3 1 100 intronic NM_014058.3c.967+7A>Gp.? 0.78 Domain of unknown function (DUF1986),SEA domain,Trypsinrs1026341 0.3557 YES 8.64E-1;0.0 (pos.69343353) Transmembrane protease, serine 11Ecognition,extracellular region,integral component of membrane,integral component of plasma membrane,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=7/17

chr4:69344733 G/T G T SNV TMPRSS11E TMPRSS11E:intronic:NM_014058.3 1 98.36 intronic NM_014058.3c.1110+24G>Tp.? 0.48 Domain of unknown function (DUF1986),SEA domain,Trypsinrs2603180 0.3557 YES 8.645E-1 (pos.69344733) Transmembrane protease, serine 11Ecognition,extracellular region,integral component of membrane,integral component of plasma membrane,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityG=1, T=60 G=0.0164, T=0.9836 0.00001 890.61 61 G=1/0, T=27/33

chr8:55539057 G/A G A SNV RP1 RP1:exonic:NM_006269.1 1 53.33 4 missense NM_006269.1c.2615G>A p.Arg872His 1.8 0.04 29 0.239 0.04(COSM1457540)Doublecortin rs444772 0.2712 YES 4.381E-1 (pos.55539057) squamous_cell_carcinomaMicrotubule-associated protein, RP/EB family, member 2,Oxygen-regulated photoreceptor protein-1 (retinitis pigmentosa-1)axoneme,axoneme assembly,cellular response to light stimulus,ciliary tip,cytoplasm,intracellular,intracellular signal transduction,microtubule,microtubule associated complex,microtubule binding,photoreceptor cell development,photoreceptor cell maintenance,photoreceptor cell outer segment organization,photoreceptor connecting cilium,photoreceptor inner segment,photoreceptor outer segment,phototransduction, visible light,positive regulation of non-motile cilium assembly,protein binding,retina development in camera-type eye,retinal cone cell development,retinal rod cell development,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyslipidemias;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hyperlipidemias;Hyperlipoproteinemia Type IV;Hyperlipoproteinemias;Hypertriglyceridemia;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign/Likely benignG=14, A=16 G=0.4667, A=0.5333 0.00001 159.925 30 G=11/3, A=8/8

chr4:69682471 G/G A G SNV UGT2B10 UGT2B10:intronic:NM_001075.5 1 100 intronic NM_001075.5c.718+16A>Gp.? -2.04 Glycosyltransferase family 28 C-terminal domain,UDP-glucoronosyl and UDP-glucosyl transferasers294777 0.0017 YES 1.0 (pos.69682471) Uridine diphosphate glycosyltransferase 2 family, member B10endoplasmic reticulum membrane,glucuronosyltransferase activity,integral component of membrane,intracellular membrane-bounded organelle,lipid metabolic process,organelle membraneMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasA=0, G=20 A=0.0, G=1.0 0.00001 263.776 20 A=0/0, G=9/11

chr4:69687964 A/A G A SNV UGT2B10 UGT2B10:intronic:NM_001075.5 1 100 intronic NM_001075.5c.868-25G>Ap.? -0.39 Glycosyltransferase family 28 C-terminal domain,UDP-glucoronosyl and UDP-glucosyl transferasers861340 0.1001 YES 6.905E-1 (pos.69687964) Uridine diphosphate glycosyltransferase 2 family, member B10endoplasmic reticulum membrane,glucuronosyltransferase activity,integral component of membrane,intracellular membrane-bounded organelle,lipid metabolic process,organelle membraneMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasG=0, A=45 G=0.0, A=1.0 0.00001 743.419 45 G=0/0, A=20/25

chr8:55541513 T/C T C SNV RP1 RP1:exonic:NM_006269.1 1 52.38 4 missense NM_006269.1c.5071T>C p.Ser1691Pro -0.23 0.15 74 0 0.02(COSM4163022)Doublecortin rs414352 0.2722 YES 4.395E-1 (pos.55541513) acute_myeloid_leukaemia,neoplasmMicrotubule-associated protein, RP/EB family, member 2,Oxygen-regulated photoreceptor protein-1 (retinitis pigmentosa-1)axoneme,axoneme assembly,cellular response to light stimulus,ciliary tip,cytoplasm,intracellular,intracellular signal transduction,microtubule,microtubule associated complex,microtubule binding,photoreceptor cell development,photoreceptor cell maintenance,photoreceptor cell outer segment organization,photoreceptor connecting cilium,photoreceptor inner segment,photoreceptor outer segment,phototransduction, visible light,positive regulation of non-motile cilium assembly,protein binding,retina development in camera-type eye,retinal cone cell development,retinal rod cell development,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyslipidemias;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hyperlipidemias;Hyperlipoproteinemia Type IV;Hyperlipoproteinemias;Hypertriglyceridemia;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign/Likely benignT=10, C=11 T=0.4762, C=0.5238 0.00001 95.3003 21 T=9/1, C=5/6

chr8:10467207 A/A C A SNV RP1L1 RP1L1:exonic:NM_178857.5 1 100 4 missense NM_178857.5c.4401G>T p.Arg1467Ser 0.46 0.01 110 0 Doublecortin rs4840498 0.0013 YES 9.999E-1 (pos.10467207) RP1-like protein 1 Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign C=0, A=50 C=0.0, A=1.0 0.00001 852.271 50 C=0/0, A=17/33

chr4:69796548 A/A G A SNV UGT2A3 UGT2A3:intronic:NM_024743.3 1 100 intronic NM_024743.3c.1085-65C>Tp.? -0.47 Glycosyltransferase family 28 C-terminal domain,UDP-glucoronosyl and UDP-glucosyl transferasers2017125 YES Uridine diphosphate glucuronosyltransferase 2 family, member A3cellular glucuronidation,glucuronosyltransferase activity,integral component of membrane,intracellular membrane-bounded organelle,metabolic process,transferase activity, transferring hexosyl groupsG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=9/17

chr4:69879718 A/G A G SNV UGT2B10 UGT2B10:intronic:NM_001075.5 1 45.45 intronic NM_001075.5c.968+23T>Cp.? -0.07 Glycosyltransferase family 28 C-terminal domain,UDP-glucoronosyl and UDP-glucosyl transferasers2292524 YES 4.312E-1 (pos.69879718) Uridine diphosphate glycosyltransferase 2 family, member B10endoplasmic reticulum membrane,glucuronosyltransferase activity,integral component of membrane,intracellular membrane-bounded organelle,lipid metabolic process,organelle membraneMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasA=24, G=20 A=0.5455, G=0.4545 0.00001 211.726 44 A=12/12, G=18/2

chr4:70620708 G/A G A SNV SULT1B1 SULT1B1:intronic:NM_014465.3 1 50 intronic NM_014465.3c.148+80C>Tp.? -0.99 Sulfotransferase domainrs2134668 YES Sulfotransferase family 1B, member 13'-phosphoadenosine 5'-phosphosulfate metabolic process,aryl sulfotransferase activity,cellular biogenic amine metabolic process,cytosol,epithelial cell differentiation,ethanol catabolic process,flavonoid metabolic process,phenol-containing compound metabolic process,protein binding,steroid metabolic process,sulfation,sulfotransferase activity,thyroid hormone metabolic process,xenobiotic metabolic processAdenosine-3'-5'-DiphosphateG=14, A=14 G=0.5, A=0.5 0.00001 131.941 28 G=9/5, A=6/8



chr8:10469817 A/A G A SNV RP1L1 RP1L1:exonic:NM_178857.5 1 100 4 synonymous NM_178857.5c.1791C>T p.(=) -0.04 0.01(COSM4408391)Doublecortin rs6996950 0.1391 YES 6.435E-1 (pos.10469817) hepatocellular_carcinomaRP1-like protein 1 Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign G=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=17/3

chr8:10465097 C/T C T SNV RP1L1 RP1L1:exonic:NM_178857.5 1 57.63 4 missense NM_178857.5c.6511G>A p.Glu2171Lys 0.04 0 56 0.007 0.02(COSM3762972)Doublecortin rs4354268,rs777494734 0.4672 YES 2.589E-2;0.0 (pos.10465097)acute_myeloid_leukaemia,adenocarcinomaRP1-like protein 1 Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign C=25, T=34 C=0.4237, T=0.5763 0.00001 356.982 59 C=18/7, T=26/8

chr4:71021888 T/T C T SNV PRR27 PRR27:intronic:NM_214711.3 1 100 intronic NM_214711.3c.75+94C>Tp.? -0.15 rs1709274 YES extracellular exosome C=0, T=38 C=0.0, T=1.0 0.00001 603.713 38 C=0/0, T=26/12

chr17:1795180 C/C T C SNV RPA1 RPA1:exonic:NM_002945.3 1 100 15 synonymous NM_002945.3c.1605T>C p.(=) 0.44 0.82(COSM4000039)OB-fold nucleic acid binding domain,Replication factor-A C terminal domain,Replication factor-A protein 1, N-terminal domain,Replication protein A OB domainrs2230931 0.1783 YES 2.598E-1 (pos.1795180) acute_myeloid_leukaemiaReplication protein A1, 70kDDNA binding,DNA damage response, detection of DNA damage,DNA recombination,DNA repair,DNA replication,DNA replication factor A complex,DNA-dependent DNA replication,G-rich strand telomeric DNA binding,G1/S transition of mitotic cell cycle,PML body,base-excision repair,damaged DNA binding,double-strand break repair via homologous recombination,error-free translesion synthesis,error-prone translesion synthesis,interstrand cross-link repair,metal ion binding,mismatch repair,nuclear chromosome, telomeric region,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair, DNA gap filling,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,nucleus,protein binding,protein localization to chromosome,regulation of cellular response to heat,regulation of signal transduction by p53 class mediator,sinAcneiform Eruptions;Chloracne;Skin Diseases;Skin and Connective Tissue DiseasesT=0, C=29 T=0.0, C=1.0 0.00001 427.603 29 T=0/0, C=14/15

chr17:1733399 G/G A G SNV

RPA1,SMYD

4 RPA1:exonic:NM_002945.3, SMYD4:upstream:NM_052928.2 1
100

1 synonymous NM_052928.2, NM_002945.3c.-2111T>C, c.12A>Gp.?, p.(=) -1.77 0.15(COSM3755302)OB-fold nucleic acid binding domain,Replication factor-A C terminal domain,Replication factor-A protein 1, N-terminal domain,Replication protein A OB domainrs5030749 0.2171 YES 4.413E-1 (pos.1733399) adenocarcinomaReplication protein A1, 70kDDNA binding,DNA damage response, detection of DNA damage,DNA recombination,DNA repair,DNA replication,DNA replication factor A complex,DNA-dependent DNA replication,G-rich strand telomeric DNA binding,G1/S transition of mitotic cell cycle,PML body,base-excision repair,damaged DNA binding,double-strand break repair via homologous recombination,error-free translesion synthesis,error-prone translesion synthesis,interstrand cross-link repair,metal ion binding,methylation,methyltransferase activity,mismatch repair,nuclear chromosome, telomeric region,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair, DNA gap filling,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,nucleus,protein binding,protein localization to chromosome,regulation of cellular response to heat,regulation of signalAcneiform Eruptions;Chloracne;Glioma;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=32 A=0.0, G=1.0 0.00001 485.138 32 A=0/0, G=21/11

chr15:41815516 C/C G C SNV RPAP1 RPAP1:exonic:NM_015540.3 1 100 18 missense NM_015540.3c.2473C>G p.Gln825Glu 3.63 1 29 0 0.01(COSM4148740)RPAP1-like, C-terminal,RPAP1-like, N-terminalrs8027526 0.001 1.0 (pos.41815516) neoplasm RNA polymerase II-associated protein 1DNA binding,DNA-directed 5'-3' RNA polymerase activity,nucleus,protein binding,transcription from RNA polymerase II promoterG=0, C=22 G=0.0, C=1.0 0.00001 298.892 22 G=0/0, C=10/12

chr4:71250308 A/A T A SNV SMR3B SMR3B:intronic:NM_006685.3 1 100 intronic NM_006685.3c.54+27T>Ap.? -1.31 rs2233586,rs745526657 YES 0.0;0.0 (pos.71250307),9.999E-1 (pos.71250308)Submaxillary gland androgen-regulated protein 3, mouse, homolog of, Bbiological_process,extracellular exosome,extracellular space,molecular_function,protein bindingT=0, A=25 T=0.0, A=1.0 0.00001 353.018 25 T=0/0, A=17/8

chr4:71250399 G/G A G SNV SMR3B SMR3B:intronic:NM_006685.3 1 100 intronic NM_006685.3c.54+118A>Gp.? -0.11 rs7676909 YES Submaxillary gland androgen-regulated protein 3, mouse, homolog of, Bbiological_process,extracellular exosome,extracellular space,molecular_function,protein bindingA=0, G=25 A=0.0, G=1.0 0.00001 353.018 25 A=0/0, G=17/8

chr4:71265172 C/C A C SNV OPRPN OPRPN:intronic:NM_021225.4 1 100 intronic NM_021225.4c.51+119A>Cp.? 0.09 Proline-rich submaxillary gland androgen-regulated familyrs1844635 YES endopeptidase inhibitor activity,extracellular region,extracellular space,negative regulation of endopeptidase activity,peptidase inhibitor activity,regulation of sensory perception of pain,retina homeostasisA=0, C=24 A=0.0, C=1.0 0.00001 334.788 24 A=0/0, C=12/12

chr4:71275012 C/C T C SNV OPRPN OPRPN:intronic:NM_021225.4 1 100 intronic NM_021225.4c.52-85T>C p.? -0.63 Proline-rich submaxillary gland androgen-regulated familyrs1352689 YES endopeptidase inhibitor activity,extracellular region,extracellular space,negative regulation of endopeptidase activity,peptidase inhibitor activity,regulation of sensory perception of pain,retina homeostasisT=0, C=88 T=0.0, C=1.0 0.00001 1451.91 88 T=0/0, C=57/31

chr15:41819716 T/T C T SNV RPAP1 RPAP1:exonic:NM_015540.3 1 100 12 missense NM_015540.3c.1516G>A p.Glu506Lys 5.65 0.01 56 0.995 0.99(COSM147884)RPAP1-like, C-terminal,RPAP1-like, N-terminalrs1200345 0.4963 YES 3.256E-1 (pos.41819716) acute_myeloid_leukaemia,adenocarcinomaRNA polymerase II-associated protein 1DNA binding,DNA-directed 5'-3' RNA polymerase activity,nucleus,protein binding,transcription from RNA polymerase II promoterC=0, T=23 C=0.0, T=1.0 0.00001 316.014 23 C=0/0, T=9/14

chr4:71588498 C/T C T SNV RUFY3 RUFY3:intronic:NM_001037442.3 1 50 intronic NM_001037442.3c.178+30C>Tp.? 0.73 RUN domain rs28435678,rs7677882800.0336 YES 0.0 (pos.71588497),4.632E-4 (pos.71588498)FUN and FYVE domains-containing protein 3actin filament organization,axon,cell junction,cytoplasm,cytosol,dendrite,endomembrane system,filopodium,growth cone,invadopodium,lamellipodium,membrane,negative regulation of axonogenesis,perikaryon,positive regulation of axon extension,positive regulation of cell migration,positive regulation of intracellular protein transport,protein binding,regulation of establishment of cell polarityArsenic Poisoning;Heavy Metal Poisoning, Nervous System;Nervous System Diseases;Neurotoxicity Syndromes;Skin Diseases;Skin and Connective Tissue DiseasesC=17, T=17 C=0.5, T=0.5 0.00001 172.009 34 C=8/9, T=11/6

chr4:72423624 T/T C T SNV SLC4A4 SLC4A4:intronic:NM_001134742.1 1 100 intronic NM_001134742.1c.2937+22C>Tp.? -0.75 Band 3 cytoplasmic domain,HCO3- transporter familyrs1453474 0.0443 YES 7.539E-1 (pos.72423624) Solute carrier family 4, sodium bicarbonate cotransporter, member 4Acid-Base Imbalance;Acidosis;Acidosis, Renal Tubular;Cataract;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Opacity;Developmental Disabilities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glaucoma;Intellectual Disability;Kidney Diseases;Lens Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic Diseases;Ocular Hypertension;Renal Tubular Transport, Inborn Errors;Urologic DiseasesSodium bicarbonate C=0, T=212 C=0.0, T=1.0 0.00001 3465.69 212 C=0/0, T=93/119

chr14:21770681 G/G A G SNV RPGRIP1 RPGRIP1:exonic:NM_020366.3 1 100 4 synonymous NM_020366.3c.525A>G p.(=) -1.36 0.03(COSM3753871),0.03(COSM3753872)C2 domain,First C2 domain of RPGR-interacting protein 1rs17792599 0.189 YES 1.535E-1 (pos.21770681) adenocarcinomaRetinitis pigmentosa GTPase regulator-interacting proteinaxoneme,eye photoreceptor cell development,neural precursor cell proliferation,photoreceptor connecting cilium,protein binding,response to stimulus,retina development in camera-type eye,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Leber Congenital Amaurosis;Nervous System Diseases;Nystagmus, Pathologic;Ocular Motility Disorders;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign/Likely benignA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=5/17

chr3:40503809 A/A G A SNV RPL14 RPL14:utr_3:NM_003973.4 1 100 6 utr_3 NM_003973.4c.734G>A p.? -2.77 Ribosomal protein L14rs11539046 YES Ribosomal protein L14RNA binding,SRP-dependent cotranslational protein targeting to membrane,cadherin binding,cytosol,cytosolic large ribosomal subunit,extracellular exosome,membrane,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,protein binding,rRNA processing,ribosomal large subunit biogenesis,ribosome,structural constituent of ribosome,translation,translational initiation,viral transcriptionAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, A=58 G=0.0, A=1.0 0.00001 861.516 58 G=0/0, A=16/42

chr4:74448079 T/T TCTT T INDEL RASSF6 RASSF6:intronic:NM_201431.2 3 100 intronic NM_201431.2c.664-72AAGA>Ap.? -0.51, 0.38, 2.31, 0.17 Novel Ras effector 1 C-terminal SARAH (Sav/Rassf/Hpo) domain,Ras association (RalGDS/AF-6) domainrs148589925 YES Ras association domain family, member 6apoptotic process,protein binding,regulation of apoptotic process,signal transductionTCTT=0, T=64TCTT=0.0, T=1.0 0.00001 976.61 64 TCTT=0/0, T=34/30

chr2:101635538 T/T C T SNV

RPL31,TBC1

D8 RPL31:utr_3:NM_001098577.2, TBC1D8:intronic:NM_001102426.2 1
100

5 utr_3 NM_001098577.2, NM_001102426.2c.425C>T, c.2782+2605G>Ap.?, p.? -1.9 GRAM domain,Rab-GTPase-TBC domain,Ribosomal protein L31ers13007048 0.2969 YES 1.536E-1 (pos.101635538) Ribosomal protein L31GTPase activator activity,RNA binding,Rab GTPase binding,SRP-dependent cotranslational protein targeting to membrane,activation of GTPase activity,blood circulation,cytoplasmic translation,cytosol,cytosolic large ribosomal subunit,endomembrane system,extracellular exosome,focal adhesion,intracellular,intracellular protein transport,membrane,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,positive regulation of cell proliferation,protein binding,rRNA processing,regulation of cilium assembly,regulation of vesicle fusion,ribosome,structural constituent of ribosome,translation,translational initiation,viral transcriptionBone Diseases;Bone Diseases, Metabolic;Breast Diseases;Breast Neoplasms;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Osteoporosis;Skin Diseases;Skin and Connective Tissue DiseasesC=0, T=53 C=0.0, T=1.0 0.00001 782.012 53 C=0/0, T=24/29

chr3:128356851 AT/AT A AT INDEL RPN1 RPN1:exonic:NM_002950.3 1 100 3 frameshiftInsertion NM_002950.3c.423_424insAp.Tyr142fs 8.83 Ribophorin I Ribophorin I RNA binding,cellular protein modification process,cytosol,dolichyl-diphosphooligosaccharide-protein glycotransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular matrix,integral component of membrane,melanosome,membrane,oligosaccharyltransferase complex,protein N-linked glycosylation via asparagine,protein binding,protein glycosylation,rough endoplasmic reticulumA=0, AT=53 A=0.0, AT=1.0 0.00001 354.147 53 A=0/0, AT=24/29

chr3:128356852 T/T C T SNV RPN1 RPN1:exonic:NM_002950.3 1 100 3 synonymous NM_002950.3c.423G>A p.(=) -3.83 0.04(COSM3759710)Ribophorin I rs1697 0.386 YES 7.493E-1 (pos.128356852)adenocarcinomaRibophorin I RNA binding,cellular protein modification process,cytosol,dolichyl-diphosphooligosaccharide-protein glycotransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular matrix,integral component of membrane,melanosome,membrane,oligosaccharyltransferase complex,protein N-linked glycosylation via asparagine,protein binding,protein glycosylation,rough endoplasmic reticulumC=0, T=53 C=0.0, T=1.0 0.00001 780.459 53 C=0/0, T=24/29

chr4:76721459 G/A G A SNV USO1 USO1:intronic:NM_003715.3 1 59.09 intronic NM_003715.3c.1413-45G>Ap.? 0.64 Uso1 / p115 like vesicle tethering protein, C terminal region,Uso1 / p115 like vesicle tethering protein, head regionrs4859409 0.39 YES 8.006E-1 (pos.76721459) USO1 vesicle docking protein, S. cerevisiae, homolog ofCOPII vesicle coating,ER to Golgi transport vesicle membrane,ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi organization,Golgi stack,Golgi vesicle docking,RNA binding,cadherin binding,cytosol,endoplasmic reticulum,fibrillar center,intracellular protein transport,membrane,membrane fusion,perinuclear region of cytoplasm,protein binding,protein transporter activity,transcytosis,transport vesicle,vesicle fusion with Golgi apparatusArsenic Poisoning;Genital Diseases, Male;Genital Neoplasms, Male;Heavy Metal Poisoning, Nervous System;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurotoxicity Syndromes;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsG=9, A=13 G=0.4091, A=0.5909 0.00001 122.568 22 G=5/4, A=4/9

chr4:76725245 T/T G T SNV USO1 USO1:intronic:NM_003715.3 1 100 intronic NM_003715.3c.1836-42G>Tp.? -0.01 Uso1 / p115 like vesicle tethering protein, C terminal region,Uso1 / p115 like vesicle tethering protein, head regionrs381067 0.0011 YES 1.0 (pos.76725245) USO1 vesicle docking protein, S. cerevisiae, homolog ofCOPII vesicle coating,ER to Golgi transport vesicle membrane,ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi organization,Golgi stack,Golgi vesicle docking,RNA binding,cadherin binding,cytosol,endoplasmic reticulum,fibrillar center,intracellular protein transport,membrane,membrane fusion,perinuclear region of cytoplasm,protein binding,protein transporter activity,transcytosis,transport vesicle,vesicle fusion with Golgi apparatusArsenic Poisoning;Genital Diseases, Male;Genital Neoplasms, Male;Heavy Metal Poisoning, Nervous System;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurotoxicity Syndromes;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsG=0, T=46 G=0.0, T=1.0 0.00001 768.313 46 G=0/0, T=31/15

chr20:35865054 T/T C T SNV RPN2 RPN2:exonic:NM_002951.4 1 100 16 synonymous NM_002951.4c.1825C>T p.(=) 0.41 0.53(COSM4134509)Oligosaccharyltransferase subunit Ribophorin IIrs4608 0.1847 YES 4.697E-1 (pos.35865054) acute_myeloid_leukaemia,diffuse_large_B_cell_lymphoma,neoplasmRibophorin IIaging,autophagosome membrane,cellular protein modification process,dolichyl-diphosphooligosaccharide-protein glycotransferase activity,endoplasmic reticulum membrane,integral component of membrane,membrane,oligosaccharyltransferase complex,protein N-linked glycosylation,protein N-linked glycosylation via asparagine,protein binding,response to drug,ribosome binding,rough endoplasmic reticulumGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, T=36 C=0.0, T=1.0 0.00001 563.67 36 C=0/0, T=20/16

chr4:76804067 G/G A G SNV PPEF2 PPEF2:intronic:NM_006239.2 1 100 intronic NM_006239.2c.933+12T>Cp.? -0.67 Calcineurin-like phosphoesterase,EF hand,EF-hand domain pair,IQ calmodulin-binding motif,PPP5 TPR repeat regionrs4859564 0.0077 YES 9.948E-1 (pos.76804067) Protein phosphatase, EF hand calcium-binding domain-2Hsp70 protein binding,Hsp90 protein binding,calcium ion binding,cytoplasm,detection of stimulus involved in sensory perception,iron ion binding,manganese ion binding,mitogen-activated protein kinase kinase kinase binding,negative regulation of MAPK cascade,negative regulation of peptidyl-threonine phosphorylation,photoreceptor inner segment,photoreceptor outer segment,protein dephosphorylation,protein serine/threonine phosphatase activity,regulation of JUN kinase activity,regulation of MAP kinase activity,visual perceptionA=0, G=61 A=0.0, G=1.0 0.00001 921.854 61 A=0/0, G=30/31

chr4:76805692 G/G A G SNV PPEF2 PPEF2:intronic:NM_006239.2 1 100 intronic NM_006239.2c.746+55T>Cp.? -0.58 Calcineurin-like phosphoesterase,EF hand,EF-hand domain pair,IQ calmodulin-binding motif,PPP5 TPR repeat regionrs7666135 YES Protein phosphatase, EF hand calcium-binding domain-2Hsp70 protein binding,Hsp90 protein binding,calcium ion binding,cytoplasm,detection of stimulus involved in sensory perception,iron ion binding,manganese ion binding,mitogen-activated protein kinase kinase kinase binding,negative regulation of MAPK cascade,negative regulation of peptidyl-threonine phosphorylation,photoreceptor inner segment,photoreceptor outer segment,protein dephosphorylation,protein serine/threonine phosphatase activity,regulation of JUN kinase activity,regulation of MAP kinase activity,visual perceptionA=0, G=92 A=0.0, G=1.0 0.00001 1538.94 92 A=0/0, G=58/34

chr18:33647254 C/C A C SNV RPRD1A RPRD1A:exonic:NM_018170.4 1 100 1 synonymous NM_018170.4c.114T>G p.(=) 0.52 Cell-cycle alteration and expression-elevated protein in tumour,RNA polymerase II-binding domain.rs1789517 0.0669 YES 1.0 (pos.33647254) Regulation of nuclear pre-mRNA domain-containing protein 1ADNA-directed RNA polymerase II, holoenzyme,dephosphorylation of RNA polymerase II C-terminal domain,identical protein binding,nucleoplasm,protein binding,snRNA transcription from RNA polymerase II promoterAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, C=77 A=0.0, C=1.0 0.00001 1229.42 77 A=0/0, C=32/45

chr4:76805962 A/A G A SNV PPEF2 PPEF2:intronic:NM_006239.2 1 100 intronic NM_006239.2c.580-49C>Tp.? 1.14 Calcineurin-like phosphoesterase,EF hand,EF-hand domain pair,IQ calmodulin-binding motif,PPP5 TPR repeat regionrs1976517 0.0176 YES 9.934E-1 (pos.76805962) Protein phosphatase, EF hand calcium-binding domain-2Hsp70 protein binding,Hsp90 protein binding,calcium ion binding,cytoplasm,detection of stimulus involved in sensory perception,iron ion binding,manganese ion binding,mitogen-activated protein kinase kinase kinase binding,negative regulation of MAPK cascade,negative regulation of peptidyl-threonine phosphorylation,photoreceptor inner segment,photoreceptor outer segment,protein dephosphorylation,protein serine/threonine phosphatase activity,regulation of JUN kinase activity,regulation of MAP kinase activity,visual perceptionG=0, A=72 G=0.0, A=1.0 0.00001 1130.92 72 G=0/0, A=41/31

chr4:76805978 T/T C T SNV PPEF2 PPEF2:intronic:NM_006239.2 1 100 intronic NM_006239.2c.580-65G>Ap.? 0.04 Calcineurin-like phosphoesterase,EF hand,EF-hand domain pair,IQ calmodulin-binding motif,PPP5 TPR repeat regionrs1566975 YES Protein phosphatase, EF hand calcium-binding domain-2Hsp70 protein binding,Hsp90 protein binding,calcium ion binding,cytoplasm,detection of stimulus involved in sensory perception,iron ion binding,manganese ion binding,mitogen-activated protein kinase kinase kinase binding,negative regulation of MAPK cascade,negative regulation of peptidyl-threonine phosphorylation,photoreceptor inner segment,photoreceptor outer segment,protein dephosphorylation,protein serine/threonine phosphatase activity,regulation of JUN kinase activity,regulation of MAP kinase activity,visual perceptionC=0, T=72 C=0.0, T=1.0 0.00001 1130.95 72 C=0/0, T=41/31

chr1:26879920 C/C T C SNV RPS6KA1 RPS6KA1:exonic:NM_001006665.1 1 100 6 synonymous NM_001006665.1c.534T>C p.(=) -2.31 Kinase-like,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers4970490 1.00E-04 1.0;0.0 (pos.26879920) Ribosomal protein S6 kinase, 90kD, 1ATP binding,apoptotic process,cell cycle,cysteine-type endopeptidase inhibitor activity involved in apoptotic process,cytoplasm,cytosol,hepatocyte proliferation,intracellular signal transduction,kinase activity,magnesium ion binding,negative regulation of apoptotic process,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,nucleoplasm,nucleus,positive regulation of cell differentiation,positive regulation of cell growth,positive regulation of hepatic stellate cell activation,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine/tyrosine kinase activity,regulation of DNA-templated transcription in response to stress,regulation of translation in response to stress,signal transductionHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Sezary SyndromePurvalanol A T=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=16/18

chr6:166826304 C/C T C SNV RPS6KA2 RPS6KA2:exonic:NM_001006932.2 1 100 22 synonymous NM_001006932.2c.2172A>G p.(=) -0.54 0.06(COSM3761650),0.06(COSM3761651),0.06(COSM3761652)Kinase-like,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers760670 0.3043 YES 7.991E-1 (pos.166826304)adenocarcinoma,neoplasmRibosomal protein S6 kinase, 90kD, 2ATP binding,brain renin-angiotensin system,cardiac muscle cell apoptotic process,cellular response to carbohydrate stimulus,cytoplasm,cytosol,heart contraction,heart development,intracellular signal transduction,kinase activity,magnesium ion binding,negative regulation of cell cycle,negative regulation of cell proliferation,negative regulation of meiotic nuclear division,nucleoplasm,nucleus,oocyte maturation,peptidyl-serine phosphorylation,positive regulation of apoptotic process,positive regulation of gene expression,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine/tyrosine kinase activity,regulation of protein processing,ribosomal protein S6 kinase activity,ribosome,signal transduction,spindleDental Caries;Stomatognathic Diseases;Tooth Demineralization;Tooth DiseasesT=0, C=24 T=0.0, C=1.0 0.00001 334.791 24 T=0/0, C=12/12

chr4:76857395 G/G A G SNV NAAA NAAA:intronic:NM_014435.3 1 100 intronic NM_014435.3c.372-7T>C p.? 1.08 0.1(COSM3683308)Linear amide C-N hydrolases, choloylglycine hydrolase family,beta subunit of N-acylethanolamine-hydrolyzing acid amidasers4859573 0.2309 YES 3.568E-1 (pos.76857395) acute_myeloid_leukaemiaN-acylethanolamine acid amidasebiological_process,cytoplasm,extracellular exosome,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds,lipid metabolic process,lysosomal lumen,neurotransmitter secretion,presynapse,transcription factor bindingA=0, G=22 A=0.0, G=1.0 0.00001 298.833 22 A=0/0, G=17/5

chr6:167271711 C/C T C SNV RPS6KA2 RPS6KA2:exonic:NM_001006932.2 1 100 2 missense NM_001006932.2c.100A>G p.Thr34Ala -3.09 0.77 58 0 Kinase-like,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers943687 0.0117 YES 9.56E-1;0.0 (pos.167271711) Ribosomal protein S6 kinase, 90kD, 2ATP binding,brain renin-angiotensin system,cardiac muscle cell apoptotic process,cellular response to carbohydrate stimulus,cytoplasm,cytosol,heart contraction,heart development,intracellular signal transduction,kinase activity,magnesium ion binding,negative regulation of cell cycle,negative regulation of cell proliferation,negative regulation of meiotic nuclear division,nucleoplasm,nucleus,oocyte maturation,peptidyl-serine phosphorylation,positive regulation of apoptotic process,positive regulation of gene expression,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine/tyrosine kinase activity,regulation of protein processing,ribosomal protein S6 kinase activity,ribosome,signal transduction,spindleDental Caries;Stomatognathic Diseases;Tooth Demineralization;Tooth DiseasesT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=11/9

chr4:76943677 A/A G A SNV CXCL10 CXCL10:intronic:NM_001565.3 1 100 intronic NM_001565.3c.189-69C>Tp.? 0.48 Small cytokines (intecrine/chemokine), interleukin-8 likers4859588 YES Chemokine, C-X-C motif, ligand 10 (interferon-inducible cytokine IP-10)CXCR3 chemokine receptor binding,G-protein coupled receptor signaling pathway,T cell chemotaxis,blood circulation,cAMP-dependent protein kinase regulator activity,cell surface receptor signaling pathway,cell-cell signaling,cellular response to heat,cellular response to lipopolysaccharide,chemokine activity,chemokine-mediated signaling pathway,chemotaxis,defense response to virus,endothelial cell activation,external side of plasma membrane,extracellular region,extracellular space,heparin binding,immune response,inflammatory response,muscle organ development,negative regulation of angiogenesis,negative regulation of myoblast differentiation,negative regulation of myoblast fusion,positive regulation of T cell migration,positive regulation of cAMP metabolic process,positive regulation of cAMP-mediated signaling,positive regulation of cell proliferation,positive regulation of monocyte chemotaxis,positive regulation of release of sequestered calcium ion into cytosol,positive regulation of transcription from RNA polAbortion, Spontaneous;Alopecia;Alopecia Areata;Autoimmune Diseases;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Cholestasis;Cholestasis, Intrahepatic;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cystitis;Cystitis, Interstitial;Dermatitis;Dermatitis, Atopic;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hair Diseases;Head and Neck Neoplasms;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Hypotrichosis;Immune System Diseases;Influenza, Human;Intestinal Diseases;Intestinal Neoplasms;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Lung Diseases;Male Urogenital Diseases;MyocN-Methylleucine G=0, A=22 G=0.0, A=1.0 0.00001 298.829 22 G=0/0, A=9/13

chr4:76944491 C/C T C SNV CXCL10 CXCL10:intronic:NM_001565.3 1 100 intronic NM_001565.3c.61+33A>Gp.? -0.07 Small cytokines (intecrine/chemokine), interleukin-8 likers4241578 0.4604 YES 9.494E-1 (pos.76944491) Chemokine, C-X-C motif, ligand 10 (interferon-inducible cytokine IP-10)CXCR3 chemokine receptor binding,G-protein coupled receptor signaling pathway,T cell chemotaxis,blood circulation,cAMP-dependent protein kinase regulator activity,cell surface receptor signaling pathway,cell-cell signaling,cellular response to heat,cellular response to lipopolysaccharide,chemokine activity,chemokine-mediated signaling pathway,chemotaxis,defense response to virus,endothelial cell activation,external side of plasma membrane,extracellular region,extracellular space,heparin binding,immune response,inflammatory response,muscle organ development,negative regulation of angiogenesis,negative regulation of myoblast differentiation,negative regulation of myoblast fusion,positive regulation of T cell migration,positive regulation of cAMP metabolic process,positive regulation of cAMP-mediated signaling,positive regulation of cell proliferation,positive regulation of monocyte chemotaxis,positive regulation of release of sequestered calcium ion into cytosol,positive regulation of transcription from RNA polAbortion, Spontaneous;Alopecia;Alopecia Areata;Autoimmune Diseases;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Cholestasis;Cholestasis, Intrahepatic;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cystitis;Cystitis, Interstitial;Dermatitis;Dermatitis, Atopic;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hair Diseases;Head and Neck Neoplasms;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Hypotrichosis;Immune System Diseases;Influenza, Human;Intestinal Diseases;Intestinal Neoplasms;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Lung Diseases;Male Urogenital Diseases;MyocN-Methylleucine T=0, C=38 T=0.0, C=1.0 0.00001 603.786 38 T=0/0, C=31/7

chr6:167271716 C/C T C SNV RPS6KA2 RPS6KA2:exonic:NM_001006932.2 1 100 2 missense NM_001006932.2c.95A>G p.Glu32Gly 0.97 0.04 98 0.122 Kinase-like,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers9347162 0.248 YES 8.758E-1;0.0 (pos.167271716) Ribosomal protein S6 kinase, 90kD, 2ATP binding,brain renin-angiotensin system,cardiac muscle cell apoptotic process,cellular response to carbohydrate stimulus,cytoplasm,cytosol,heart contraction,heart development,intracellular signal transduction,kinase activity,magnesium ion binding,negative regulation of cell cycle,negative regulation of cell proliferation,negative regulation of meiotic nuclear division,nucleoplasm,nucleus,oocyte maturation,peptidyl-serine phosphorylation,positive regulation of apoptotic process,positive regulation of gene expression,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine/tyrosine kinase activity,regulation of protein processing,ribosomal protein S6 kinase activity,ribosome,signal transduction,spindleDental Caries;Stomatognathic Diseases;Tooth Demineralization;Tooth DiseasesT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=11/9

chr4:77021288 C/C G C SNV ART3 ART3:intronic:NM_001130016.2 1 100 intronic NM_001130016.2c.848-156G>Cp.? 0.19 NAD:arginine ADP-ribosyltransferasers7654988 YES ADP-ribosyltransferase 3C-terminal protein lipidation,NAD(P)+-protein-arginine ADP-ribosyltransferase activity,NAD+ ADP-ribosyltransferase activity,anchored component of membrane,extracellular exosome,extracellular region,integral component of plasma membrane,plasma membrane,protein ADP-ribosylation,transferase activityG=0, C=27 G=0.0, C=1.0 0.00001 389.988 27 G=0/0, C=15/12

chr4:77021433 T/T C T SNV ART3 ART3:intronic:NM_001130016.2 1 100 intronic NM_001130016.2c.848-11C>Tp.? 0.13 NAD:arginine ADP-ribosyltransferasers6532189 0.2677 YES 3.752E-1 (pos.77021433) ADP-ribosyltransferase 3C-terminal protein lipidation,NAD(P)+-protein-arginine ADP-ribosyltransferase activity,NAD+ ADP-ribosyltransferase activity,anchored component of membrane,extracellular exosome,extracellular region,integral component of plasma membrane,plasma membrane,protein ADP-ribosylation,transferase activityC=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=12/15

chr14:75386576 A/A G A SNV RPS6KL1 RPS6KL1:exonic:NM_031464.4 1 100 3 missense NM_031464.4c.362C>T p.Pro121Leu 3.05 0.07 98 0.106 MIT (microtubule interacting and transport) domain,Protein kinase domain,Protein tyrosine kinasers2286913 0.3662 YES 5.339E-1 (pos.75386576) ATP binding,cytoplasm,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,ribosome,signal transductionG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=15/11

chr4:77039352 G/G A G SNV NUP54 NUP54:intronic:NM_017426.3 1 100 intronic NM_017426.3c.1165-5T>Cp.? 0.23 0.07(COSM4003141)Nucleoporin complex subunit 54rs13115827 0.178 YES 3.75E-1 (pos.77039352) acute_myeloid_leukaemiaNucleoporin, 54kDNLS-bearing protein import into nucleus,host cell,intracellular transport of virus,mRNA export from nucleus,mitotic nuclear envelope disassembly,nuclear envelope,nuclear membrane,nuclear pore central transport channel,nuclear pore organization,nucleocytoplasmic transporter activity,protein binding,protein heterotetramerization,protein heterotrimerization,protein homooligomerization,protein localization to nuclear inner membrane,protein sumoylation,protein targeting,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,regulation of protein import into nucleus,structural constituent of nuclear pore,tRNA export from nucleus,viral process,viral transcriptionA=0, G=28 A=0.0, G=1.0 0.00001 408.717 28 A=0/0, G=14/14

chr4:77065264 T/T C T SNV NUP54 NUP54:intronic:NM_017426.3 1 100 intronic NM_017426.3c.295+38G>Ap.? -1.23 Nucleoporin complex subunit 54rs11736522 0.3903 YES 8.92E-1 (pos.77065264) Nucleoporin, 54kDNLS-bearing protein import into nucleus,host cell,intracellular transport of virus,mRNA export from nucleus,mitotic nuclear envelope disassembly,nuclear envelope,nuclear membrane,nuclear pore central transport channel,nuclear pore organization,nucleocytoplasmic transporter activity,protein binding,protein heterotetramerization,protein heterotrimerization,protein homooligomerization,protein localization to nuclear inner membrane,protein sumoylation,protein targeting,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,regulation of protein import into nucleus,structural constituent of nuclear pore,tRNA export from nucleus,viral process,viral transcriptionC=0, T=138 C=0.0, T=1.0 0.00001 2300.28 138 C=0/0, T=86/52

chr14:75388183 T/T C T SNV RPS6KL1 RPS6KL1:exonic:NM_031464.4 1 100 2 missense NM_031464.4c.62G>A p.Arg21Gln 1.32 0.01 43 0.462 0.11(COSM5001914)MIT (microtubule interacting and transport) domain,Protein kinase domain,Protein tyrosine kinasers7156590 0.3753 YES 5.416E-1 (pos.75388183) ductal_carcinoma ATP binding,cytoplasm,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,ribosome,signal transductionC=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=22/6

chr19:54711329 C/T C T SNV RPS9 RPS9:exonic:NM_001013.3 1 52.38 5 synonymous NM_001013.3c.471C>T p.(=) -0.48 0.4(COSM6197424)Ribosomal protein S4/S9 N-terminal domain,S4 domainrs4838 0.0409 YES 2.196E-3;0.0 (pos.54711329)carcinoma Ribosomal protein S9RNA binding,SRP-dependent cotranslational protein targeting to membrane,cytoplasm,cytosol,cytosolic small ribosomal subunit,extracellular exosome,focal adhesion,intracellular ribonucleoprotein complex,membrane,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleolus,nucleoplasm,nucleus,positive regulation of cell proliferation,positive regulation of translational fidelity,protein binding,rRNA binding,rRNA processing,ribosome,small ribosomal subunit,structural constituent of ribosome,translation,translation regulator activity,translational initiation,viral transcriptionC=10, T=11 C=0.4762, T=0.5238 0.00001 95.2686 21 C=8/2, T=7/4

chr17:78820329 T/T C T SNV RPTOR RPTOR:exonic:NM_020761.2 1 100 11 synonymous NM_020761.2c.1269C>T p.(=) -2.21 0.07(COSM3755999),0.07(COSM3756000)HEAT repeat,Raptor N-terminal CASPase like domain,WD domain, G-beta repeatrs3751945 0.3703 YES 4.448E-1 (pos.78820329) adenocarcinoma,carcinoma,neoplasmRegulatory-associated protein of MTOR14-3-3 protein binding,RNA polymerase III type 1 promoter DNA binding,RNA polymerase III type 2 promoter DNA binding,RNA polymerase III type 3 promoter DNA binding,TFIIIC-class transcription factor binding,TOR signaling,TORC1 complex,TORC1 signaling,activation of protein kinase activity,cell cycle arrest,cellular response to amino acid stimulus,cellular response to leucine,cellular response to nutrient levels,cellular response to starvation,cytoplasm,cytoplasmic stress granule,cytosol,dendrite,lysosomal membrane,lysosome,negative regulation of protein serine/threonine kinase activity,neuronal cell body,nucleoplasm,positive regulation of G1/S transition of mitotic cell cycle,positive regulation of TOR signaling,positive regulation of cell growth,positive regulation of endothelial cell proliferation,positive regulation of peptidyl-serine phosphorylation,positive regulation of peptidyl-threonine phosphorylation,positive regulation of protein serine/threonine kinase activity,positive regulation of transcription fMental Disorders;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Substance-Related Disorders;Tobacco Use DisorderC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=15/14

chr20:17606220 C/T C T SNV RRBP1 RRBP1:exonic:NM_004587.2 1 57.14 12 synonymous NM_004587.2c.1692G>A p.(=) -2.8 Ribosome receptor lysine/proline rich regionrs145483952 0.0074 3.474E-4 (pos.17606220) Ribosome binding protein-1RNA binding,endoplasmic reticulum,integral component of endoplasmic reticulum membrane,membrane,osteoblast differentiation,protein transport,receptor activity,ribosome,translationC=9, T=12 C=0.4286, T=0.5714 0.00001 109.102 21 C=3/6, T=4/8

chr4:77987351 G/G A G SNV CCNI CCNI:intronic:NM_006835.2 1 100 intronic NM_006835.2c.114+51T>Cp.? 0.57 Cyclin, N-terminal domainrs4241602 0.0891 YES 9.993E-1 (pos.77987351) regulation of cell cycle,spermatogenesis A=0, G=40 A=0.0, G=1.0 0.00001 644.285 40 A=0/0, G=25/15

chr4:786401 C/C T C SNV CPLX1 CPLX1:intronic:NM_006651.3 1 100 intronic NM_006651.3c.32-5A>G p.? -0.96 0.03(COSM4003153)Synaphin proteinrs2306251 0.3694 YES 2.792E-1 (pos.786401) acute_myeloid_leukaemiaComplexin 1 chemical synaptic transmission,cytosol,dendrite,exocytosis,glutamate secretion,insulin secretion,neuronal cell body,neurotransmitter secretion,neurotransmitter transport,neurotransmitter transporter activity,protein binding,regulation of exocytosis,synaptic vesicle exocytosis,synaptobrevin 2-SNAP-25-syntaxin-1a-complexin I complex,synaptobrevin 2-SNAP-25-syntaxin-3-complexin complex,syntaxin binding,syntaxin-1 binding,terminal boutonBipolar Disorder;Bipolar and Related Disorders;Mental Disorders;Psychotic Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=10/14

chr4:78870938 TA/TA T TA INDEL MRPL1 MRPL1:intronic:NM_020236.3 1 100 intronic NM_020236.3c.778-13T>TAp.? -0.32 Ribosomal protein L1p/L10e family Mitochondrial ribosomal protein L1RNA binding,box H/ACA snoRNA binding,box H/ACA snoRNP complex,cleavage involved in rRNA processing,cytosolic large ribosomal subunit,large ribosomal subunit,maturation of LSU-rRNA,mitochondrial inner membrane,mitochondrial translational elongation,mitochondrial translational termination,mitochondrion,protein binding,rRNA pseudouridine synthesis,snRNA pseudouridine synthesis,structural constituent of ribosome,translationT=0, TA=24 T=0.0, TA=1.0 0.00001 305.354 24 T=0/0, TA=14/10

chr4:79186171 A/A G A SNV FRAS1 FRAS1:intronic:NM_025074.6 1 100 intronic NM_025074.6c.604-8G>Ap.? 0.1 0.08(COSM4003158),0.08(COSM4003159),0.08(COSM4003160),0.08(COSM4003161)Cadherin-like,Calx-beta domain,von Willebrand factor type C domainrs2867014 0.0058 YES 9.509E-1 (pos.79186171) acute_myeloid_leukaemiaFRAS1 gene basement membrane,cell communication,embryonic limb morphogenesis,extracellular matrix,integral component of membrane,metal ion binding,metanephros morphogenesis,morphogenesis of an epithelium,palate development,plasma membrane,protein transport,skin development,sublamina densaAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Abnormalities;Eye Diseases;Fraser Syndrome;Macrostomia;Mouth Abnormalities;Mouth Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign G=0, A=25 G=0.0, A=1.0 0.00001 353.011 25 G=0/0, A=18/7

chr4:110765361 G/G T G SNV RRH RRH:utr_3:NM_006583.2 1 100 7 utr_3 NM_006583.2c.1022T>G p.? 0.93 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsxrs7681770 0.0022 YES 1.0 (pos.110765361) Rhodopsin homolog, retinal pigment epithelium-derived (peropsin)G-protein coupled photoreceptor activity,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of visible light,integral component of plasma membrane,photoreceptor outer segment,phototransduction,protein-chromophore linkage,visual perceptionT=0, G=58 T=0.0, G=1.0 0.00001 867.385 58 T=0/0, G=32/26

chr11:4159466 A/A G A SNV RRM1 RRM1:exonic:NM_001033.4 1 100 19 synonymous NM_001033.4c.2232G>A p.(=) -1.27 0.12(COSM3998403)ATP cone domain,Ribonucleotide reductase, all-alpha domain,Ribonucleotide reductase, barrel domainrs1042858 0.07 YES 7.412E-1;0.0 (pos.4159466)acute_myeloid_leukaemia,neoplasmRibonucleotide reductase, M1 polypeptideATP binding,DNA replication,cytosol,deoxyribonucleotide biosynthetic process,extracellular exosome,identical protein binding,integral component of membrane,nucleobase-containing small molecule interconversion,oxidation-reduction process,protein binding,ribonucleoside-diphosphate reductase activity, thioredoxin disulfide as acceptorAdenocarcinoma;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neuromuscular Diseases;Peripheral Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsCladribine,Clofarabine,Fludarabine,Gemcitabine,Hydroxyurea,Imexon,gallium maltolateG=0, A=39 G=0.0, A=1.0 0.00001 623.98 39 G=0/0, A=30/9

chr4:8034497 A/A G A SNV ABLIM2 ABLIM2:intronic:NM_001130083.1 1 100 intronic NM_001130083.1c.1048-2994C>Tp.? -2.88 LIM domain,Putative adherens-junction anchoring region of AbLIM,Villin headpiece domainrs13151663 YES Actin-binding LIM protein family, member 2actin binding,actin cytoskeleton,actin cytoskeleton organization,cytoplasm,metal ion binding,transcription, DNA-templatedG=0, A=128 G=0.0, A=1.0 0.00001 2060.85 128 G=0/0, A=55/73

chr11:4141132 C/A C A SNV RRM1 RRM1:exonic:NM_001033.4 1 50 9 synonymous NM_001033.4c.850C>A p.(=) 5.75 0.99(COSM5425311)ATP cone domain,Ribonucleotide reductase, all-alpha domain,Ribonucleotide reductase, barrel domainrs183484 0.4665 YES 3.812E-1 (pos.4141132) acute_myeloid_leukaemia,squamous_cell_carcinomaRibonucleotide reductase, M1 polypeptideATP binding,DNA replication,cytosol,deoxyribonucleotide biosynthetic process,extracellular exosome,identical protein binding,integral component of membrane,nucleobase-containing small molecule interconversion,oxidation-reduction process,protein binding,ribonucleoside-diphosphate reductase activity, thioredoxin disulfide as acceptorAdenocarcinoma;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neuromuscular Diseases;Peripheral Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsCladribine,Clofarabine,Fludarabine,Gemcitabine,Hydroxyurea,Imexon,gallium maltolateC=11, A=11 C=0.5, A=0.5 0.00001 94.6067 22 C=2/9, A=7/4

chr4:80993378 AC/AC A AC INDEL ANTXR2 ANTXR2:intronic:NM_001145794.1 1 100 intronic NM_001145794.1c.152+185T>GTp.? -0.28 Anthrax receptor C-terminus region,Anthrax receptor extracellular domain,von Willebrand factor type A domainAnthrax toxin receptor 2endoplasmic reticulum membrane,endosome membrane,external side of plasma membrane,extracellular region,integral component of membrane,metal ion binding,plasma membrane,protein binding,receptor activity,reproductive process,toxin transportAnkylosis;Arthritis;Bone Diseases;Bone Diseases, Metabolic;Bone Resorption;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Fibroma;Genetic Diseases, Inborn;Gingival Diseases;Gingival Hypertrophy;Gingival Overgrowth;Hyalinosis, Systemic;Joint Diseases;Mouth Diseases;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Fibrous Tissue;Osteolysis;Osteoporosis;Periodontal Diseases;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, Ankylosing;Stomatognathic DiseasesA=0, AC=31 A=0.0, AC=1.0 0.00001 252.949 31 A=0/0, AC=21/10

chr4:80993382 G/C G C SNV ANTXR2 ANTXR2:intronic:NM_001145794.1 1 96.77 intronic NM_001145794.1c.152+181C>Gp.? -1.96 Anthrax receptor C-terminus region,Anthrax receptor extracellular domain,von Willebrand factor type A domainrs6818557 YES Anthrax toxin receptor 2endoplasmic reticulum membrane,endosome membrane,external side of plasma membrane,extracellular region,integral component of membrane,metal ion binding,plasma membrane,protein binding,receptor activity,reproductive process,toxin transportAnkylosis;Arthritis;Bone Diseases;Bone Diseases, Metabolic;Bone Resorption;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Fibroma;Genetic Diseases, Inborn;Gingival Diseases;Gingival Hypertrophy;Gingival Overgrowth;Hyalinosis, Systemic;Joint Diseases;Mouth Diseases;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Fibrous Tissue;Osteolysis;Osteoporosis;Periodontal Diseases;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, Ankylosing;Stomatognathic DiseasesG=1, C=30 G=0.0323, C=0.9677 0.00001 423.125 31 G=0/1, C=21/9

chr8:103220351 G/G A G SNV RRM2B RRM2B:utr_3:NM_001172477.1 1 100 9 utr_3 NM_001172477.1c.1282T>C p.? -2.2 Ribonucleotide reductase, small chainrs1265117 0 9.992E-1;0.0 (pos.103220351) Ribonucleotide reductase M2 B, TP53 inducibleDNA repair,cytosol,deoxyribonucleoside triphosphate metabolic process,deoxyribonucleotide biosynthetic process,extracellular exosome,integral component of membrane,kidney development,metal ion binding,mitochondrial DNA replication,mitochondrion,negative regulation of intrinsic apoptotic signaling pathway by p53 class mediator,nucleobase-containing small molecule interconversion,nucleoplasm,oxidation-reduction process,protein binding,renal system process,response to amine,response to oxidative stress,ribonucleoside-diphosphate reductase activity, thioredoxin disulfide as acceptor,ribonucleoside-diphosphate reductase complexAcid-Base Imbalance;Acidosis;Acidosis, Lactic;Brain Diseases;Brain Diseases, Metabolic;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cranial Nerve Diseases;Digestive System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Heart Diseases;Ileus;Intestinal Diseases;Intestinal Obstruction;Intestinal Pseudo-Obstruction;Kearns-Sayre Syndrome;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Mitochondrial Diseases;Mitochondrial Encephalomyopathies;Mitochondrial Myopathies;Muscle Hypotonia;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Ocular Motility Disorders;Ophthalmoplegia;Ophthalmoplegia, Chronic Progressive External;Paralysis;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Urologic DiseasesCladribine A=0, G=26 A=0.0, G=1.0 0.00001 371.418 26 A=0/0, G=15/11

chr10:99160965 G/G A G SNV RRP12 RRP12:exonic:NM_015179.3 1 100 1 synonymous NM_015179.3c.24T>C p.(=) -3.64 0.01(COSM5431637)NUC173 domainrs2275091 0.0203 YES 8.932E-1;0.0 (pos.99160965)squamous_cell_carcinomaRibosomal RNA-processing protein 12, S. cerevisiae, homolog ofRNA binding,integral component of membrane,nuclear membrane,nucleolusA=0, G=53 A=0.0, G=1.0 0.00001 775.155 53 A=0/0, G=25/28

chr21:45096206 A/A G A SNV RRP1B RRP1B:exonic:NM_015056.2 1 100 7 synonymous NM_015056.2c.603G>A p.(=) 0.79 0.69(COSM149238)Nucleolar protein,Nop52rs2155722 0.3969 YES 7.984E-1 (pos.45096206) adenocarcinomaRibosomal RNA-processing protein 1, S. cerevisiae, homolog of, BRNA binding,RNA polymerase II transcription coactivator activity,cellular response to virus,cytosol,euchromatin,granular component,heterochromatin,negative regulation of GTPase activity,negative regulation of phosphatase activity,nucleolus,nucleus,positive regulation by host of viral transcription,positive regulation of apoptotic process,positive regulation of transcription from RNA polymerase II promoter,preribosome, large subunit precursor,preribosome, small subunit precursor,protein binding,rRNA processing,regulation of RNA splicingDigestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte DisordersG=0, A=20 G=0.0, A=1.0 0.00001 263.785 20 G=0/0, A=11/9

chr21:45107562 C/C T C SNV RRP1B RRP1B:exonic:NM_015056.2 1 100 13 missense NM_015056.2c.1307T>C p.Leu436Pro -0.26 0.26 98 0 Nucleolar protein,Nop52rs9306160 0.4091 YES 8.022E-1 (pos.45107562) Ribosomal RNA-processing protein 1, S. cerevisiae, homolog of, BRNA binding,RNA polymerase II transcription coactivator activity,cellular response to virus,cytosol,euchromatin,granular component,heterochromatin,negative regulation of GTPase activity,negative regulation of phosphatase activity,nucleolus,nucleus,positive regulation by host of viral transcription,positive regulation of apoptotic process,positive regulation of transcription from RNA polymerase II promoter,preribosome, large subunit precursor,preribosome, small subunit precursor,protein binding,rRNA processing,regulation of RNA splicingDigestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Leukocyte DisordersT=0, C=50 T=0.0, C=1.0 0.00001 852.743 50 T=0/0, C=34/16

chr11:6622714 A/A G A SNV RRP8 RRP8:exonic:NM_015324.3 1 100 3 synonymous NM_015324.3c.582C>T p.(=) 0.12 Hypothetical methyltransferase,Methyltransferase domainrs2288283 0.1404 YES 8.76E-1 (pos.6622714) Ribosomal RNA processing protein 8, homolog ofRNA binding,S-adenosylmethionine-dependent methyltransferase activity,cellular response to glucose starvation,chromatin silencing at rDNA,chromatin silencing complex,covalent chromatin modification,cytosol,intrinsic apoptotic signaling pathway by p53 class mediator,methylated histone binding,methylation,methyltransferase activity,nucleolus,nucleoplasm,nucleus,plasma membrane,positive regulation of cell cycle arrest,protein binding,rDNA heterochromatin,rRNA processing,regulation of transcription by glucose,transcription, DNA-templatedG=0, A=73 G=0.0, A=1.0 0.00001 1154.5 73 G=0/0, A=37/36

chr4:8237096 C/C G C SNV SH3TC1 SH3TC1:intronic:NM_018986.4 1 100 intronic NM_018986.4c.3283-64G>Cp.? -0.01 SH3 domain rs1678260 YES biological_process,cellular_componentColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesG=0, C=24 G=0.0, C=1.0 0.00001 324.271 24 G=0/0, C=10/14

chr4:8304038 C/C T C SNV HTRA3 HTRA3:intronic:NM_053044.4 1 100 intronic NM_053044.4c.1052-152T>Cp.? -1.6 Insulin-like growth factor binding protein,Kazal-type serine protease inhibitor domain,PDZ domain,PDZ domain (Also known as DHR or GLGF),Trypsin,Trypsin-like peptidase domainrs4696797 YES Calpain 5,HTRA serine peptidase 3endopeptidase activity,extracellular region,insulin-like growth factor binding,negative regulation of BMP signaling pathway,negative regulation of transforming growth factor beta receptor signaling pathway,protein binding,proteolysis,regulation of cell growth,serine-type endopeptidase activity,serine-type peptidase activityT=0, C=24 T=0.0, C=1.0 0.00001 334.759 24 T=0/0, C=18/6

chr4:8304137 A/A G A SNV HTRA3 HTRA3:intronic:NM_053044.4 1 100 intronic NM_053044.4c.1052-53G>Ap.? -1.3 Insulin-like growth factor binding protein,Kazal-type serine protease inhibitor domain,PDZ domain,PDZ domain (Also known as DHR or GLGF),Trypsin,Trypsin-like peptidase domainrs13144236 0.2788 YES Calpain 5,HTRA serine peptidase 3endopeptidase activity,extracellular region,insulin-like growth factor binding,negative regulation of BMP signaling pathway,negative regulation of transforming growth factor beta receptor signaling pathway,protein binding,proteolysis,regulation of cell growth,serine-type endopeptidase activity,serine-type peptidase activityG=0, A=37 G=0.0, A=1.0 0.00001 583.701 37 G=0/0, A=19/18

chr4:83582211 C/G C G SNV SCD5 SCD5:intronic:NM_001037582.2 1 53.49 intronic NM_001037582.2c.569+19649G>Cp.? 1.37 0(COSM6383284)Fatty acid desaturasers3733227 0.3417 YES 6.072E-1 (pos.83582211) carcinoma endoplasmic reticulum membrane,fatty-acyl-CoA biosynthetic process,integral component of membrane,metal ion binding,monounsaturated fatty acid biosynthetic process,oxidation-reduction process,oxidoreductase activity,stearoyl-CoA 9-desaturase activity,unsaturated fatty acid biosynthetic processC=60, G=69 C=0.4651, G=0.5349 0.00001 765.488 129 C=30/30, G=37/32

chr4:8376596 T/C T C SNV ACOX3 ACOX3:intronic:NM_003501.2 1 57.14 intronic NM_003501.2c.1828+109A>Gp.? -0.04 Acyl-CoA dehydrogenase, middle domain,Acyl-CoA oxidasers1010760502 Acyl-coenzyme A oxidase 3, pristanoylFAD binding,acyl-CoA dehydrogenase activity,fatty acid beta-oxidation using acyl-CoA dehydrogenase,fatty acid beta-oxidation using acyl-CoA oxidase,flavin adenine dinucleotide binding,membrane,mitochondrion,oxidation-reduction process,oxidoreductase activity, acting on the CH-CH group of donors,peroxisomal matrix,peroxisome,pristanoyl-CoA oxidase activity,receptor bindingT=9, C=12 T=0.4286, C=0.5714 0.00001 109.102 21 T=5/4, C=5/7

chr4:83774687 G/G C G SNV SEC31A SEC31A:intronic:NM_001318120.1 1 100 intronic NM_001318120.1c.2154+36G>Cp.? 1.74 Sec23-binding domain of Sec16rs13112559 0.2153 YES 2.687E-1 (pos.83774687) Sec31, yeast, homolog of, ACOPII vesicle coat,COPII vesicle coating,COPII-coated ER to Golgi transport vesicle,ER to Golgi transport vesicle membrane,ER to Golgi vesicle-mediated transport,Golgi membrane,IRE1-mediated unfolded protein response,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide antigen via MHC class I,calcium-dependent protein binding,cargo loading into COPII-coated vesicle,cytoplasm,cytosol,endoplasmic reticulum,endoplasmic reticulum exit site,endoplasmic reticulum membrane,intracellular membrane-bounded organelle,perinuclear region of cytoplasm,protein binding,protein transport,response to calcium ion,vesicle coatHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeC=0, G=44 C=0.0, G=1.0 0.00001 726.567 44 C=0/0, G=29/15

chr17:48557326 A/A G A SNV RSAD1 RSAD1:exonic:NM_018346.2 1 100 3 missense NM_018346.2c.355G>A p.Ala119Thr 0.28 0.56 58 0 0.07(COSM4000193)HemN C-terminal domain,Radical SAM superfamilyrs2290862 0.3734 YES 2.129E-1 (pos.48557326) acute_myeloid_leukaemia,carcinoma,neoplasm4 iron, 4 sulfur cluster binding,catalytic activity,coproporphyrinogen oxidase activity,metal ion binding,mitochondrion,oxidation-reduction process,porphyrin-containing compound biosynthetic processG=0, A=20 G=0.0, A=1.0 0.00001 263.784 20 G=0/0, A=11/9

chr4:83788562 C/C T C SNV SEC31A SEC31A:intronic:NM_001318120.1 1 100 intronic NM_001318120.1c.883-93A>Gp.? -0.67 Sec23-binding domain of Sec16rs2045479 YES Sec31, yeast, homolog of, ACOPII vesicle coat,COPII vesicle coating,COPII-coated ER to Golgi transport vesicle,ER to Golgi transport vesicle membrane,ER to Golgi vesicle-mediated transport,Golgi membrane,IRE1-mediated unfolded protein response,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide antigen via MHC class I,calcium-dependent protein binding,cargo loading into COPII-coated vesicle,cytoplasm,cytosol,endoplasmic reticulum,endoplasmic reticulum exit site,endoplasmic reticulum membrane,intracellular membrane-bounded organelle,perinuclear region of cytoplasm,protein binding,protein transport,response to calcium ion,vesicle coatHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeT=0, C=74 T=0.0, C=1.0 0.00001 1170.13 74 T=0/0, C=37/37

chr17:48557348 C/C T C SNV RSAD1 RSAD1:exonic:NM_018346.2 1 100 3 missense NM_018346.2c.377T>C p.Leu126Ser 4.39 0.39 145 0 0.04(COSM4000194)HemN C-terminal domain,Radical SAM superfamilyrs2290861 0.373 YES 2.132E-1 (pos.48557348) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinoma,neoplasm4 iron, 4 sulfur cluster binding,catalytic activity,coproporphyrinogen oxidase activity,metal ion binding,mitochondrion,oxidation-reduction process,porphyrin-containing compound biosynthetic processT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=11/9

chr4:83852065 A/A G A SNV LIN54 LIN54:intronic:NM_194282.3 1 100 intronic NM_194282.3c.2048+31C>Tp.? -0.11 Tesmin/TSO1-like CXC domain, cysteine-rich domainrs985899 1.00E-04 1.0 (pos.83852065) Lin54, C. elegans, homolog ofDNA binding,cell cycle,metal ion binding,nucleoplasm,protein binding,regulation of cell cycle,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=30 G=0.0, A=1.0 0.00001 440.336 30 G=0/0, A=21/9

chr2:7017903 G/G A G SNV RSAD2 RSAD2:utr_5:NM_080657.4 1 100 1 utr_5 NM_080657.4c.-29A>G p.? -0.03 4Fe-4S single cluster domain,Radical SAM superfamilyrs10182815 9.00E-04 YES 9.995E-1 (pos.7017903) Radical S-adenosyl methionine domain containing 24 iron, 4 sulfur cluster binding,CD4-positive, alpha-beta T cell activation,CD4-positive, alpha-beta T cell differentiation,Golgi apparatus,catalytic activity,defense response to virus,endoplasmic reticulum,endoplasmic reticulum membrane,fibrillar center,iron-sulfur cluster binding,lipid droplet,metal ion binding,mitochondrial inner membrane,mitochondrial outer membrane,mitochondrion,negative regulation of protein secretion,negative regulation of viral genome replication,positive regulation of T-helper 2 cell cytokine production,positive regulation of toll-like receptor 7 signaling pathway,positive regulation of toll-like receptor 9 signaling pathway,protein binding,protein self-association,response to virus,type I interferon signaling pathway,viral processCardiovascular Diseases;Embolism and Thrombosis;Heart Diseases;Influenza, Human;Myocardial Ischemia;Respiratory Tract Diseases;Respiratory Tract Infections;Thromboembolism;Vascular Diseases;Venous ThromboembolismA=0, G=28 A=0.0, G=1.0 0.00001 407.347 28 A=0/0, G=8/20

chr7:77365770 A/G A G SNV RSBN1L RSBN1L:exonic:NM_198467.2 1 50 2 synonymous NM_198467.2c.630A>G p.(=) 0.47 0.02(COSM3762841) rs3764824,rs760502467 0.4927 YES 2.119E-3;0.0 (pos.77365752),4.434E-1 (pos.77365770)adenocarcinoma,carcinomanucleus A=13, G=13 A=0.5, G=0.5 0.00001 120.854 26 A=6/7, G=8/5

chr22:32795641 T/T C T SNV RTCB RTCB:exonic:NM_014306.4 1 100 6 synonymous NM_014306.4c.603G>A p.(=) 0.52 tRNA-splicing ligase RtcBrs5749426 0.3486 YES 5.366E-1 (pos.32795641) RNA 2-prime, 3-prime cyclic phosphate and 5-prime-OH ligaseATP binding,RNA binding,RNA ligase (ATP) activity,cytoplasm,cytosol,endoplasmic reticulum membrane,intracellular membrane-bounded organelle,metal ion binding,nuclear envelope,nucleoplasm,nucleus,protein binding,tRNA splicing, via endonucleolytic cleavage and ligation,tRNA-splicing ligase complex,vinculin bindingSucrose C=0, T=63 C=0.0, T=1.0 0.00001 958.907 63 C=0/0, T=41/22

chr4:84232104 C/C T C SNV HPSE HPSE:intronic:NM_001098540.2 1 100 intronic NM_001098540.2c.674-61A>Gp.? -1.73 Glycosyl hydrolase family 79, N-terminal domainrs6535455 YES Heparanase angiogenesis involved in wound healing,beta-glucuronidase activity,cell-matrix adhesion,extracellular region,glycosaminoglycan catabolic process,heparan sulfate proteoglycan catabolic process,heparanase activity,hydrolase activity, acting on glycosyl bonds,intracellular membrane-bounded organelle,lysosomal lumen,lysosomal membrane,lysosome,membrane,membrane raft,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of blood coagulation,positive regulation of hair follicle development,positive regulation of osteoblast proliferation,positive regulation of protein kinase B signaling,positive regulation of vascular endothelial growth factor production,protein binding,protein dimerization activity,proteinaceous extracellular matrix,proteoglycan metabolic process,regulation of hair follicle development,specific granule lumen,syndecan binding,vascular wound healingAutoimmune Diseases;Breast Diseases;Breast Neoplasms;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Male Urogenital Diseases;Melanoma;Neoplasm Invasiveness;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neoplastic Processes;Nephritis;Nephrosis;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Skin Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesDalteparin,Heparin T=0, C=31 T=0.0, C=1.0 0.00001 465.814 31 T=0/0, C=7/24

chr4:84367050 G/A G A SNV HELQ HELQ:intronic:NM_133636.3 1 53.49 intronic NM_133636.3c.1465+117C>Tp.? 0.48 DEAD/DEAH box helicase,Helicase conserved C-terminal domainrs11099599 YES Helicase, POLQ-likeATP binding,ATP-dependent RNA helicase activity,DNA binding,RNA secondary structure unwinding,cytoplasm,double-strand break repair via homologous recombination,nucleic acid binding,nucleolus,protein bindingNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesG=40, A=46 G=0.4651, A=0.5349 0.00001 513.968 86 G=19/21, A=29/17

chr22:32808078 G/A G A SNV RTCB RTCB:exonic:NM_014306.4 1 59.09 1 synonymous NM_014306.4c.66C>T p.(=) 3.38 0.91(COSM3759151),0.91(COSM4785240)tRNA-splicing ligase RtcBrs11545749 0.0433 YES 1.082E-2;0.0 (pos.32808078)adenocarcinomaRNA 2-prime, 3-prime cyclic phosphate and 5-prime-OH ligaseATP binding,RNA binding,RNA ligase (ATP) activity,cytoplasm,cytosol,endoplasmic reticulum membrane,intracellular membrane-bounded organelle,metal ion binding,nuclear envelope,nucleoplasm,nucleus,protein binding,tRNA splicing, via endonucleolytic cleavage and ligation,tRNA-splicing ligase complex,vinculin bindingSucrose G=27, A=39 G=0.4091, A=0.5909 0.00001 424.767 66 G=9/18, A=16/23

chr10:63958112 T/C T C SNV RTKN2 RTKN2:exonic:NM_145307.3 1 95.83 12 missense NM_145307.3c.1385A>G p.His462Arg 1.67 0.13 29 0 Cell division protein anillin,PH domainrs3125734 0.3588 YES 9.2E-1 (pos.63958112) hemopoiesis,signal transductionArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=2, C=46 T=0.0417, C=0.9583 0.00001 745.25 48 T=2/0, C=22/24

chr4:845772 C/C T C SNV GAK GAK:intronic:NM_005255.3 1 100 intronic NM_005255.3c.3284-10A>Gp.? 0.37 C2 domain of PTEN tumour-suppressor protein,Protein kinase domain,Protein tyrosine kinasers10031922 0.04 YES 1.0 (pos.845772) Cyclin G associated kinaseATP binding,Golgi apparatus,Golgi organization,Golgi to lysosome transport,cell cycle,chaperone binding,chaperone mediated protein folding requiring cofactor,clathrin coat disassembly,clathrin-coated pit assembly,clathrin-dependent endocytosis,cyclin binding,cytosol,endoplasmic reticulum organization,establishment of protein localization to Golgi,focal adhesion,intracellular membrane-bounded organelle,kinase activity,membrane,membrane organization,negative regulation of neuron projection development,perinuclear region of cytoplasm,phosphorylation,protein binding,protein kinase activity,protein localization to plasma membrane,protein phosphorylation,protein serine/threonine kinase activity,receptor-mediated endocytosis,synapse,synaptic vesicle uncoating,vesicleBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersT=0, C=25 T=0.0, C=1.0 0.00001 353.018 25 T=0/0, C=14/11

chr4:85625701 G/G A G SNV WDFY3 WDFY3:intronic:NM_014991.4 1 100 intronic NM_014991.4c.8336-104T>Cp.? 0.72 Beige/BEACH domain,Domain of unknown function (DUF4704),FYVE zinc finger,PH domain associated with Beige/BEACH,WD domain, G-beta repeatrs1838039 YES WD repeat- and FYVE domain-containing protein 31-phosphatidylinositol binding,Atg12-Atg5-Atg16 complex,PML body,aggrephagy,autophagosome,axon,beta-N-acetylglucosaminylglycopeptide beta-1,4-galactosyltransferase activity,cytoplasm,cytosol,extrinsic component of autophagosome membrane,extrinsic component of membrane,inclusion body,metal ion binding,multicellular organism development,nuclear envelope,nuclear membrane,nucleolus,nucleus,perikaryon,plasma membrane,protein bindingA=0, G=28 A=0.0, G=1.0 0.00001 408.718 28 A=0/0, G=11/17

chr3:187088926 A/A G A SNV RTP4 RTP4:exonic:NM_022147.2 1 100 2 missense NM_022147.2c.506G>A p.Cys169Tyr -1.11 1 194 0 Zinc-binding domainrs1533594 0.1758 YES 9.572E-1 (pos.187088926) Receptor-transporting protein 4cell surface,cytoplasm,defense response to virus,detection of chemical stimulus involved in sensory perception of bitter taste,integral component of membrane,olfactory receptor binding,protein binding,protein insertion into membrane,protein targeting to membraneInfluenza, Human;Respiratory Tract Diseases;Respiratory Tract InfectionsG=0, A=51 G=0.0, A=1.0 0.00001 754.583 51 G=0/0, A=24/27

chr18:67718688 A/G A G SNV RTTN RTTN:exonic:NM_173630.3 1 52.38 39 missense NM_173630.3c.5282T>C p.Phe1761Ser -1.4 1 155 0 Rotatin, an armadillo repeat protein, centriole functioningrs4891392 0.0376 YES 9.994E-1 (pos.67718688) Rotatin centrosome,ciliary basal body,cilium organization,cytoplasm,determination of left/right symmetry,integral component of membraneBenign/Likely benignA=40, G=44 A=0.4762, G=0.5238 0.00001 482.875 84 A=20/20, G=17/27

chr4:860146 G/G A G SNV GAK GAK:intronic:NM_005255.3 1 100 intronic NM_005255.3c.3043+6T>Cp.? 0.15 C2 domain of PTEN tumour-suppressor protein,Protein kinase domain,Protein tyrosine kinasers2306248 0.3679 YES 6.574E-1 (pos.860146) Cyclin G associated kinaseATP binding,Golgi apparatus,Golgi organization,Golgi to lysosome transport,cell cycle,chaperone binding,chaperone mediated protein folding requiring cofactor,clathrin coat disassembly,clathrin-coated pit assembly,clathrin-dependent endocytosis,cyclin binding,cytosol,endoplasmic reticulum organization,establishment of protein localization to Golgi,focal adhesion,intracellular membrane-bounded organelle,kinase activity,membrane,membrane organization,negative regulation of neuron projection development,perinuclear region of cytoplasm,phosphorylation,protein binding,protein kinase activity,protein localization to plasma membrane,protein phosphorylation,protein serine/threonine kinase activity,receptor-mediated endocytosis,synapse,synaptic vesicle uncoating,vesicleBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersA=0, G=31 A=0.0, G=1.0 0.00001 465.81 31 A=0/0, G=10/21

chr5:179020622 T/C T C SNV RUFY1 RUFY1:exonic:NM_025158.4 1 50 11 synonymous NM_025158.4c.1389T>C p.(=) -0.57 0.29(COSM3761159),0.29(COSM3761160)FYVE zinc finger,RUN domainrs4701135 0.1114 YES 8.768E-2 (pos.179020622)adenocarcinoma,neoplasmRUN and FYVE domains-containing protein 1SH2 domain binding,SH3 domain binding,cytosol,early endosome membrane,endocytosis,endosome,intracellular membrane-bounded organelle,lipid binding,metal ion binding,nuclear speck,phosphatidylinositol biosynthetic process,protein binding,protein transport,protein transporter activity,regulation of endocytosisT=92, C=92 T=0.5, C=0.5 0.00001 1003.08 184 T=47/45, C=54/38

chr4:8602793 C/C T C SNV CPZ CPZ:intronic:NM_001014447.2 1 100 intronic NM_001014447.2c.122-57T>Cp.? -2.66 Carboxypeptidase regulatory-like domain,Fz domain,Zinc carboxypeptidasers4299567 YES Carboxypeptidase ZWnt signaling pathway,extracellular exosome,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteinaceous extracellular matrix,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingT=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=8/15

chr4:8602798 C/C G C SNV CPZ CPZ:intronic:NM_001014447.2 1 100 intronic NM_001014447.2c.122-52G>Cp.? -1.5 Carboxypeptidase regulatory-like domain,Fz domain,Zinc carboxypeptidasers2241069 0.4415 YES Carboxypeptidase ZWnt signaling pathway,extracellular exosome,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteinaceous extracellular matrix,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingG=0, C=23 G=0.0, C=1.0 0.00001 316.746 23 G=0/0, C=8/15

chr4:8602816 G/G A G SNV CPZ CPZ:intronic:NM_001014447.2 1 100 intronic NM_001014447.2c.122-34A>Gp.? -0.31 Carboxypeptidase regulatory-like domain,Fz domain,Zinc carboxypeptidasers386671388,rs45947111.00E-04 9.998E-1 (pos.8602816) Carboxypeptidase ZWnt signaling pathway,extracellular exosome,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteinaceous extracellular matrix,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingA=0, G=24 A=0.0, G=1.0 0.00001 334.783 24 A=0/0, G=8/16

chr10:70105560 A/A G A SNV RUFY2 RUFY2:exonic:NM_017987.4 1 100 18 synonymous NM_017987.4c.1891C>T p.(=) 0.1 FYVE zinc finger,RUN domainrs1162753 0.1474 YES 8.487E-1 (pos.70105560) RUN and FYVE domains-containing protein 2SH3 domain binding,biological_process,cytoplasm,endosome,metal ion binding,nucleus,regulation of endocytosisG=0, A=36 G=0.0, A=1.0 0.00001 563.727 36 G=0/0, A=20/16

chr1:95709821 C/C T C SNV

RWDD3,TM

EM56-

RWDD3 RWDD3:exonic:NM_015485.4, TMEM56-RWDD3:utr_3:NM_001199691.11

100

2 missense NM_001199691.1, NM_015485.4c.621T>C, c.140T>Cp.?, p.Val47Ala -0.51 0.96 64 0 RWD domain rs259358 5.00E-04 1.0 (pos.95709821) RWD domain-containing protein 3integral component of membrane T=0, C=101 T=0.0, C=1.0 0.00001 1579.75 101 T=0/0, C=44/57

chr4:8608634 T/T C T SNV CPZ CPZ:intronic:NM_001014447.2 1 100 intronic NM_001014447.2c.1068+9C>Tp.? -0.22 Carboxypeptidase regulatory-like domain,Fz domain,Zinc carboxypeptidasers2302580 0.4308 YES 5.239E-1 (pos.8608634) Carboxypeptidase ZWnt signaling pathway,extracellular exosome,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteinaceous extracellular matrix,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingC=0, T=21 C=0.0, T=1.0 0.00001 285.726 21 C=0/0, T=6/15

chr4:8608934 T/T C T SNV CPZ CPZ:intronic:NM_001014447.2 1 100 intronic NM_001014447.2c.1069-60C>Tp.? -0.68 Carboxypeptidase regulatory-like domain,Fz domain,Zinc carboxypeptidasers2302579 YES Carboxypeptidase ZWnt signaling pathway,extracellular exosome,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteinaceous extracellular matrix,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingC=0, T=42 C=0.0, T=1.0 0.00001 684.459 42 C=0/0, T=27/15

chr4:8608979 A/A G A SNV CPZ CPZ:intronic:NM_001014447.2 1 100 intronic NM_001014447.2c.1069-15G>Ap.? -1.42 Carboxypeptidase regulatory-like domain,Fz domain,Zinc carboxypeptidasers2302578 0.4912 YES 5.091E-1 (pos.8608979) Carboxypeptidase ZWnt signaling pathway,extracellular exosome,extracellular space,metallocarboxypeptidase activity,peptide metabolic process,protein processing,proteinaceous extracellular matrix,proteolysis,serine-type carboxypeptidase activity,zinc ion bindingG=0, A=44 G=0.0, A=1.0 0.00001 726.569 44 G=0/0, A=17/27

chr4:184570715 G/G T G SNV RWDD4 RWDD4:exonic:NM_152682.3 1 100 5 missense NM_152682.3c.370A>C p.Ile124Leu 1.57 5 0.61(COSM4418196),0.87(COSM4003007)RWD domain rs10015804 0.2354 YES 1.314E-1 (pos.184570715)acute_myeloid_leukaemia,carcinoma T=0, G=143 T=0.0, G=1.0 0.00001 2334.29 143 T=0/0, G=61/82

chr13:32360547 G/G A G SNV RXFP2 RXFP2:exonic:NM_130806.4 1 100 12 synonymous NM_130806.4c.957A>G p.(=) 0.23 7 transmembrane receptor (rhodopsin family),Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeats (6 copies),Low-density lipoprotein receptor domain class Ars7325513 0.4008 YES 7.767E-1 (pos.32360547) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,integral component of membrane,intracellular,male gonad development,negative regulation of apoptotic process,negative regulation of cell proliferation,oocyte maturation,peptide hormone binding,plasma membrane,positive regulation of cAMP biosynthetic process,protein-hormone receptor activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cryptorchidism;Endocrine System Diseases;Genital Diseases, Male;Gonadal Disorders;Male Urogenital Diseases;Testicular Diseases;Urogenital AbnormalitiesA=0, G=56 A=0.0, G=1.0 0.00001 832.1 56 A=0/0, G=32/24

chr19:38995438 C/C T C SNV RYR1 RYR1:exonic:NM_000540.2 1 100 51 synonymous NM_000540.2c.8118T>C p.(=) -1.89 0.02(COSM148611)EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2960340 0.2492 YES 3.426E-1 (pos.38995438) adenocarcinoma,squamous_cell_carcinomaRyanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,TetracaineBenign T=0, C=28 T=0.0, C=1.0 0.00001 408.717 28 T=0/0, C=11/17

chr19:38995510 C/C T C SNV RYR1 RYR1:exonic:NM_000540.2 1 100 51 synonymous NM_000540.2c.8190T>C p.(=) -3.21 0.03(COSM148612)EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2915951 0.2545 YES 3.434E-1 (pos.38995510) acute_myeloid_leukaemia,adenocarcinomaRyanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,TetracaineBenign T=0, C=38 T=0.0, C=1.0 0.00001 603.786 38 T=0/0, C=21/17

chr19:38995975 A/A G A SNV RYR1 RYR1:exonic:NM_000540.2 1 100 53 synonymous NM_000540.2c.8337G>A p.(=) 3.16 0.91(COSM148613)EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2915952 0.2476 YES 3.422E-1 (pos.38995975) adenocarcinomaRyanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,TetracaineBenign G=0, A=111 G=0.0, A=1.0 0.00001 1762.71 111 G=0/0, A=9/102

chr4:87731238 A/A G A SNV PTPN13 PTPN13:intronic:NM_080685.2 1 100 intronic NM_080685.2c.7314+101G>Ap.? -0.09 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM central domain,PDZ domain (Also known as DHR or GLGF),Protein-tyrosine phosphatase,Unstructured linker region on PTN13 protein between PDZrs11930396 YES Protein tyrosine phosphatase, nonreceptor-type, 13 (APO-1/CD95 (Fas)-associated phosphatase)bicellular tight junction assembly,cell body,cytoplasm,cytoskeleton,extracellular exosome,lamellipodium,neuron projection,nucleus,peptidyl-tyrosine dephosphorylation,phosphatidylinositol 3-kinase regulatory subunit binding,phosphatidylinositol biosynthetic process,plasma membrane,protein binding,protein dephosphorylation,protein tyrosine phosphatase activity,regulation of phosphatidylinositol 3-kinase signalingNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesG=0, A=67 G=0.0, A=1.0 0.00001 1034.38 67 G=0/0, A=32/35

chr19:39002725 G/G A G SNV RYR1 RYR1:exonic:NM_000540.2 1 100 62 synonymous NM_000540.2c.9186A>G p.(=) -3.83 0.03(COSM3756756)EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2071089 0.2513 YES 3.409E-1 (pos.39002725) adenocarcinoma,neoplasmRyanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,TetracaineBenign A=0, G=37 A=0.0, G=1.0 0.00001 583.706 37 A=0/0, G=20/17

chr4:87812564 C/C G C SNV C4orf36 C4orf36:intronic:NM_144645.3 1 100 intronic NM_144645.3c.65+45C>Gp.? -0.65 Protein of unknown function (DUF4522)rs10011798 0.4544 YES 3.152E-1 (pos.87812564) Amyotrophic Lateral Sclerosis;Central Nervous System Diseases;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesG=0, C=48 G=0.0, C=1.0 0.00001 810.435 48 G=0/0, C=26/22

chr19:38949904 C/T C T SNV RYR1 RYR1:exonic:NM_000540.2 1 97.3 19 synonymous NM_000540.2c.2286C>T p.(=) -6.73 0.01(COSM4131782)EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs3745847 0.3421 YES 6.159E-1 (pos.38949904) neoplasm Ryanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,TetracaineBenign C=2, T=72 C=0.027, T=0.973 0.00001 1108.29 74 C=0/2, T=41/31

chr4:88401737 A/A ATA A INDEL SPARCL1 SPARCL1:intronic:NM_004684.5 2 100 intronic NM_004684.5c.1669-65TAT>Tp.? 0.33, -0.04, 0.38 Follistatin/Osteonectin-like EGF domain,Kazal-type serine protease inhibitor domain,Secreted protein acidic and rich in cysteine Ca binding regionrs112085933,rs34452129,rs558126186,rs981629949YES anatomical structure development,calcium ion binding,cellular protein metabolic process,collagen binding,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix binding,extracellular region,extracellular space,post-translational protein modification,protein binding,proteinaceous extracellular matrix,signal transductionBrain Diseases;Central Nervous System Diseases;Endometriosis;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Nervous System DiseasesATA=0, A=30ATA=0.0, A=1.0 0.00001 446.639 30 ATA=0/0, A=13/17

chr19:38976655 C/T C T SNV RYR1 RYR1:exonic:NM_000540.2 1 57.14 34 missense NM_000540.2c.5360C>T p.Pro1787Leu 0.74 0.01 98 0.009 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs34934920 0.0232 YES 1.183E-4 (pos.38976655) Ryanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,TetracaineBenign/Likely benignC=15, T=20 C=0.4286, T=0.5714 0.00001 218.694 35 C=12/3, T=7/13

chr19:38991543 G/A G A SNV RYR1 RYR1:exonic:NM_000540.2 1 52.38 47 synonymous NM_000540.2c.7527G>A p.(=) 0.38 0.72(COSM5009873)EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2071088 0.0862 YES 1.595E-1 (pos.38991543) adenocarcinomaRyanodine receptor-1, skeletalATP binding,I band,T-tubule,calcium channel activity,calcium ion binding,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cell cortex,cellular response to caffeine,cellular response to calcium ion,cytoplasm,extracellular exosome,integral component of membrane,integral component of organelle membrane,integral component of plasma membrane,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,membrane,muscle contraction,ossification involved in bone maturation,outflow tract morphogenesis,plasma membrane,protease binding,protein binding,protein homotetramerization,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,release of sequestered calcium ion into cytosol,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,response to caffeine,response to hypoxia,ryanodine receptor complex,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reACMG Recommendations...;Abnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Meningocele;Muscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Myopathy, Central Core;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Neurologic Manifestations;Neuromuscular Diseases;Ocular Motility Disorders;Ophthalmoplegia;Paralysis;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsCaffeine,Calcium Citrate,Calcium Phosphate,Dantrolene,Suramin,TetracaineBenign G=10, A=11 G=0.4762, A=0.5238 0.00001 95.3159 21 G=7/3, A=4/7

chr1:237711797 G/G A G SNV RYR2 RYR2:exonic:NM_001035.2 1 100 26 synonymous NM_001035.2c.2973A>G p.(=) -0.49 0.08(COSM4143549),0.08(COSM4143550)EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2253273 0.0415 YES 8.849E-1;0.0;0.0 (pos.237711797)neoplasm Ryanodine receptor-2 (cardiac)BMP signaling pathway,Purkinje myocyte to ventricular cardiac muscle cell signaling,Z disc,calcium channel activity,calcium channel complex,calcium ion binding,calcium ion transport,calcium ion transport into cytosol,calcium-induced calcium release activity,calcium-mediated signaling,calcium-mediated signaling using intracellular calcium source,calcium-release channel activity,calmodulin binding,canonical Wnt signaling pathway,cardiac muscle contraction,cardiac muscle hypertrophy,cell,cell communication by electrical coupling involved in cardiac conduction,cellular calcium ion homeostasis,cellular response to caffeine,cellular response to epinephrine stimulus,detection of calcium ion,embryonic heart tube morphogenesis,enzyme binding,establishment of protein localization to endoplasmic reticulum,extracellular exosome,identical protein binding,integral component of membrane,ion channel binding,ion transmembrane transport,junctional sarcoplasmic reticulum membrane,left ventricular cardiac muscle tissue morphogenACMG Recommendations...;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Cardiomyopathies;Endocrine System Diseases;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Mental Disorders;Myocardial Ischemia;Neurodevelopmental Disorders;Schizophrenia, Childhood;Tachycardia;Tachycardia, Ventricular;Vascular Diseases;Ventricular FibrillationCalcium Citrate,Calcium Phosphate,TetracaineBenign/Likely benignA=0, G=63 A=0.0, G=1.0 0.00001 958.777 63 A=0/0, G=21/42

chr1:237890437 T/T C T SNV RYR2 RYR2:exonic:NM_001035.2 1 100 76 synonymous NM_001035.2c.10776C>Tp.(=) -3.35 EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs2685301 5.00E-04 YES 1.0 (pos.237890437) Ryanodine receptor-2 (cardiac)BMP signaling pathway,Purkinje myocyte to ventricular cardiac muscle cell signaling,Z disc,calcium channel activity,calcium channel complex,calcium ion binding,calcium ion transport,calcium ion transport into cytosol,calcium-induced calcium release activity,calcium-mediated signaling,calcium-mediated signaling using intracellular calcium source,calcium-release channel activity,calmodulin binding,canonical Wnt signaling pathway,cardiac muscle contraction,cardiac muscle hypertrophy,cell,cell communication by electrical coupling involved in cardiac conduction,cellular calcium ion homeostasis,cellular response to caffeine,cellular response to epinephrine stimulus,detection of calcium ion,embryonic heart tube morphogenesis,enzyme binding,establishment of protein localization to endoplasmic reticulum,extracellular exosome,identical protein binding,integral component of membrane,ion channel binding,ion transmembrane transport,junctional sarcoplasmic reticulum membrane,left ventricular cardiac muscle tissue morphogenACMG Recommendations...;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Cardiomyopathies;Endocrine System Diseases;Heart Defects, Congenital;Heart Diseases;Long QT Syndrome;Mental Disorders;Myocardial Ischemia;Neurodevelopmental Disorders;Schizophrenia, Childhood;Tachycardia;Tachycardia, Ventricular;Vascular Diseases;Ventricular FibrillationCalcium Citrate,Calcium Phosphate,TetracaineBenign/Likely benignC=0, T=33 C=0.0, T=1.0 0.00001 504.598 33 C=0/0, T=11/22

chr15:33954652 T/T C T SNV RYR3 RYR3:exonic:NM_001036.4 1 100 35 missense NM_001036.4c.4921C>T p.Arg1641Cys -0.11 0.03 180 0.99 EF hand,EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs4780144 0.0359 YES 9.282E-1 (pos.33954652) Ryanodine receptor-3calcium ion binding,calcium ion transmembrane transport,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cellular response to ATP,cellular response to caffeine,cellular response to calcium ion,cellular response to magnesium ion,integral component of membrane,ion transmembrane transport,lipid transport,lipid transporter activity,negative regulation of cytosolic calcium ion concentration,perinuclear region of cytoplasm,plasma membrane,protein homotetramerization,regulation of cardiac conduction,release of sequestered calcium ion into cytosol,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reticulum,sarcoplasmic reticulum membraneCalcium Citrate,Calcium PhosphateC=0, T=32 C=0.0, T=1.0 0.00001 485.13 32 C=0/0, T=28/4

chr15:34016274 A/A G A SNV RYR3 RYR3:exonic:NM_001036.4 1 100 45 missense NM_001036.4c.6809G>A p.Gly2270Glu 2.1 0.48 98 0 EF hand,EF-hand domain pair,Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associated,RyR domain,Ryanodine Receptor TM 4-6,SPRY domainrs6495228 0.1481 YES 9.814E-1 (pos.34016274) Ryanodine receptor-3calcium ion binding,calcium ion transmembrane transport,calcium ion transport,calcium-induced calcium release activity,calcium-release channel activity,calmodulin binding,cell,cellular response to ATP,cellular response to caffeine,cellular response to calcium ion,cellular response to magnesium ion,integral component of membrane,ion transmembrane transport,lipid transport,lipid transporter activity,negative regulation of cytosolic calcium ion concentration,perinuclear region of cytoplasm,plasma membrane,protein homotetramerization,regulation of cardiac conduction,release of sequestered calcium ion into cytosol,ryanodine-sensitive calcium-release channel activity,sarcoplasmic reticulum,sarcoplasmic reticulum membraneCalcium Citrate,Calcium PhosphateG=0, A=33 G=0.0, A=1.0 0.00001 504.598 33 G=0/0, A=13/20

chr1:153587308 T/T C T SNV S100A14 S100A14:utr_3:NM_020672.2 1 100 4 utr_3 NM_020672.2c.368G>A p.? 0.59 S-100/ICaBP type calcium binding domainrs11548104 YES S100 Calcium-binding protein A14apoptotic process,calcium ion binding,calcium ion homeostasis,cell junction,chemokine receptor binding,cytosol,defense response to bacterium,extracellular exosome,nuclear body,perinuclear region of cytoplasm,positive regulation of granulocyte chemotaxis,positive regulation of monocyte chemotaxis,protein binding,response to lipopolysaccharide,toll-like receptor 4 signaling pathwayC=0, T=48 C=0.0, T=1.0 0.00001 810.435 48 C=0/0, T=28/20

chr1:153431406 G/G C G SNV S100A7 S100A7:exonic:NM_002963.3 1 100 2 missense NM_002963.3c.84G>C p.Glu28Asp 0.24 1 45 0 0(COSM5003207)S-100/ICaBP type calcium binding domainrs3014837 0.056 YES 1.0 (pos.153431406) ductal_carcinomaS100 calcium-binding protein A7RAGE receptor binding,angiogenesis,antimicrobial humoral immune response mediated by antimicrobial peptide,antimicrobial humoral response,azurophil granule lumen,calcium ion binding,cytoplasm,cytosol,defense response to Gram-negative bacterium,endoplasmic reticulum,epidermis development,extracellular exosome,extracellular matrix,extracellular region,extracellular space,focal adhesion,innate immune response,keratinocyte differentiation,neutrophil degranulation,nucleus,positive regulation of ERK1 and ERK2 cascade,positive regulation of T cell chemotaxis,positive regulation of granulocyte chemotaxis,positive regulation of monocyte chemotaxis,protein binding,response to lipopolysaccharide,response to reactive oxygen species,sequestering of metal ion,zinc ion bindingPsoriasis;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases1-Anilino-8-Naphthalene SulfonateC=0, G=33 C=0.0, G=1.0 0.00001 504.592 33 C=0/0, G=16/17

chr4:89015857 T/T C T SNV ABCG2 ABCG2:intronic:NM_004827.2 1 100 intronic NM_004827.2c.1738-46G>Ap.? -0.08 ABC transporter,ABC-2 type transporterrs2231164 0.1348 YES 5.366E-1;0.0 (pos.89015857) ATP-binding cassette, subfamily G, member 2ATP binding,ATPase activity, coupled to transmembrane movement of substances,apical plasma membrane,cellular iron ion homeostasis,cholesterol efflux,cholesterol transporter activity,drug transmembrane transport,heme transport,heme transporter activity,identical protein binding,integral component of membrane,mitochondrial membrane,nucleus,plasma membrane,protein binding,protein homodimerization activity,receptor complex,response to drug,transmembrane transport,transport,transporter activity,urate metabolic process,xenobiotic transmembrane transporting ATPase activity,xenobiotic transportAdenoma;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Bile Duct Diseases;Biliary Tract Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Squamous Cell;Cholestasis;Cholestasis, Intrahepatic;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Dental Caries;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Gout;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Leukemia;Leukemia, Lymphoid;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialAfatinib,Alectinib,Alvocidib,Apixaban,Biricodar dicitrate,Buprenorphine,Cabazitaxel,Camptothecin,Carboplatin,Cerivastatin,Cholesterol,Cisplatin,Cladribine,Clofarabine,Cobicistat,Cobimetinib,Conjugated estrogens,Cyclosporine,Dabrafenib,Daclatasvir,Dactinomycin,Daidzin,Dasabuvir,Dasatinib,Daunorubicin,Delafloxacin,Dexamethasone,Diethylstilbestrol,Docetaxel,Doxorubicin,Dronabinol,Elacridar,Erlotinib,Estradiol,Estrone,Etoposide,Ezetimibe,Fluorouracil,Folic Acid,Gefitinib,Genistein,Glyburide,Hesperetin,Hydrocortisone,Idelalisib,Imatinib,Irinotecan,Ivermectin,Lamivudine,Lansoprazole,Ledipasvir,Leflunomide,Lenvatinib,Methotrexate,Mitoxantrone,Mycophenolate mofetil,Naringenin,Nelfinavir,Nilotinib,Nitrofurantoin,Novobiocin,Ombitasvir,Omeprazole,Osimertinib,Oxaliplatin,Paclitaxel,Pantoprazole,Pazopanib,Pitavastatin,Ponatinib,Pravastatin,Prazosin,Quercetin,Rabeprazole,Regorafenib,Rilpivirine,Riluzole,Riociguat,Ritonavir,Rolapitant,Rosuvastatin,Safinamide,Saquinavir,Simeprevir,Sofosbuvir,Sorafenib,Sulfasalazine,SumatriptC=0, T=100 C=0.0, T=1.0 0.00001 1695.23 100 C=0/0, T=16/84

chr4:89016782 G/G A G SNV ABCG2 ABCG2:intronic:NM_004827.2 1 100 intronic NM_004827.2c.1648-21T>Cp.? 0.34 ABC transporter,ABC-2 type transporterrs2231162 0.0355 YES 7.94E-1 (pos.89016782) ATP-binding cassette, subfamily G, member 2ATP binding,ATPase activity, coupled to transmembrane movement of substances,apical plasma membrane,cellular iron ion homeostasis,cholesterol efflux,cholesterol transporter activity,drug transmembrane transport,heme transport,heme transporter activity,identical protein binding,integral component of membrane,mitochondrial membrane,nucleus,plasma membrane,protein binding,protein homodimerization activity,receptor complex,response to drug,transmembrane transport,transport,transporter activity,urate metabolic process,xenobiotic transmembrane transporting ATPase activity,xenobiotic transportAdenoma;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Bile Duct Diseases;Biliary Tract Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Squamous Cell;Cholestasis;Cholestasis, Intrahepatic;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Dental Caries;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Gout;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Leukemia;Leukemia, Lymphoid;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialAfatinib,Alectinib,Alvocidib,Apixaban,Biricodar dicitrate,Buprenorphine,Cabazitaxel,Camptothecin,Carboplatin,Cerivastatin,Cholesterol,Cisplatin,Cladribine,Clofarabine,Cobicistat,Cobimetinib,Conjugated estrogens,Cyclosporine,Dabrafenib,Daclatasvir,Dactinomycin,Daidzin,Dasabuvir,Dasatinib,Daunorubicin,Delafloxacin,Dexamethasone,Diethylstilbestrol,Docetaxel,Doxorubicin,Dronabinol,Elacridar,Erlotinib,Estradiol,Estrone,Etoposide,Ezetimibe,Fluorouracil,Folic Acid,Gefitinib,Genistein,Glyburide,Hesperetin,Hydrocortisone,Idelalisib,Imatinib,Irinotecan,Ivermectin,Lamivudine,Lansoprazole,Ledipasvir,Leflunomide,Lenvatinib,Methotrexate,Mitoxantrone,Mycophenolate mofetil,Naringenin,Nelfinavir,Nilotinib,Nitrofurantoin,Novobiocin,Ombitasvir,Omeprazole,Osimertinib,Oxaliplatin,Paclitaxel,Pantoprazole,Pazopanib,Pitavastatin,Ponatinib,Pravastatin,Prazosin,Quercetin,Rabeprazole,Regorafenib,Rilpivirine,Riluzole,Riociguat,Ritonavir,Rolapitant,Rosuvastatin,Safinamide,Saquinavir,Simeprevir,Sofosbuvir,Sorafenib,Sulfasalazine,SumatriptA=0, G=22 A=0.0, G=1.0 0.00001 298.848 22 A=0/0, G=6/16

chr4:89018565 A/G A G SNV ABCG2 ABCG2:intronic:NM_004827.2 1 58.33 intronic NM_004827.2c.1647+40T>Cp.? -0.47 ABC transporter,ABC-2 type transporterrs2231157 0.4645 YES 2.965E-1 (pos.89018565) ATP-binding cassette, subfamily G, member 2ATP binding,ATPase activity, coupled to transmembrane movement of substances,apical plasma membrane,cellular iron ion homeostasis,cholesterol efflux,cholesterol transporter activity,drug transmembrane transport,heme transport,heme transporter activity,identical protein binding,integral component of membrane,mitochondrial membrane,nucleus,plasma membrane,protein binding,protein homodimerization activity,receptor complex,response to drug,transmembrane transport,transport,transporter activity,urate metabolic process,xenobiotic transmembrane transporting ATPase activity,xenobiotic transportAdenoma;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Bile Duct Diseases;Biliary Tract Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Squamous Cell;Cholestasis;Cholestasis, Intrahepatic;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Dental Caries;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Gout;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Leukemia;Leukemia, Lymphoid;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialAfatinib,Alectinib,Alvocidib,Apixaban,Biricodar dicitrate,Buprenorphine,Cabazitaxel,Camptothecin,Carboplatin,Cerivastatin,Cholesterol,Cisplatin,Cladribine,Clofarabine,Cobicistat,Cobimetinib,Conjugated estrogens,Cyclosporine,Dabrafenib,Daclatasvir,Dactinomycin,Daidzin,Dasabuvir,Dasatinib,Daunorubicin,Delafloxacin,Dexamethasone,Diethylstilbestrol,Docetaxel,Doxorubicin,Dronabinol,Elacridar,Erlotinib,Estradiol,Estrone,Etoposide,Ezetimibe,Fluorouracil,Folic Acid,Gefitinib,Genistein,Glyburide,Hesperetin,Hydrocortisone,Idelalisib,Imatinib,Irinotecan,Ivermectin,Lamivudine,Lansoprazole,Ledipasvir,Leflunomide,Lenvatinib,Methotrexate,Mitoxantrone,Mycophenolate mofetil,Naringenin,Nelfinavir,Nilotinib,Nitrofurantoin,Novobiocin,Ombitasvir,Omeprazole,Osimertinib,Oxaliplatin,Paclitaxel,Pantoprazole,Pazopanib,Pitavastatin,Ponatinib,Pravastatin,Prazosin,Quercetin,Rabeprazole,Regorafenib,Rilpivirine,Riluzole,Riociguat,Ritonavir,Rolapitant,Rosuvastatin,Safinamide,Saquinavir,Simeprevir,Sofosbuvir,Sorafenib,Sulfasalazine,SumatriptA=9, G=14 A=0.3913, G=0.6087 0.00001 149.899 24 A=6/3, G=7/7

chr4:89389640 A/A C A SNV HERC5 HERC5:intronic:NM_016323.3 1 100 intronic NM_016323.3c.1134+67C>Ap.? 0.41 HECT-domain (ubiquitin-transferase),Regulator of chromosome condensation (RCC1) repeatrs4585264 YES HECT domain and RCC1-like domain 5ISG15 transferase activity,ISG15-protein conjugation,RNA binding,cytoplasm,cytosol,defense response to virus,innate immune response,negative regulation of type I interferon production,perinuclear region of cytoplasm,protein binding,protein polyubiquitination,protein ubiquitination,regulation of cyclin-dependent protein serine/threonine kinase activity,regulation of defense response to virus,ubiquitin protein ligase activity,ubiquitin-protein transferase activityEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Influenza, Human;Respiratory Tract Diseases;Respiratory Tract InfectionsC=0, A=22 C=0.0, A=1.0 0.00001 298.759 22 C=0/0, A=5/17

chr4:8951816 G/G A G SNV 1 100 intronic -0.65 7 transmembrane receptor (rhodopsin family),Olfactory receptor,Serpentine type 7TM GPCR chemoreceptor Srsxrs3952877 0.0057 1.0;0.0;0.0 (pos.8951816) A=0, G=32 A=0.0, G=1.0 0.00001 485.14 32 A=0/0, G=19/13

chr4:89575324 A/A T A SNV HERC3 HERC3:intronic:NM_014606.2 1 100 intronic NM_014606.2c.777+40T>Ap.? 0.12 HECT-domain (ubiquitin-transferase),Regulator of chromosome condensation (RCC1) repeatrs2860427 0.2598 YES 5.275E-1;0.0 (pos.89575324) HECT domain and RCC1-like domain 3cytoplasm,cytoplasmic vesicle,cytosol,protein ubiquitination,ubiquitin protein ligase activity,ubiquitin-protein transferase activityDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteT=0, A=42 T=0.0, A=1.0 0.00001 685.217 42 T=0/0, A=23/19

chr4:89585235 G/G A G SNV HERC3 HERC3:intronic:NM_014606.2 1 100 intronic NM_014606.2c.1272-69A>Gp.? 0.23 HECT-domain (ubiquitin-transferase),Regulator of chromosome condensation (RCC1) repeatrs2972018 0.2429 YES HECT domain and RCC1-like domain 3cytoplasm,cytoplasmic vesicle,cytosol,protein ubiquitination,ubiquitin protein ligase activity,ubiquitin-protein transferase activityDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteA=0, G=93 A=0.0, G=1.0 0.00001 1555.33 93 A=0/0, G=59/34

chr4:89588689 T/T C T SNV HERC3 HERC3:intronic:NM_014606.2 1 100 intronic NM_014606.2c.1443+50C>Tp.? -0.31 HECT-domain (ubiquitin-transferase),Regulator of chromosome condensation (RCC1) repeatrs3017921 0.2834 YES 5.247E-1 (pos.89588689) HECT domain and RCC1-like domain 3cytoplasm,cytoplasmic vesicle,cytosol,protein ubiquitination,ubiquitin protein ligase activity,ubiquitin-protein transferase activityDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteC=0, T=257 C=0.0, T=1.0 0.00001 4208.66 257 C=0/0, T=101/156

chr4:89660161 C/T C T SNV FAM13A FAM13A:intronic:NM_014883.3 1 45.83 intronic NM_014883.3c.2562+20G>Ap.? -0.7 RhoGAP domainrs116320485 3.00E-04 2.313E-4 (pos.89660161) Family with sequence similarity 13, member AGTPase activator activity,cytosol,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionBronchial Diseases;Bronchitis;Bronchitis, Chronic;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Pulmonary Disease, Chronic Obstructive;Pulmonary Fibrosis;Respiratory Tract Diseases;Respiratory Tract InfectionsC=26, T=22 C=0.5417, T=0.4583 0.00001 240.97 48 C=10/16, T=14/8

chr1:153410822 A/A C A SNV S100A7L2 S100A7L2:exonic:NM_001045479.1 1 100 2 missense NM_001045479.1c.17G>T p.Gly6Val -0.07 0.01 109 0.159 S-100/ICaBP type calcium binding domainrs10888561 0.2638 YES 5.647E-1;0.0 (pos.153410822) C=0, A=48 C=0.0, A=1.0 0.00001 810.435 48 C=0/0, A=17/31

chr4:6698706 C/C A C SNV S100P S100P:exonic:NM_005980.2 1 100 2 synonymous NM_005980.2c.225A>C p.(=) -1.42 EF-hand domain pair,S-100/ICaBP type calcium binding domainrs11733989 2.00E-04 1.0;0.0 (pos.6698706) S100 calcium-binding protein PRAGE receptor binding,cadherin binding,calcium ion binding,calcium-dependent protein binding,cytoplasm,endothelial cell migration,extracellular exosome,extracellular region,magnesium ion binding,microvillus membrane,neutrophil degranulation,nuclear body,nucleus,protein binding,protein homodimerization activity,response to organic substance,secretory granule lumen,transition metal ion bindingAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeCromoglicic acid A=0, C=147 A=0.0, C=1.0 0.00001 2488.41 147 A=0/0, C=74/73

chr4:942006 G/A G A SNV TMEM175 TMEM175:intronic:NM_032326.3 1 57.14 intronic NM_032326.3c.192+64G>Ap.? -0.84 Protein of unknown function (DUF1211)rs2290403 0.3671 YES 2.085E-1 (pos.942006) Transmembrane protein 175endosome,endosome membrane,integral component of membrane,lysosomal membrane,lysosome,phagosome-lysosome fusion,potassium channel activity,potassium ion leak channel activity,potassium ion transmembrane transport,regulation of lysosomal lumen pHBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersG=9, A=12 G=0.4286, A=0.5714 0.00001 109.08 21 G=2/7, A=5/7

chr4:95255637 G/G T G SNV HPGDS HPGDS:intronic:NM_014485.2 1 100 intronic NM_014485.2c.133+11A>Cp.? -0.46 Glutathione S-transferase, C-terminal domain,Glutathione S-transferase, N-terminal domainrs2289186 0.3649 YES 3.019E-1 (pos.95255637) Prostaglandin D2 synthase, hematopoieticcalcium ion binding,cyclooxygenase pathway,cytoplasm,cytosol,glutathione derivative biosynthetic process,glutathione transferase activity,locomotory behavior,magnesium ion binding,negative regulation of male germ cell proliferation,prostaglandin metabolic process,prostaglandin-D synthase activity,protein binding,protein homodimerization activity,signal transductionDigestive System Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Liver Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Testicular Diseases;Testicular Neoplasms;Urogenital Neoplasms1-PHENYL-1H-PYRAZOLE-4-CARBOXYLIC ACID,2-(2f-Benzothiazolyl)-5-Styryl-3-(4f-Phthalhydrazidyl)Tetrazolium Chloride,3-(4-nitrophenyl)-1H-pyrazole,3-phenyl-5-(1H-pyrazol-3-yl)isoxazole,4-(BENZHYDRYLOXY)-1-3-(1H-TETRAAZOL-5-YL)PROPYLPIPERIDINE,4-{4-(4-fluoro-3-methylphenyl)-1,3-thiazol-2-ylamino}-2-hydroxybenzoic acid,Glutathione,Glycerin,PHENYL-5-(1H-PYRAZOL-3-YL)-1,3-THIAZOLE,Tranilast,nocodazoleT=0, G=26 T=0.0, G=1.0 0.00001 371.42 26 T=0/0, G=18/8

chr4:95529430 T/T C T SNV PDLIM5 PDLIM5:intronic:NM_001256426.1 1 100 intronic NM_001256426.1c.731+101C>Tp.? 0.79 Domain of unknown function (DUF4749),LIM domain,PDZ domain (Also known as DHR or GLGF)rs10033359 YES Cardiovascular Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Male Urogenital Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Vascular DiseasesC=0, T=54 C=0.0, T=1.0 0.00001 798.11 54 C=0/0, T=10/44

chr4:95529444 A/A C A SNV PDLIM5 PDLIM5:intronic:NM_001256426.1 1 100 intronic NM_001256426.1c.731+115C>Ap.? 0.54 Domain of unknown function (DUF4749),LIM domain,PDZ domain (Also known as DHR or GLGF)rs9307146 YES Cardiovascular Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Male Urogenital Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Vascular DiseasesC=0, A=52 C=0.0, A=1.0 0.00001 767.866 52 C=0/0, A=9/43

chr1:101704532 T/T G T SNV S1PR1 S1PR1:utr_5:NM_001400.4 1 100 2 utr_5 NM_001400.4c.-9G>T p.? -0.34 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsxrs3737577,rs773052095 0.3281 YES 1.581E-1;0.0 (pos.101704532) Sphingosine-1-phosphate receptor 1G-protein coupled receptor activity,G-protein coupled receptor binding,G-protein coupled receptor signaling pathway,T cell migration,actin cytoskeleton reorganization,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,angiogenesis,blood vessel maturation,brain development,cardiac muscle tissue growth involved in heart morphogenesis,cell adhesion,cell migration,chemotaxis,endosome,endothelial cell differentiation,external side of plasma membrane,heart trabecula morphogenesis,integral component of membrane,intracellular membrane-bounded organelle,intrinsic component of plasma membrane,lamellipodium assembly,leukocyte chemotaxis,membrane raft,negative regulation of stress fiber assembly,neuron differentiation,nucleoplasm,plasma membrane,positive regulation of GTPase activity,positive regulation of cell migration,positive regulation of cytosolic calcium ion concentration involved in phospholipase C-activating G-protein coupled signaling pathway,positive regulation of positive chemotaxis,posMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalAsfotase Alfa G=0, T=90 G=0.0, T=1.0 0.00001 1476.02 90 G=0/0, T=56/34

chr11:18253176 T/T C T SNV

SAA2-

SAA4,SAA4 SAA4:exonic:NM_006512.3, SAA2-SAA4:exonic:NM_001199744.1 1
100

6 missense NM_006512.3, NM_001199744.1c.266G>A, c.500G>Ap.Cys89Tyr, p.Cys167Tyr -1.54 1.0, 1.0 194.0, 194.00.0, 0.0 Serum amyloid A proteinrs2460827 0.0278 YES 9.02E-1 (pos.18253176) Serum amyloid A4, constitutiveacute-phase response,cell chemotaxis,chemoattractant activity,extracellular exosome,extracellular region,extracellular space,high-density lipoprotein particle,positive chemotaxisC=0, T=38 C=0.0, T=1.0 0.00001 603.785 38 C=0/0, T=22/16

chr13:23907677 T/T C T SNV SACS SACS:exonic:NM_014363.5 1 100 10 synonymous NM_014363.5c.10338G>Ap.(=) -1.17 HEPN domain,Ubiquitin familyrs2737701 1.00E-04 1.0 (pos.23907677) Sacsin Hsp70 protein binding,axon,cell body fiber,chaperone binding,cytoplasm,dendrite,mitochondrion,negative regulation of inclusion body assembly,nucleus,proteasome binding,protein foldingAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Epilepsies, Myoclonic;Epilepsy;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Muscle Hypertonia;Muscle Spasticity;Muscular Diseases;Musculoskeletal Diseases;Myoclonic Epilepsies, Progressive;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Manifestations;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar DegenerationsBenign/Likely benignC=0, T=69 C=0.0, T=1.0 0.00001 1078.6 69 C=0/0, T=34/35

chr13:23985391 C/C T C SNV SACS SACS:utr_5:NM_014363.5 1 100 2 utr_5 NM_014363.5c.-13A>G p.? 0.43 HEPN domain,Ubiquitin familyrs17078720 0.3268 YES 4.782E-1;0.0 (pos.23985391) Sacsin Hsp70 protein binding,axon,cell body fiber,chaperone binding,cytoplasm,dendrite,mitochondrion,negative regulation of inclusion body assembly,nucleus,proteasome binding,protein foldingAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Epilepsies, Myoclonic;Epilepsy;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Muscle Hypertonia;Muscle Spasticity;Muscular Diseases;Musculoskeletal Diseases;Myoclonic Epilepsies, Progressive;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Manifestations;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar DegenerationsBenign/Likely benignT=0, C=62 T=0.0, C=1.0 0.00001 938.65 62 T=0/0, C=42/20

chr16:51173559 A/A G A SNV SALL1 SALL1:exonic:NM_002968.2 1 100 2 synonymous NM_002968.2c.2574C>T p.(=) -2.43 0.06(COSM1128938)C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers1965024 0.3601 YES 7.091E-1;0.0 (pos.51173559)acute_myeloid_leukaemia,adenocarcinomaSal-like 1 DNA binding,DNA binding transcription factor activity,NuRD complex,RNA polymerase II core promoter proximal region sequence-specific DNA binding,adrenal gland development,beta-catenin binding,branching involved in ureteric bud morphogenesis,chromocenter,cytoplasm,embryonic digestive tract development,embryonic digit morphogenesis,gonad development,heart development,heterochromatin,histone deacetylase activity,histone deacetylation,inductive cell-cell signaling,kidney development,kidney epithelium development,limb development,mesenchymal to epithelial transition involved in metanephros morphogenesis,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,neurogenesis,nucleic acid binding,nucleoplasm,nucleus,olfactory bulb interneuron differentiation,olfactory bulb mitral cell layer development,olfactory nerve development,outer ear morphogenesis,pituitary gland development,positive regulation of Wnt signaling pathway,positive regAbnormalities, Multiple;Anus, Imperforate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Abnormalities;Digestive System Diseases;Ear Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersBenign G=0, A=94 G=0.0, A=1.0 0.00001 1575.02 94 G=0/0, A=48/46

chr4:995422 G/C G C SNV IDUA IDUA:intronic:NM_000203.4 1 50 intronic NM_000203.4c.590-45G>Cp.? -0.01 Glycosyl hydrolases family 39rs6829789 0.1603 YES 2.252E-1;0.0 (pos.995422) Iduronidase, alpha-L-L-iduronidase activity,carbohydrate metabolic process,chondroitin sulfate catabolic process,coated vesicle,dermatan sulfate catabolic process,disaccharide metabolic process,extracellular exosome,glycosaminoglycan catabolic process,hydrolase activity, hydrolyzing O-glycosyl compounds,lysosomal lumen,receptor bindingCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Core Conditions;Genetic Diseases, Inborn;Lysosomal Storage Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Mucinoses;Mucopolysaccharidoses;Mucopolysaccharidosis;Mucopolysaccharidosis I;Nutritional and Metabolic Diseases;Other Disorder;Recommended Newborn Screening Panels;Skin and Connective Tissue DiseasesBenign G=21, C=21 G=0.5, C=0.5 0.00001 228.667 42 G=11/10, C=14/7

chr4:996012 G/C G C SNV IDUA IDUA:intronic:NM_000203.4 1 50 intronic NM_000203.4c.973-45G>Cp.? -1.53 0.02(COSM4159329)Glycosyl hydrolases family 39rs6831021 0.1436 YES 3.543E-1;0.0 (pos.996012)adenocarcinoma,neoplasmIduronidase, alpha-L-L-iduronidase activity,carbohydrate metabolic process,chondroitin sulfate catabolic process,coated vesicle,dermatan sulfate catabolic process,disaccharide metabolic process,extracellular exosome,glycosaminoglycan catabolic process,hydrolase activity, hydrolyzing O-glycosyl compounds,lysosomal lumen,receptor bindingCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Core Conditions;Genetic Diseases, Inborn;Lysosomal Storage Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Mucinoses;Mucopolysaccharidoses;Mucopolysaccharidosis;Mucopolysaccharidosis I;Nutritional and Metabolic Diseases;Other Disorder;Recommended Newborn Screening Panels;Skin and Connective Tissue DiseasesBenign G=41, C=41 G=0.5, C=0.5 0.00001 436.176 82 G=4/37, C=14/27

chr16:51175658 T/C T C SNV SALL1 SALL1:exonic:NM_002968.2 1 45.45 2 missense NM_002968.2c.475A>G p.Ser159Gly -0.08 0.44 56 0.034 0.33(COSM1128936)C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers13336129,rs747995210,rs768581623,rs769634214,rs772465423,rs952011942,rs9853041610.063 YES 0.0 (pos.51175657),0.0;1.167E-4 (pos.51175652),2.994E-2 (pos.51175658),5.514E-2;1.977E-2;1.3E-4;0.0;9.103E-4;0.0 (pos.51175655)adenocarcinoma,carcinoma,ductal_carcinoma,mixed_intestinal_and_diffuse_adenocarcinoma-unclassifiable,neoplasmSal-like 1 DNA binding,DNA binding transcription factor activity,NuRD complex,RNA polymerase II core promoter proximal region sequence-specific DNA binding,adrenal gland development,beta-catenin binding,branching involved in ureteric bud morphogenesis,chromocenter,cytoplasm,embryonic digestive tract development,embryonic digit morphogenesis,gonad development,heart development,heterochromatin,histone deacetylase activity,histone deacetylation,inductive cell-cell signaling,kidney development,kidney epithelium development,limb development,mesenchymal to epithelial transition involved in metanephros morphogenesis,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,neurogenesis,nucleic acid binding,nucleoplasm,nucleus,olfactory bulb interneuron differentiation,olfactory bulb mitral cell layer development,olfactory nerve development,outer ear morphogenesis,pituitary gland development,positive regulation of Wnt signaling pathway,positive regAbnormalities, Multiple;Anus, Imperforate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Abnormalities;Digestive System Diseases;Ear Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersBenign T=18, C=15 T=0.5455, C=0.4545 0.00001 143.15 33 T=11/7, C=8/7



chr14:21993498 A/A G A SNV SALL2 SALL2:exonic:NM_005407.2 1 100 2 missense NM_005407.2c.364C>T p.Pro122Ser 0.02 1 74 0 C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers1263811 0.1355 YES 7.949E-1 (pos.21993498) Sal-like 2 DNA binding transcription factor activity,NuRD complex,RNA polymerase II regulatory region sequence-specific DNA binding,eye development,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,neural tube development,nucleic acid binding,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,sequence-specific DNA binding,signal transduction,transcription from RNA polymerase II promoter,transcription regulatory region DNA binding,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingColoboma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Abnormalities;Eye DiseasesG=0, A=23 G=0.0, A=1.0 0.00001 316.745 23 G=0/0, A=7/16

chr5:101724307 T/T A T SNV SLCO6A1 SLCO6A1:intronic:NM_173488.4 1 100 intronic NM_173488.4c.2017+85T>Ap.? -0.93 Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs6873305 YES Solute carrier organic anion transporter family, member 6A1integral component of membrane,integral component of plasma membrane,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transport,transporter activityMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=0, T=78 A=0.0, T=1.0 0.00001 1249.36 78 A=0/0, T=37/41

chr5:101755879 T/T C T SNV SLCO6A1 SLCO6A1:intronic:NM_173488.4 1 100 intronic NM_173488.4c.1277-154G>Ap.? -0.4 Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs896546 YES Solute carrier organic anion transporter family, member 6A1integral component of membrane,integral component of plasma membrane,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transport,transporter activityMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, T=24 C=0.0, T=1.0 0.00001 334.79 24 C=0/0, T=14/10

chr18:76753768 G/G C G SNV SALL3 SALL3:exonic:NM_171999.3 1 100 2 missense NM_171999.3c.1777C>G p.Leu593Val 0.29 0.28 32 0.006 0.12(COSM1130040)C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers2447437 0.1269 YES 9.261E-1 (pos.76753768) adenocarcinoma,neoplasmSal-like 3 DNA binding transcription factor activity,forelimb morphogenesis,hindlimb morphogenesis,metal ion binding,negative regulation of smoothened signaling pathway,neurogenesis,nucleic acid binding,nucleus,olfactory bulb interneuron development,regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,transcription from RNA polymerase II promoter,transcription regulatory region DNA bindingBurkitt Lymphoma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic TypeC=0, G=110 C=0.0, G=1.0 0.00001 1755.95 110 C=0/0, G=65/45

chr18:76754466 T/T C T SNV SALL3 SALL3:exonic:NM_171999.3 1 100 2 synonymous NM_171999.3c.2475C>T p.(=) 1.08 0.46(COSM3756219)C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers2472644 0.1463 YES 9.225E-1 (pos.76754466) adenocarcinomaSal-like 3 DNA binding transcription factor activity,forelimb morphogenesis,hindlimb morphogenesis,metal ion binding,negative regulation of smoothened signaling pathway,neurogenesis,nucleic acid binding,nucleus,olfactory bulb interneuron development,regulation of transcription, DNA-templated,sequence-specific DNA binding,signal transduction,transcription from RNA polymerase II promoter,transcription regulatory region DNA bindingBurkitt Lymphoma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic TypeC=0, T=90 C=0.0, T=1.0 0.00001 1479.7 90 C=0/0, T=34/56

chr8:29927300 G/G C G SNV SARAF SARAF:exonic:NM_016127.5 1 100 3 synonymous NM_016127.5c.558G>C p.(=) 0.65 0.07(COSM6245210)SOCE-associated regulatory factor of calcium homoeostasisrs6468093 0 1.0 (pos.29927300) neoplasm Transmembrane protein 66calcium ion transport,endoplasmic reticulum,integral component of endoplasmic reticulum membrane,protein binding,regulation of store-operated calcium entryC=0, G=39 C=0.0, G=1.0 0.00001 623.98 39 C=0/0, G=26/13

chr5:102489511 T/G T G SNV PPIP5K2 PPIP5K2:intronic:NM_015216.4 1 50 intronic NM_015216.4c.1131-41T>Gp.? 0.96 Histidine phosphatase superfamily (branch 2)rs34767 0.2894 YES 4.655E-1;0.0 (pos.102489511) Histidine acid phosphatase domain-containing protein 1ATP binding,cytosol,diphosphoinositol-pentakisphosphate kinase activity,inositol heptakisphosphate kinase activity,inositol hexakisphosphate 1-kinase activity,inositol hexakisphosphate 3-kinase activity,inositol hexakisphosphate 5-kinase activity,inositol hexakisphosphate kinase activity,inositol metabolic process,inositol phosphate biosynthetic process,inositol phosphate metabolic process,inositol-1,3,4,5,6-pentakisphosphate kinase activity,phosphorylationT=16, G=18 T=0.4706, G=0.5294 0.00001 188.385 36 T=4/12, G=4/14

chr8:29927321 G/G A G SNV SARAF SARAF:exonic:NM_016127.5 1 100 3 synonymous NM_016127.5c.537T>C p.(=) -2.6 SOCE-associated regulatory factor of calcium homoeostasisrs6468094 1.00E-04 1.0;0.0 (pos.29927321) Transmembrane protein 66calcium ion transport,endoplasmic reticulum,integral component of endoplasmic reticulum membrane,protein binding,regulation of store-operated calcium entryA=0, G=39 A=0.0, G=1.0 0.00001 623.98 39 A=0/0, G=26/13

chr17:26699367 GC/GC G GC INDEL SARM1 SARM1:exonic:NM_015077.3 1 100 4 unknown NM_015077.3 1.01 SAM domain (Sterile alpha motif),TIR domainrs11437594 0.0042 YES 1.0 (pos.26699367) axon,cell junction,cytoplasm,cytosol,dendrite,extrinsic component of mitochondrial outer membrane,innate immune response,microtubule,mitochondrion,negative regulation of MyD88-independent toll-like receptor signaling pathway,protein binding,regulation of apoptotic process,regulation of dendrite morphogenesis,regulation of neuron death,response to glucose,signal transduction,synapseG=0, GC=80 G=0.0, GC=1.0 0.00001 1232.38 80 G=0/0, GC=53/27

chr17:26727721 G/G GA G INDEL

SARM1,SLC4

6A1 SLC46A1:splicesite_3:NM_080669.5, SARM1:utr_3:NM_015077.3 1
100

13 utr_3 NM_015077.3, NM_080669.5c.6589delAp.? 2.72, 0.94 Major Facilitator Superfamily,SAM domain (Sterile alpha motif),TIR domainrs199895119,rs200596790,rs374502830,rs561780114,rs5819844,rs8689364502.00E-04 YES 1.0 (pos.26727721) Solute carrier family 46 (folate transporter), member 1apical plasma membrane,axon,brush border membrane,cell junction,cell surface,cellular iron ion homeostasis,cytoplasm,cytosol,dendrite,extrinsic component of mitochondrial outer membrane,folic acid binding,folic acid import across plasma membrane,folic acid metabolic process,folic acid transport,folic acid transporter activity,heme transport,heme transporter activity,hydrogen ion transmembrane transport,hydrogen ion transmembrane transporter activity,innate immune response,integral component of membrane,intestinal folate absorption,methotrexate transport,methotrexate transporter activity,microtubule,mitochondrion,negative regulation of MyD88-independent toll-like receptor signaling pathway,plasma membrane,protein binding,regulation of apoptotic process,regulation of dendrite morphogenesis,regulation of neuron death,response to glucose,signal transduction,synapse,transmembrane transport,transporter activityAmino Acid Metabolism, Inborn Errors;Anemia;Avitaminosis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deficiency Diseases;Digestive System Diseases;Folic Acid Deficiency;Gastrointestinal Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hyperhomocysteinemia;Intestinal Diseases;Malabsorption Syndromes;Malnutrition;Metabolic Diseases;Metabolism, Inborn Errors;Nutrition Disorders;Nutritional and Metabolic Diseases;Pancytopenia;Vitamin B DeficiencyAminopterin,Folic Acid,Levomefolic acid,Methotrexate,SulfasalazineBenign GA=0, G=85 GA=0.0, G=1.0 0.00001 1365.98 85 GA=0/0, G=28/57

chr5:102895209 A/A AG A INDEL NUDT12 NUDT12:intronic:NM_031438.3 1 100 intronic NM_031438.3c.207-40CT>Tp.? 0.52, 0.66 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),NADH pyrophosphatase zinc ribbon domain,NADH pyrophosphatase-like rudimentary NUDIX domain,NUDIX domainrs11312358,rs7963625700.1616 YES 7.196E-3 (pos.102895209) NAD biosynthesis via nicotinamide riboside salvage pathway,NAD catabolic process,NAD+ diphosphatase activity,NADH pyrophosphatase activity,NADP catabolic process,hydrolase activity,metal ion binding,nucleus,peroxisomal matrix,peroxisome,protein bindingAG=0, A=25 AG=0.0, A=1.0 0.00001 351.003 25 AG=0/0, A=9/16

chr5:102895241 A/A C A SNV NUDT12 NUDT12:intronic:NM_031438.3 1 100 intronic NM_031438.3c.207-72G>Tp.? -0.79 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),NADH pyrophosphatase zinc ribbon domain,NADH pyrophosphatase-like rudimentary NUDIX domain,NUDIX domainrs7725090 YES NAD biosynthesis via nicotinamide riboside salvage pathway,NAD catabolic process,NAD+ diphosphatase activity,NADH pyrophosphatase activity,NADP catabolic process,hydrolase activity,metal ion binding,nucleus,peroxisomal matrix,peroxisome,protein bindingC=0, A=26 C=0.0, A=1.0 0.00001 371.42 26 C=0/0, A=9/17

chr5:1053341 A/G A G SNV SLC12A7 SLC12A7:intronic:NM_006598.2 1 50 intronic NM_006598.2c.3160+123T>Cp.? -0.12 Amino acid permease,Solute carrier family 12rs2241602 YES Solute carrier family 12 (potassium/chloride transporters), member 7cell volume homeostasis,chemical synaptic transmission,chloride transmembrane transport,integral component of plasma membrane,ion transport,plasma membrane,potassium ion symporter activity,potassium ion transmembrane transport,potassium:chloride symporter activity,protein kinase binding,transportFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsPotassium Chloride A=12, G=12 A=0.5, G=0.5 0.00001 100.706 24 A=7/5, G=10/2

chr5:1053396 C/G C G SNV SLC12A7 SLC12A7:intronic:NM_006598.2 1 50 intronic NM_006598.2c.3160+68G>Cp.? 1.46 Amino acid permease,Solute carrier family 12rs2241603 YES Solute carrier family 12 (potassium/chloride transporters), member 7cell volume homeostasis,chemical synaptic transmission,chloride transmembrane transport,integral component of plasma membrane,ion transport,plasma membrane,potassium ion symporter activity,potassium ion transmembrane transport,potassium:chloride symporter activity,protein kinase binding,transportFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsPotassium Chloride C=16, G=16 C=0.5, G=0.5 0.00001 158.383 32 C=5/11, G=10/6

chr5:10748231 T/T C T SNV DAP DAP:intronic:NM_004394.2 1 100 intronic NM_004394.2c.152+56G>Ap.? 0.73 Death-associated proteinrs267944 YES Aspartyl aminopeptidase,Death-associated proteinactivation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic process,apoptotic signaling pathway,autophagy,cellular response to amino acid starvation,death domain binding,negative regulation of NF-kappaB transcription factor activity,negative regulation of autophagy,negative regulation of transcription, DNA-templatedColitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesC=0, T=36 C=0.0, T=1.0 0.00001 563.744 36 C=0/0, T=24/12

chr5:107684324 T/T C T SNV FBXL17 FBXL17:intronic:NM_001163315.2 1 100 intronic NM_001163315.2c.1375-93G>Ap.? 0.53 F-box domain,F-box-like,Leucine Rich repeatrs1862195 YES F-box and leucine-rich repeat protein 17 C=0, T=22 C=0.0, T=1.0 0.00001 303.287 22 C=0/0, T=12/10

chr5:109090931 T/TA T TA INDEL MAN2A1 MAN2A1:intronic:NM_002372.3 1 58.33 intronic NM_002372.3c.708-99T>TAp.? 1.83 Alpha mannosidase middle domain,Glycosyl hydrolases family 38 C-terminal domain,Glycosyl hydrolases family 38 N-terminal domainrs148653396 YES Mannosidase, alpha, class 2A, member 1Golgi medial cisterna,Golgi membrane,N-glycan processing,alpha-mannosidase activity,carbohydrate binding,cis-Golgi network,extracellular exosome,hydrolase activity, hydrolyzing N-glycosyl compounds,in utero embryonic development,integral component of membrane,liver development,lung alveolus development,mannose metabolic process,mannosyl-oligosaccharide 1,3-1,6-alpha-mannosidase activity,membrane,metal ion binding,mitochondrion organization,positive regulation of neurogenesis,protein deglycosylation,protein glycosylation,respiratory gaseous exchange,retina morphogenesis in camera-type eye,vacuole organizationMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders(1R,2R,3R,4S,5R)-4-(BENZYLAMINO)-5-(METHYLTHIO)CYCLOPENTANE-1,2,3-TRIOL,(1S,2S,3R,6R)-4-(hydroxymethyl)-6-(octylamino)cyclohex-4-ene-1,2,3-triol,1-deoxymannojirimycin,2-Deoxy-2-Fluoro-Alpha-D-Mannosyl Fluoride,5-Fluoro-Beta-L-Gulosyl Fluoride,5-Thio-a/B-D-Mannopyranosylamine,Ghavamiol,Kifunensine,TridolgosirT=10, TA=14T=0.4167, TA=0.5833 0.00001 135.171 24 T=4/6, TA=8/6

chr12:108918146 T/T C T SNV SART3 SART3:exonic:NM_014706.3 1 100 18 synonymous NM_014706.3c.2661G>A p.(=) -2.21 LSM-interacting associated unstructured,Lsm interaction motif,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2303633 0.1656 YES 9.266E-1 (pos.108918146) Squamous cell carcinoma antigen recognized by T cells 3Cajal body,RNA binding,RNA processing,U4 snRNA binding,U4/U6 snRNP,U4/U6 x U5 tri-snRNP complex,U4atac/U6atac snRNP,U6 snRNA binding,U6atac snRNA binding,U6atac snRNP,cell morphogenesis,cytoplasm,hematopoietic stem cell proliferation,histone binding,homeostasis of number of cells,mRNA splicing, via spliceosome,nuclear speck,nucleoplasm,nucleosome assembly,nucleus,positive regulation of histone deubiquitination,protein binding,regulation of gene expression,spliceosomal snRNP assembly,spliceosomal tri-snRNP complex assembly,ubiquitin-specific protease bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Keratosis;Porokeratosis;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesC=0, T=171 C=0.0, T=1.0 0.00001 2799.74 171 C=0/0, T=115/56

chr22:50885775 G/G A G SNV SBF1 SBF1:exonic:NM_002972.3 1 100 40 synonymous NM_002972.3c.5559T>C p.(=) 0.01 0.1(COSM4407614),0.1(COSM4407615)DENN (AEX-3) domain,GRAM domain,Myotubularin protein,Myotubularin-like phosphatase domain,PH domain,uDENN domainrs1053744 0.4576 YES 4.513E-1 (pos.50885775) hepatocellular_carcinomaSET-binding factor 1 (myotubularin-related protein 5)Rab guanyl-nucleotide exchange factor activity,cytosol,endoplasmic reticulum membrane,integral component of membrane,nucleus,phosphatase regulator activity,phosphatidylinositol biosynthetic process,protein dephosphorylation,protein tyrosine/serine/threonine phosphatase activity,regulation of GTPase activity,spermatogenesisCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;PolyneuropathiesBenign A=0, G=59 A=0.0, G=1.0 0.00001 885.363 59 A=0/0, G=41/18

chr5:110784822 G/G A G SNV CAMK4 CAMK4:intronic:NM_001744.5 1 100 intronic NM_001744.5c.551-5A>Gp.? -2.76 Protein kinase domain,Protein tyrosine kinasers2116824 0.2044 YES 5.529E-1 (pos.110784822) Ca(2+)-calmodulin-dependent protein kinase type IV of brainATP binding,adaptive immune response,calcium-dependent protein serine/threonine kinase activity,calmodulin binding,calmodulin-dependent protein kinase activity,cytoplasm,cytosol,extracellular exosome,fibrillar center,inflammatory response,intracellular signal transduction,long-term memory,myeloid dendritic cell cytokine production,myeloid dendritic cell differentiation,nucleoplasm,nucleus,peptidyl-serine phosphorylation,positive regulation of transcription, DNA-templated,protein autophosphorylation,protein kinase activity,protein phosphorylation,regulation of T cell differentiation in thymus,regulation of osteoclast differentiation,signal transductionCocaine-Related Disorders;Mental Disorders;Substance-Related Disorders3-({(3S)-3,4-dihydroxybutyloxy}amino)-1H,2'H-2,3'-biindol-2'-one,5-AMINO-3-{4-(AMINOSULFONYL)PHENYLAMINO}-N-(2,6-DIFLUOROPHENYL)-1H-1,2,4-TRIAZOLE-1-CARBOTHIOAMIDEA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=11/10

chr19:56052770 T/T C T SNV SBK3 SBK3:exonic:NM_001199824.2 1 100 4 synonymous NM_001199824.2c.522G>A p.(=) -4.17 Protein kinase domain,Protein tyrosine kinasers654439 YES 6.649E-1 (pos.56052770) ATP binding,protein phosphorylation,protein serine/threonine kinase activityC=0, T=68 C=0.0, T=1.0 0.00001 1053.52 68 C=0/0, T=16/52

chr5:11082762 C/C T C SNV CTNND2 CTNND2:intronic:NM_001332.3 1 100 intronic NM_001332.3c.2788+46A>Gp.? -1.91 Armadillo/beta-catenin-like repeatrs2277053 0.2909 YES 9.248E-1 (pos.11082762) Catenin, delta-2Wnt signaling pathway,adherens junction,beta-catenin binding,cell adhesion,cell-cell adhesion,cytoplasm,dendrite,dendritic spine morphogenesis,nucleus,perikaryon,protein binding,regulation of canonical Wnt signaling pathway,regulation of transcription, DNA-templated,signal transduction,synapse organization,transcription, DNA-templatedAbnormalities, Multiple;Amyotrophic Lateral Sclerosis;Astrocytoma;Carcinogenesis;Cell Transformation, Neoplastic;Central Nervous System Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cri-du-Chat Syndrome;Genetic Diseases, Inborn;Glioblastoma;Glioma;Intellectual Disability;Metabolic Diseases;Motor Neuron Disease;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Processes;Nervous System Diseases;Neurobehavioral Manifestations;Neurodegenerative Diseases;Neuroectodermal Tumors;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesT=0, C=25 T=0.0, C=1.0 0.00001 349.857 25 T=0/0, C=22/3

chr8:73982161 G/G A G SNV SBSPON SBSPON:exonic:NM_153225.3 1 100 4 missense NM_153225.3c.556T>C p.Trp186Arg 2.57 1 101 0 0.15(COSM6351328)Thrombospondin type 1 domainrs2291219 0.2943 YES 3.039E-1 (pos.73982161) carcinoma extracellular matrix,immune response,polysaccharide binding,proteinaceous extracellular matrix,receptor-mediated endocytosis,scavenger receptor activityCrohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesA=0, G=48 A=0.0, G=1.0 0.00001 809.377 48 A=0/0, G=18/30

chr5:111506069 A/A G A SNV EPB41L4A EPB41L4A:intronic:NM_022140.4 1 100 intronic NM_022140.4c.1671-3C>Tp.? -0.22 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domainrs10040749 0.3675 YES 9.987E-1 (pos.111506069) Erythrocyte membrane protein band 4.1-like 4Aactomyosin structure organization,biological_process,cellular_component,cytoplasm,cytoskeletal protein binding,cytoskeleton,molecular_function,structural constituent of cytoskeletonG=0, A=66 G=0.0, A=1.0 0.00001 1015.39 66 G=0/0, A=30/36

chr19:50154904 C/C A C SNV SCAF1 SCAF1:exonic:NM_021228.2 1 100 7 missense NM_021228.2c.1258A>C p.Thr420Pro -0.02 1 38 0 0(COSM3757044) rs7251334 1.0 (pos.50154904) adenocarcinoma,neoplasmSR-related C-terminal domain-associated factor 1RNA binding,RNA splicing,mRNA processing,nucleus,protein domain specific binding,transcription from RNA polymerase II promoterA=0, C=58 A=0.0, C=1.0 0.00001 867.38 58 A=0/0, C=23/35

chr19:50156896 C/C T C SNV SCAF1 SCAF1:exonic:NM_021228.2 1 100 7 synonymous NM_021228.2c.3250T>C p.(=) 1.44 rs10401743 0.0749 YES 1.0 (pos.50156896) SR-related C-terminal domain-associated factor 1RNA binding,RNA splicing,mRNA processing,nucleus,protein domain specific binding,transcription from RNA polymerase II promoterT=0, C=51 T=0.0, C=1.0 0.00001 754.567 51 T=0/0, C=25/26

chr8:27737198 G/G A G SNV SCARA5 SCARA5:exonic:NM_173833.5 1 100 8 synonymous NM_173833.5c.1239T>C p.(=) 0.21 0.23(COSM3763293)Collagen triple helix repeat (20 copies),Scavenger receptor cysteine-rich domainrs4732610 0.137 YES 8.025E-1 (pos.27737198) adenocarcinomaScavenger receptor class A, member 5cell surface,cellular iron ion homeostasis,cellular response to heat,endocytosis,ferritin receptor activity,integral component of plasma membrane,iron ion transmembrane transport,protein homotrimerization,receptor-mediated endocytosis,regulation of blood coagulation,regulation of gene expression,scavenger receptor activityA=0, G=64 A=0.0, G=1.0 0.00001 977.631 64 A=0/0, G=30/34

chr5:111595745 C/A C A SNV EPB41L4A EPB41L4A:intronic:NM_022140.4 1 45.45 intronic NM_022140.4c.643-69G>Tp.? -0.39 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domainrs28620667 YES Erythrocyte membrane protein band 4.1-like 4Aactomyosin structure organization,biological_process,cellular_component,cytoplasm,cytoskeletal protein binding,cytoskeleton,molecular_function,structural constituent of cytoskeletonC=18, A=15 C=0.5455, A=0.4545 0.00001 142.581 33 C=8/10, A=7/8

chr12:125284748 G/G A G SNV SCARB1 SCARB1:exonic:NM_005505.4 1 100 8 synonymous NM_005505.4c.1050T>C p.(=) -6.33 0.01(COSM3753027),0.01(COSM3753028),0.01(COSM3753029),0.01(COSM4146804)CD36 family rs5888 0.4828 YES 7.465E-1 (pos.125284748)adenocarcinoma,neoplasmScavenger receptor class B, member 1 (CD36 antigen-like 1)1-phosphatidylinositol binding,adhesion of symbiont to host,amyloid-beta binding,androgen biosynthetic process,apolipoprotein A-I binding,apolipoprotein binding,blood vessel endothelial cell migration,caveola,cell surface,cholesterol catabolic process,cholesterol efflux,cholesterol homeostasis,cholesterol import,detection of lipopolysaccharide,endocytic vesicle membrane,endothelial cell proliferation,extracellular exosome,high-density lipoprotein particle binding,high-density lipoprotein particle clearance,high-density lipoprotein particle receptor activity,high-density lipoprotein particle remodeling,integral component of membrane,integral component of plasma membrane,intestinal absorption,intracellular membrane-bounded organelle,lipopolysaccharide binding,lipopolysaccharide receptor activity,lipopolysaccharide transport,lipopolysaccharide-mediated signaling pathway,low-density lipoprotein particle binding,low-density lipoprotein particle clearance,lysosomal membrane,microvillus membrane,phosphatidylserine bAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Cocaine-Related Disorders;Cysts;Digestive System Diseases;Fatty Liver;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Follicular Cyst;Hepatitis;Hepatitis C;Hepatitis, Viral, Human;Kidney Diseases;Kidney Failure, Chronic;Kidney Neoplasms;Liver Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Marijuana Abuse;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Non-alcoholic Fatty Liver Disease;Peripheral Nervous System Diseases;Phencyclidine Abuse;Renal Insufficiency;Renal Insufficiency, Chronic;Substance-Related Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsPhosphatidyl serine A=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=6/15

chr10:102116311 A/C A C SNV SCD SCD:exonic:NM_005063.4 1 59.09 5 missense NM_005063.4c.670A>C p.Met224Leu -3.82 1 15 0 0.1(COSM3997733) rs2234970 0.4217 YES 3.946E-1 (pos.102116311)acute_myeloid_leukaemia,rhabdomyosarcomaSolute carrier, family 22 (organic cation transporter), member 5,Stearoyl-CoA desaturaseendoplasmic reticulum,endoplasmic reticulum membrane,fatty-acyl-CoA biosynthetic process,integral component of membrane,iron ion binding,membrane,monounsaturated fatty acid biosynthetic process,nucleolus,oxidation-reduction process,oxidoreductase activity,regulation of cholesterol biosynthetic process,stearoyl-CoA 9-desaturase activity,unsaturated fatty acid biosynthetic processAdenocarcinoma;Autoimmune Diseases;Carcinoma;Carcinoma, Hepatocellular;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Exophthalmos;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Goiter;Graves Disease;Graves Ophthalmopathy;Hyperinsulinism;Hyperthyroidism;Immune System Diseases;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Liver Diseases;Liver Neoplasms;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Nutritional and Metabolic Diseases;Orbital Diseases;Thyroid DiseasesA=9, C=13 A=0.4091, C=0.5909 0.00001 122.568 22 A=6/3, C=9/4

chr13:78146301 T/T C T SNV SCEL SCEL:exonic:NM_144777.2 1 100 9 synonymous NM_144777.2c.522C>T p.(=) -1.55 rs678047 5.00E-04 1.0 (pos.78146301) Sciellin cornified envelope,cytoplasm,embryo development,epidermis development,extracellular exosome,keratinocyte differentiation,metal ion binding,perinuclear region of cytoplasm,positive regulation of canonical Wnt signaling pathway,protein binding,response to mechanical stimulusC=0, T=74 C=0.0, T=1.0 0.00001 1170.12 74 C=0/0, T=28/46

chr5:112385004 GC/GC CA GC MNV MCC MCC:intronic:NM_001085377.1 2 100 intronic NM_001085377.1c.2449-8TG>GCp.? -0.28, -0.79 EF-hand domain pair,PDZ domain of MCC-2 bdg protein for Usher syndromers202036404,rs71590730,rs7726162,rs7726296,rs8792994020.0019 YES 6.226E-1 (pos.112385005),6.255E-1;0.0 (pos.112385004)Mutated in colorectal cancersWnt signaling pathway,cytoplasm,cytosol,establishment of protein localization,lamellipodium,negative regulation of canonical Wnt signaling pathway,negative regulation of epithelial cell migration,negative regulation of epithelial cell proliferation,nucleoplasm,nucleus,plasma membrane,protein binding,receptor activity,signal transductionAdenoma;Adenomatous Polyposis Coli;Adenomatous Polyps;Autistic Disorder;Child Development Disorders, Pervasive;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intellectual Disability;Intestinal Diseases;Intestinal Neoplasms;Intestinal Polyposis;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Rectal Diseases;Rectal NeoplasmsCA=0, GC=97CA=0.0, GC=1.0 0.00001 1618.52 97 CA=0/0, GC=45/52

chr5:112385035 G/G T G SNV MCC MCC:intronic:NM_001085377.1 1 100 intronic NM_001085377.1c.2449-39A>Cp.? -1.65 EF-hand domain pair,PDZ domain of MCC-2 bdg protein for Usher syndromers7708603 0.4899 YES 6.156E-1;0.0 (pos.112385035) Mutated in colorectal cancersWnt signaling pathway,cytoplasm,cytosol,establishment of protein localization,lamellipodium,negative regulation of canonical Wnt signaling pathway,negative regulation of epithelial cell migration,negative regulation of epithelial cell proliferation,nucleoplasm,nucleus,plasma membrane,protein binding,receptor activity,signal transductionAdenoma;Adenomatous Polyposis Coli;Adenomatous Polyps;Autistic Disorder;Child Development Disorders, Pervasive;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intellectual Disability;Intestinal Diseases;Intestinal Neoplasms;Intestinal Polyposis;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Rectal Diseases;Rectal NeoplasmsT=0, G=96 T=0.0, G=1.0 0.00001 1618.01 96 T=0/0, G=42/54

chr14:31099738 G/G A G SNV SCFD1 SCFD1:exonic:NM_016106.3 1 100 3 missense NM_016106.3c.188A>G p.Lys63Arg 8.72 0.08 26 0.023 0.95(COSM432987)Sec1 family rs229150 0.3419 YES 6.801E-1 (pos.31099738) carcinoma,diffuse_large_B_cell_lymphoma,malignant_melanomaCOPII vesicle coating,Golgi cisterna membrane,Golgi transport complex,Golgi-associated vesicle,SNARE complex,cell morphogenesis,cis-Golgi network,cytosol,endoplasmic reticulum membrane,integral component of membrane,negative regulation of autophagosome assembly,phagocytosis,plasma membrane,post-Golgi vesicle-mediated transport,protein N-terminus binding,protein binding,protein transport,regulation of ER to Golgi vesicle-mediated transport,regulation of protein transport,response to hypoxia,response to toxic substance,retrograde vesicle-mediated transport, Golgi to ER,syntaxin binding,toxin transport,vesicle docking involved in exocytosisA=0, G=31 A=0.0, G=1.0 0.00001 462.166 31 A=0/0, G=9/22

chr4:129867280 A/A T A SNV SCLT1 SCLT1:exonic:NM_144643.3 1 100 16 missense NM_144643.3c.1321A>T p.Ser441Cys 0.01 0.06 112 0.973 0.09(COSM5983423),0.09(COSM5983424)rs10028124 0.3453 YES 6.882E-1 (pos.129867280)squamous_cell_carcinomaSodium channel and clathrin linker 1centriole,centrosome,ciliary basal body-plasma membrane docking,ciliary transition fiber,cilium assembly,clathrin binding,clathrin complex,clustering of voltage-gated sodium channels,cytosol,extracellular exosome,protein C-terminus binding,regulation of molecular function,sodium channel regulator activityLung Diseases;Lung Diseases, Obstructive;Pulmonary Disease, Chronic Obstructive;Respiratory Tract DiseasesT=0, A=104 T=0.0, A=1.0 0.00001 1626.75 104 T=0/0, A=57/47

chr5:112926982 A/G A G SNV YTHDC2 YTHDC2:intronic:NM_022828.4 1 50 intronic NM_022828.4c.4029+41A>Gp.? -1.61 DEAD/DEAH box helicase,Helicase associated domain (HA2),Helicase conserved C-terminal domain,Oligonucleotide/oligosaccharide-binding (OB)-fold,R3H domain,YT521-B-like domainrs2303717 0.4847 YES 3.05E-1 (pos.112926982) YTH domain-containing protein 2ATP binding,ATP-dependent RNA helicase activity,N6-methyladenosine-containing RNA binding,RNA binding,RNA polymerase binding,RNA processing,RNA-dependent ATPase activity,endoplasmic reticulum,nucleic acid binding,positive regulation by host of viral genome replication,protein binding,response to interleukin-1,response to tumor necrosis factorA=13, G=13 A=0.5, G=0.5 0.00001 119.121 26 A=6/7, G=8/5

chr2:238999883 T/C T C SNV

SCLY,UBE2F-

SCLY SCLY:exonic:NM_016510.5, UBE2F-SCLY:exonic_nc:NR_037904.1 1
50

8 synonymous NR_037904.1, NM_016510.5c.933T>C p.(=) -3.36 0.05(COSM149112)Aminotransferase class-Vrs1128552 0.2241 YES 6.228E-2 (pos.238999883)adenocarcinomaSelenocysteine lyaseamino acid binding,catalytic activity,catalytic complex,cellular amino acid metabolic process,cytosol,protein binding,protein homodimerization activity,selenium compound metabolic process,selenocysteine catabolic process,selenocysteine lyase activity,transferase activity,vitamin B6 bindingPyridoxal Phosphate,SeleniumT=20, C=20 T=0.5, C=0.5 0.00001 213.782 40 T=10/10, C=17/3

chr5:114462589 C/C A C SNV TRIM36 TRIM36:intronic:NM_018700.3 1 100 intronic NM_018700.3c.1833-35T>Gp.? -0.18 B-box zinc finger,Fibronectin type III domain,RING-type zinc-finger,Zinc finger, C3HC4 type (RING finger)rs2921623 2.00E-04 1.0 (pos.114462589) Tripartite motif-containing protein 36acrosomal vesicle,acrosome reaction,alpha-tubulin binding,cytoplasm,cytoskeleton,cytosol,extracellular exosome,intracellular,metal ion binding,mitotic cytokinesis,protein binding,protein polyubiquitination,protein ubiquitination,regulation of cell cycle,regulation of microtubule cytoskeleton organization,spindle organization,ubiquitin-protein transferase activity,zinc ion bindingA=0, C=20 A=0.0, C=1.0 0.00001 263.785 20 A=0/0, C=11/9

chr5:114598204 T/T C T SNV PGGT1B PGGT1B:intronic:NM_005023.3 1 100 intronic NM_005023.3c.140+205G>Ap.? -0.08 Prenyltransferase and squalene oxidase repeatrs267307 YES Protein geranylgeranyltransferase type I, beta subunitCAAX-protein geranylgeranyltransferase activity,CAAX-protein geranylgeranyltransferase complex,drug binding,isoprenoid binding,negative regulation of nitric-oxide synthase biosynthetic process,peptide binding,positive regulation of cell cycle,positive regulation of cell proliferation,protein geranylgeranylation,protein geranylgeranyltransferase activity,response to cytokine,zinc ion bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic Diseases2-METHYL-(5-GERANYL-4-METHYL-PENT-3-ENYL)-AMINO-ETHYL-DIPHOSPHATE,4-(5-{4-(3-CHLOROPHENYL)-3-OXOPIPERAZIN-1-YLMETHYL}-1H-IMIDAZOL-1-YL)METHYLBENZONITRILE,Geranylgeranyl diphosphateC=0, T=136 C=0.0, T=1.0 0.00001 2258.86 136 C=0/0, T=87/49

chr3:38739845 G/G A G SNV SCN10A SCN10A:exonic:NM_006514.3 1 100 27 synonymous NM_006514.3c.4866T>C p.(=) 1.31 0.84(COSM6033420)Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs6599242 0.0849 YES 9.703E-1 (pos.38739845) adenocarcinomaSodium channel, voltage-gated, type X, alpha subunitAV node cell action potential,bundle of His cell action potential,clathrin complex,extracellular exosome,ion channel binding,membrane depolarization during action potential,neuronal action potential,odontogenesis of dentin-containing tooth,regulation of atrial cardiac muscle cell membrane depolarization,regulation of cardiac muscle contraction,regulation of heart rate,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sensory perception,sensory perception of pain,sodium ion transmembrane transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexArrhythmias, Cardiac;Atrial Fibrillation;Brugada Syndrome;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythromelalgia;Genetic Diseases, Inborn;Heart Block;Heart Diseases;Hereditary Sensory and Autonomic Neuropathies;Heredodegenerative Disorders, Nervous System;Hyperalgesia;Nervous System Diseases;Nervous System Malformations;Neuralgia;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Pain;Pain Insensitivity, Congenital;Peripheral Nervous System Diseases;Peripheral Vascular Diseases;Polyneuropathies;Sensation Disorders;Somatosensory Disorders;Vascular Diseases;Ventricular FibrillationBenzocaine,Brivaracetam,Bupivacaine,Chloroprocaine,Cinchocaine,Cocaine,Dyclonine,Hexylcaine,Lacosamide,Levobupivacaine,Lidocaine,Mepivacaine,Orphenadrine,Oxybuprocaine,Procaine,Proparacaine,Ropivacaine,Valproic AcidBenign A=0, G=40 A=0.0, G=1.0 0.00001 644.234 40 A=0/0, G=22/18

chr3:38793989 G/A G A SNV SCN10A SCN10A:exonic:NM_006514.3 1 58.33 11 synonymous NM_006514.3c.1476C>T p.(=) -1.29 0.01(COSM3760072)Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs7617919 0.2523 YES 4.016E-1 (pos.38793989) acute_myeloid_leukaemia,adenocarcinomaSodium channel, voltage-gated, type X, alpha subunitAV node cell action potential,bundle of His cell action potential,clathrin complex,extracellular exosome,ion channel binding,membrane depolarization during action potential,neuronal action potential,odontogenesis of dentin-containing tooth,regulation of atrial cardiac muscle cell membrane depolarization,regulation of cardiac muscle contraction,regulation of heart rate,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sensory perception,sensory perception of pain,sodium ion transmembrane transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexArrhythmias, Cardiac;Atrial Fibrillation;Brugada Syndrome;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythromelalgia;Genetic Diseases, Inborn;Heart Block;Heart Diseases;Hereditary Sensory and Autonomic Neuropathies;Heredodegenerative Disorders, Nervous System;Hyperalgesia;Nervous System Diseases;Nervous System Malformations;Neuralgia;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Pain;Pain Insensitivity, Congenital;Peripheral Nervous System Diseases;Peripheral Vascular Diseases;Polyneuropathies;Sensation Disorders;Somatosensory Disorders;Vascular Diseases;Ventricular FibrillationBenzocaine,Brivaracetam,Bupivacaine,Chloroprocaine,Cinchocaine,Cocaine,Dyclonine,Hexylcaine,Lacosamide,Levobupivacaine,Lidocaine,Mepivacaine,Orphenadrine,Oxybuprocaine,Procaine,Proparacaine,Ropivacaine,Valproic AcidBenign G=30, A=42 G=0.4167, A=0.5833 0.00001 464.858 72 G=10/20, A=15/27

chr3:38768300 T/C T C SNV SCN10A SCN10A:exonic:NM_006514.3 1 50 16 missense NM_006514.3c.2884A>G p.Ile962Val 0.05 0.29 29 0.437 0.06(COSM1131456)Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs57326399 0.262 YES 3.919E-1 (pos.38768300) adenocarcinoma,ductal_carcinomaSodium channel, voltage-gated, type X, alpha subunitAV node cell action potential,bundle of His cell action potential,clathrin complex,extracellular exosome,ion channel binding,membrane depolarization during action potential,neuronal action potential,odontogenesis of dentin-containing tooth,regulation of atrial cardiac muscle cell membrane depolarization,regulation of cardiac muscle contraction,regulation of heart rate,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sensory perception,sensory perception of pain,sodium ion transmembrane transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexArrhythmias, Cardiac;Atrial Fibrillation;Brugada Syndrome;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythromelalgia;Genetic Diseases, Inborn;Heart Block;Heart Diseases;Hereditary Sensory and Autonomic Neuropathies;Heredodegenerative Disorders, Nervous System;Hyperalgesia;Nervous System Diseases;Nervous System Malformations;Neuralgia;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Pain;Pain Insensitivity, Congenital;Peripheral Nervous System Diseases;Peripheral Vascular Diseases;Polyneuropathies;Sensation Disorders;Somatosensory Disorders;Vascular Diseases;Ventricular FibrillationBenzocaine,Brivaracetam,Bupivacaine,Chloroprocaine,Cinchocaine,Cocaine,Dyclonine,Hexylcaine,Lacosamide,Levobupivacaine,Lidocaine,Mepivacaine,Orphenadrine,Oxybuprocaine,Procaine,Proparacaine,Ropivacaine,Valproic AcidBenign T=12, C=12 T=0.5, C=0.5 0.00001 106.709 24 T=4/8, C=6/6

chr5:115338732 A/A G A SNV LVRN LVRN:intronic:NM_173800.4 1 100 intronic NM_173800.4c.1897+124G>Ap.? -0.18 ERAP1-like C-terminal domain,Peptidase family M1 domainrs1560080 YES Laeverin aminopeptidase activity,cell-cell signaling,cytoplasm,integral component of membrane,metalloaminopeptidase activity,metallopeptidase activity,peptide binding,peptide catabolic process,plasma membrane,proteolysis,regulation of blood pressure,signal transduction,zinc ion bindingG=0, A=81 G=0.0, A=1.0 0.00001 1309.48 81 G=0/0, A=32/49

chr5:115339086 G/G A G SNV LVRN LVRN:intronic:NM_173800.4 1 100 intronic NM_173800.4c.2037+9A>Gp.? -1.02 ERAP1-like C-terminal domain,Peptidase family M1 domainrs6594929 0.168 YES 7.825E-1 (pos.115339086) Laeverin aminopeptidase activity,cell-cell signaling,cytoplasm,integral component of membrane,metalloaminopeptidase activity,metallopeptidase activity,peptide binding,peptide catabolic process,plasma membrane,proteolysis,regulation of blood pressure,signal transduction,zinc ion bindingA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=15/7

chr5:115351150 G/G T G SNV LVRN LVRN:intronic:NM_173800.4 1 100 intronic NM_173800.4c.2618+34T>Gp.? -0.17 ERAP1-like C-terminal domain,Peptidase family M1 domainrs10214076 0.3981 YES 7.018E-1 (pos.115351150) Laeverin aminopeptidase activity,cell-cell signaling,cytoplasm,integral component of membrane,metalloaminopeptidase activity,metallopeptidase activity,peptide binding,peptide catabolic process,plasma membrane,proteolysis,regulation of blood pressure,signal transduction,zinc ion bindingT=0, G=50 T=0.0, G=1.0 0.00001 852.739 50 T=0/0, G=33/17

chr5:115389626 A/C A C SNV ARL14EPL ARL14EPL:intronic:NM_001195581.1 1 58.33 intronic NM_001195581.1c.97-85A>C p.? 0.31 ARF7 effector protein C-terminusrs954763 YES A=20, C=28 A=0.4167, C=0.5833 0.00001 343.434 48 A=9/11, C=19/9

chr5:115394357 C/C T C SNV ARL14EPL ARL14EPL:intronic:NM_001195581.1 1 100 intronic NM_001195581.1c.237-65T>Cp.? -3.51 ARF7 effector protein C-terminusrs6860908 T=0, C=58 T=0.0, C=1.0 0.00001 867.367 58 T=0/0, C=33/25

chr3:38945560 G/G A G SNV SCN11A SCN11A:exonic:NM_014139.2 1 100 12 synonymous NM_014139.2c.1638T>C p.(=) -0.52 0.1(COSM4002675)Ion transport protein,Sodium ion transport-associatedrs4073113 0.3495 YES 6.34E-1 (pos.38945560) acute_myeloid_leukaemiaSodium channel, voltage-gated, type XI, alpha subunitC-fiber,extracellular exosome,membrane depolarization during action potential,neuronal action potential,plasma membrane,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,regulation of sensory perception of pain,response to drug,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexCardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Erythromelalgia;Genetic Diseases, Inborn;Hereditary Sensory and Autonomic Neuropathies;Heredodegenerative Disorders, Nervous System;Hyperalgesia;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Pain;Pain Insensitivity, Congenital;Peripheral Nervous System Diseases;Peripheral Vascular Diseases;Polyneuropathies;Sensation Disorders;Somatosensory Disorders;Vascular DiseasesBrivaracetam,Cocaine,Valproic Acid,ZonisamideBenign A=0, G=61 A=0.0, G=1.0 0.00001 921.849 61 A=0/0, G=25/36

chr17:62018773 C/C T C SNV SCN4A SCN4A:exonic:NM_000334.4 1 100 24 synonymous NM_000334.4c.4869A>G p.(=) -8.06 0.01(COSM5426208)IQ calmodulin-binding motif,Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs2070720 0.3529 YES 4.229E-1 (pos.62018773) acute_myeloid_leukaemiaSodium channel, voltage-gated, type IV, alpha polypeptideintegral component of plasma membrane,membrane depolarization during action potential,muscle contraction,neuronal action potential,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Hypokalemic Periodic Paralysis;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Muscular Diseases;Musculoskeletal Diseases;Myasthenic Syndromes, Congenital;Myotonia;Myotonia Congenita;Myotonic Disorders;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Junction Diseases;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Paralyses, Familial Periodic;Paralysis, Hyperkalemic PeriodicBrivaracetam,Diclofenac,Flecainide,Propofol,Valproic Acid,ZonisamideBenign T=0, C=77 T=0.0, C=1.0 0.00001 1229.44 77 T=0/0, C=27/50

chr5:115827356 C/T C T SNV SEMA6A SEMA6A:intronic:NM_020796.4 1 45.83 intronic NM_020796.4c.535+80G>Ap.? -2.63 Plexin repeat,Sema domainrs154599 YES Semaphorin 6Aanimal organ morphogenesis,apoptotic process,axon,axon guidance,cell surface receptor signaling pathway,centrosome localization,cytoskeleton organization,integral component of membrane,integral component of plasma membrane,nervous system development,neuron migration,positive regulation of neuron migration,protein binding,semaphorin receptor binding,semaphorin-plexin signaling pathway,transmembrane signaling receptor activityC=13, T=11 C=0.5417, T=0.4583 0.00001 93.4319 24 C=5/8, T=2/9

chr5:118556350 T/T C T SNV DMXL1 DMXL1:intronic:NM_005509.5 1 100 intronic NM_005509.5c.8072+62C>Tp.? 0.01 RAVE protein 1 C terminal,WD domain, G-beta repeatrs2271059 YES DMX-like 1 RAVE complex,vacuolar acidification,vacuolar proton-transporting V-type ATPase complex assemblyAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Glioma;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neuroectodermal Tumors;TauopathiesC=0, T=72 C=0.0, T=1.0 0.00001 1130.87 72 C=0/0, T=47/25

chr17:62020348 C/C T C SNV SCN4A SCN4A:exonic:NM_000334.4 1 100 23 missense NM_000334.4c.4126A>G p.Asn1376Asp 4.8 1 23 0 0.28(COSM148318)IQ calmodulin-binding motif,Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs2058194 0.4681 YES 5.118E-1 (pos.62020348) acute_myeloid_leukaemia,adenocarcinomaSodium channel, voltage-gated, type IV, alpha polypeptideintegral component of plasma membrane,membrane depolarization during action potential,muscle contraction,neuronal action potential,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Hypokalemic Periodic Paralysis;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Muscular Diseases;Musculoskeletal Diseases;Myasthenic Syndromes, Congenital;Myotonia;Myotonia Congenita;Myotonic Disorders;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Junction Diseases;Neuromuscular Manifestations;Nutritional and Metabolic Diseases;Paralyses, Familial Periodic;Paralysis, Hyperkalemic PeriodicBrivaracetam,Diclofenac,Flecainide,Propofol,Valproic Acid,ZonisamideBenign T=0, C=45 T=0.0, C=1.0 0.00001 747.354 45 T=0/0, C=25/20

chr3:38674712 C/C T C SNV SCN5A SCN5A:exonic:NM_001160161.1 1 100 2 synonymous NM_001160161.1c.87A>G p.(=) -4.41 Cytoplasmic domain of voltage-gated Na+ ion channel,IQ calmodulin-binding motif,Ion transport protein,Polycystin cation channel,Sodium ion transport-associatedrs6599230,rs794728905 0.1928 YES 6.902E-1 (pos.38674712) Sodium channel, voltage-gated, type V, alpha polypeptideAV node cell action potential,AV node cell to bundle of His cell communication,SA node cell action potential,T-tubule,Z disc,ankyrin binding,atrial cardiac muscle cell action potential,brainstem development,bundle of His cell action potential,calmodulin binding,cardiac conduction,cardiac muscle cell action potential involved in contraction,cardiac muscle contraction,cardiac ventricle development,caveola,cell surface,cellular response to calcium ion,cerebellum development,endoplasmic reticulum,enzyme binding,fibroblast growth factor binding,integral component of membrane,intercalated disc,intracellular,ion channel activity,ion channel binding,ion transmembrane transport,lateral plasma membrane,membrane depolarization,membrane depolarization during AV node cell action potential,membrane depolarization during Purkinje myocyte cell action potential,membrane depolarization during SA node cell action potential,membrane depolarization during action potential,membrane depolarization during atrial cardiac muscle cell ACMG Recommendations...;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Arrhythmia, Sinus;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Atrial Fibrillation;Brugada Syndrome;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Death, Sudden, Cardiac;Genetic Diseases, Inborn;Heart Arrest;Heart Block;Heart Defects, Congenital;Heart Diseases;Heart Valve Diseases;Long QT Syndrome;Romano-Ward Syndrome;Sick Sinus Syndrome;Tachycardia;Tachycardia, Ventricular;Torsades de Pointes;Ventricular FibrillationAjmaline,Aprindine,Benzonatate,Brivaracetam,Carbamazepine,Cinchocaine,Cocaine,Disopyramide,Encainide,Ethotoin,Flecainide,Fosphenytoin,Hexylcaine,Indecainide,Lidocaine,Mephenytoin,Mexiletine,Moricizine,Oxcarbazepine,Phenytoin,Prilocaine,Procainamide,Propafenone,Quinidine,Quinidine barbiturate,Ranolazine,Riluzole,Tocainide,Valproic Acid,Verapamil,Vernakalant,ZonisamideBenign/Likely benignT=0, C=31 T=0.0, C=1.0 0.00001 464.11 31 T=0/0, C=15/16

chr5:1212615 G/A G A SNV SLC6A19 SLC6A19:intronic:NM_001003841.2 1 57.89 intronic NM_001003841.2c.663+16G>Ap.? -1.72 Sodium:neurotransmitter symporter familyrs75252137 0.0726 YES 1.12E-1;0.0 (pos.1212615) Solute carrier family 6 (neurotransmitter transporter), member 19amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,brush border membrane,extracellular exosome,integral component of membrane,integral component of plasma membrane,neurotransmitter transport,neurotransmitter:sodium symporter activity,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membrane,response to nutrient,transmembrane transportAmino Acid Metabolism, Inborn Errors;Amino Acid Transport Disorders, Inborn;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hartnup Disease;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Renal Aminoacidurias;Renal Tubular Transport, Inborn Errors;Urolithiasis;Urologic DiseasesG=24, A=33 G=0.4211, A=0.5789 0.00001 342.316 57 G=15/9, A=17/16

chr5:121726714 A/A G A SNV SNCAIP SNCAIP:intronic:NM_005460.3 1 100 intronic NM_005460.3c.-45-70G>Ap.? -0.24 Ankyrin repeat,Ankyrin repeats (3 copies),Synphilin-1 alpha-Synuclein-binding domainrs1946649 YES Synuclein-alpha-interacting protein (synphilin 1)cell death,cellular protein metabolic process,cytoplasm,cytoplasmic ribonucleoprotein granule,cytosol,dopamine metabolic process,identical protein binding,neuronal cell body,nucleoplasm,presynaptic membrane,protein binding,regulation of inclusion body assembly,regulation of neurotransmitter secretion,synaptic vesicle,ubiquitin protein ligase bindingG=0, A=43 G=0.0, A=1.0 0.00001 705.839 43 G=0/0, A=27/16

chr5:1225564 C/C T C SNV

SLC6A18,SL

C6A19 SLC6A19:downstream:NM_001003841.2, SLC6A18:utr_5:NM_182632.21
100

intronic NM_001003841.2, NM_182632.2c.*3545T>C, c.-29T>Cp.?, p.? -4.83 Sodium:neurotransmitter symporter familyrs7728646 0.2209 YES 5.893E-1 (pos.1225564) Solute carrier family 6 (neurotransmitter transporter), member 18,Solute carrier family 6 (neurotransmitter transporter), member 19amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,brush border membrane,extracellular exosome,integral component of membrane,integral component of plasma membrane,neurotransmitter transport,neurotransmitter:sodium symporter activity,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membrane,response to nutrient,transmembrane transport,transport,transporter activityAmino Acid Metabolism, Inborn Errors;Amino Acid Transport Disorders, Inborn;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hartnup Disease;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Renal Aminoacidurias;Renal Tubular Transport, Inborn Errors;Urolithiasis;Urologic Diseases;Vascular DiseasesT=0, C=38 T=0.0, C=1.0 0.00001 603.78 38 T=0/0, C=28/10

chr2:167334085 T/T G T SNV SCN7A SCN7A:exonic:NM_002976.3 1 100 2 missense NM_002976.3c.122C>A p.Thr41Asn -0.62 1 65 0 0.01(COSM4001301),0.01(COSM4001302)Ion transport protein,Sodium ion transport-associatedrs7565062 0.3211 YES 7.236E-1 (pos.167334085)acute_myeloid_leukaemia,carcinoma,ductal_carcinomaSodium channel, voltage-gated, type VII, alpha polypeptideglial cell projection,membrane depolarization during action potential,muscle contraction,neuronal action potential,plasma membrane,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sodium ion homeostasis,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersBrivaracetam,Valproic AcidG=0, T=21 G=0.0, T=1.0 0.00001 281.172 21 G=0/0, T=12/9

chr12:52184271 C/C T C SNV SCN8A SCN8A:exonic:NM_014191.3 1 100 25 synonymous NM_014191.3c.4509T>C p.(=) -0.85 0.08(COSM4147172),0.08(COSM4147173)Cytoplasmic domain of voltage-gated Na+ ion channel,IQ calmodulin-binding motif,Ion transport protein,Sodium ion transport-associatedrs303815 0.2528 YES 5.779E-1 (pos.52184271) neoplasm Sodium channel, voltage gated, type VIII, alpha polypeptideATP binding,Z disc,axon initial segment,cytoplasmic vesicle,integral component of membrane,ion channel activity,ion transmembrane transport,membrane depolarization during action potential,myelination,nervous system development,neuronal action potential,node of Ranvier,peripheral nervous system development,plasma membrane,protein binding,regulation of ion transmembrane transport,regulation of postsynaptic membrane potential,sodium ion transmembrane transport,sodium ion transport,voltage-gated sodium channel activity,voltage-gated sodium channel complexAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Dyskinesias;Epilepsy;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neuralgia;Neuralgia, Postherpetic;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Pain;Peripheral Nervous System Diseases;Status Epilepticus;TremorBrivaracetam,Tetrodotoxin,Valproic AcidBenign/Likely benignT=0, C=22 T=0.0, C=1.0 0.00001 297.499 22 T=0/0, C=10/12

chr8:144885580 G/G A G SNV SCRIB SCRIB:exonic:NM_182706.4 1 100 24 synonymous NM_182706.4c.3576T>C p.(=) -0.36 0.09(COSM3763100),0.09(COSM3763101)Leucine rich repeat,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs13281371 0.0882 YES 9.743E-1 (pos.144885580)adenocarcinoma,neoplasmScribble, Drosophila, homolog ofGDP metabolic process,GMP metabolic process,Scrib-APC-beta-catenin complex,activation of GTPase activity,apoptotic process involved in morphogenesis,astrocyte cell migration,auditory receptor cell stereocilium organization,basolateral plasma membrane,cadherin binding,cell junction,cell leading edge,cell migration,cell proliferation,cell-cell adherens junction,cell-cell adhesion,cell-cell contact zone,cell-cell junction,chemical synaptic transmission,cochlear nucleus development,establishment of apical/basal cell polarity,establishment or maintenance of epithelial cell apical/basal polarity,extracellular exosome,guanylate kinase activity,ionotropic glutamate receptor binding,ionotropic glutamate receptor complex,lamellipodium,mammary gland duct morphogenesis,myelin sheath abaxonal region,negative regulation of mitotic cell cycle,neural tube closure,neurotransmitter receptor transport postsynaptic membrane to endosome,neurotransmitter receptor transport, endosome to postsynaptic membrane,nucleoplasm,plasma membA=0, G=38 A=0.0, G=1.0 0.00001 603.776 38 A=0/0, G=21/17

chr2:175292580 TTCAAATTTATCAG/TTTCAAATTTATCAGT INDEL SCRN3 SCRN3:exonic:NM_024583.4 13 50 8 frameshiftDeletion NM_024583.4c.1251_1263delTTTATCAGTCAAAp.Asn417fs 6.47, 0.85, 2.45, 0.44, 1.22, 3.59, 2.58, 2.68, 4.36, 5.15, 0.85, -0.08, -0.09, -0.11Peptidase family C69rs145699077,rs760782962,rs772817036,rs790385550.329 YES 0.0 (pos.175292591),0.0 (pos.175292593),2.081E-1 (pos.175292580)acute_myeloid_leukaemia,adenocarcinoma,astrocytoma_Grade_IV,carcinoma,ductal_carcinomaSecernin 3 dipeptidase activity,exocytosis,proteolysis TTCAAATTTATCAG=23, T=23TTCAAATTTATCAG=0.5, T=0.50.00001 258.01 46 TTCAAATTTATCAG=7/16, T=10/13

chr2:120199140 A/G A G SNV SCTR SCTR:exonic:NM_002980.2 1 45.83 12 synonymous NM_002980.2c.1176T>C p.(=) -1.52 7 transmembrane receptor (Secretin family),Hormone receptor domainrs1126839 0.1286 YES 9.106E-1 (pos.120199140) Secretin receptorG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,cytoplasmic microtubule,digestion,excretion,integral component of membrane,integral component of plasma membrane,plasma membrane,secretin receptor activitySecretin A=13, G=11 A=0.5417, G=0.4583 0.00001 93.4361 24 A=10/3, G=10/1

chr5:122685801 A/A G A SNV CEP120 CEP120:intronic:NM_153223.3 1 100 intronic NM_153223.3c.2581-18C>Tp.? 0.52 C2 domain,Cep120 proteinrs485847 YES 1.0 (pos.122685801) Centrosomal protein, 120kDastral microtubule organization,centriole,centrosome,centrosome cycle,cerebral cortex development,interkinetic nuclear migration,neurogenesis,positive regulation of centrosome duplication,positive regulation of cilium assembly,protein C-terminus binding,protein binding,regulation of protein localizationAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Genetic Diseases, Inborn;Musculoskeletal Diseases;Osteochondrodysplasias;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesG=0, A=93 G=0.0, A=1.0 0.00001 1555.33 93 G=0/0, A=61/32

chr5:1232491 C/C G C SNV SLC6A18 SLC6A18:intronic:NM_182632.2 1 100 intronic NM_182632.2c.301+17G>Cp.? -0.21 Sodium:neurotransmitter symporter familyrs4975623 0.0789 YES 6.33E-1;0.0 (pos.1232491) Solute carrier family 6 (neurotransmitter transporter), member 18amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,integral component of plasma membrane,neurotransmitter transport,neurotransmitter:sodium symporter activity,plasma membrane,transport,transporter activityCardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Renal Tubular Transport, Inborn Errors;Urologic Diseases;Vascular DiseasesG=0, C=32 G=0.0, C=1.0 0.00001 485.141 32 G=0/0, C=11/21

chr11:9052423 C/C A C SNV SCUBE2 SCUBE2:exonic:NM_020974.2 1 100 17 missense NM_020974.2c.2052T>G p.His684Gln 0.31 1 24 0 CUB domain,Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,EGF domain,EGF-like domain,Human growth factor-like EGF,Putative ephrin-receptor likers7395988 1.00E-04 1.0 (pos.9052423) Signal peptide-, CUB domain-, and EGF-like domains-containing protein 2calcium ion binding,cell differentiation,cell surface,extracellular region,extracellular space,lipid binding,multicellular organism development,signal transductionA=0, C=29 A=0.0, C=1.0 0.00001 427.6 29 A=0/0, C=6/23

chr4:76878688 A/A G A SNV SDAD1 SDAD1:exonic:NM_018115.3 1 100 19 synonymous NM_018115.3c.1752C>T p.(=) 2.57 0.93(COSM5425579)NUC130/3NT domain,SDA1rs2242470 0.2487 YES 3.803E-1 (pos.76878688) acute_myeloid_leukaemia actin cytoskeleton organization,intracellular,molecular_function,nucleolus,nucleus,ribosomal large subunit biogenesis,ribosomal large subunit export from nucleusG=0, A=50 G=0.0, A=1.0 0.00001 852.748 50 G=0/0, A=26/24

chr2:20403794 T/T A T SNV SDC1 SDC1:exonic:NM_002997.4 1 100 3 missense NM_002997.4c.407T>A p.Leu136Gln -0.84 0.48 113 0 Syndecan domainrs10205485 2.00E-04 YES 1.0 (pos.20403794) Syndecan 1 Golgi lumen,Sertoli cell development,canonical Wnt signaling pathway,cell migration,cell surface,external side of plasma membrane,extracellular exosome,glycosaminoglycan biosynthetic process,glycosaminoglycan catabolic process,glycosaminoglycan metabolic process,identical protein binding,inflammatory response,integral component of plasma membrane,leukocyte migration,lysosomal lumen,membrane,myoblast development,odontogenesis,plasma membrane,positive regulation of exosomal secretion,positive regulation of extracellular exosome assembly,protein C-terminus binding,protein binding,protein complex,response to cAMP,response to calcium ion,response to glucocorticoid,response to hydrogen peroxide,response to toxic substance,retinoid metabolic process,striated muscle cell development,ureteric bud development,wound healingNutritional and Metabolic Diseases A=0, T=20 A=0.0, T=1.0 0.00001 263.783 20 A=0/0, T=11/9

chr5:231111 C/C T C SNV SDHA SDHA:exonic:NM_004168.3 1 100 7 synonymous NM_004168.3c.891T>C p.(=) 1.29 0.24(COSM4159838)FAD binding domain,Fumarate reductase flavoprotein C-termrs1126417 0.2418 YES 3.281E-1 (pos.231111) neoplasm Succinate dehydrogenase complex, subunit A, flavoproteinanaerobic respiration,electron transfer activity,electron transport chain,flavin adenine dinucleotide binding,mitochondrial electron transport, succinate to ubiquinone,mitochondrial inner membrane,mitochondrial respiratory chain complex II, succinate dehydrogenase complex (ubiquinone),mitochondrion,myelin sheath,nervous system development,nucleolus,oxidation-reduction process,oxidoreductase activity,plasma membrane succinate dehydrogenase complex,protein binding,respiratory electron transport chain,succinate dehydrogenase (ubiquinone) activity,succinate dehydrogenase activity,succinate metabolic process,tricarboxylic acid cycleArthritis;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Central Nervous System Diseases;Chondroma;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Gastrointestinal Stromal Tumors;Genetic Diseases, Inborn;Heart Diseases;Joint Diseases;Leigh Disease;Leiomyosarcoma;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Germ Cell and Embryonal;Neoplasms, Muscle Tissue;Neoplasms, Nerve Tissue;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Nutritional and Metabolic Diseases;Osteoarthritis;Paragangliom2-Hexyloxy-6-Hydroxymethyl-Tetrahydro-Pyran-3,4,5-Triol,Carboxin,Succinic acid,Thenoyltrifluoroacetone,UBIQUINONE-1Benign/Likely benignT=0, C=75 T=0.0, C=1.0 0.00001 1181.48 75 T=0/0, C=46/29

chr1:17380497 T/T G T SNV SDHB SDHB:exonic:NM_003000.2 1 100 1 synonymous NM_003000.2c.18C>A p.(=) -1.75 2Fe-2S iron-sulfur cluster binding domain,4Fe-4S dicluster domainrs2746462 0.027 YES 9.986E-1;0.0 (pos.17380497) Succinate dehydrogenase complex, subunit B, iron sulfur (Ip)2 iron, 2 sulfur cluster binding,3 iron, 4 sulfur cluster binding,4 iron, 4 sulfur cluster binding,aerobic respiration,electron transfer activity,electron transport chain,extracellular exosome,metal ion binding,mitochondrial inner membrane,mitochondrial membrane,mitochondrial respiratory chain complex II, succinate dehydrogenase complex (ubiquinone),mitochondrion,nucleoplasm,plasma membrane,protein binding,respiratory electron transport chain,succinate dehydrogenase (ubiquinone) activity,succinate metabolic process,tricarboxylic acid cycle,ubiquinone bindingACMG Recommendations...;Chondroma;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Gastrointestinal Stromal Tumors;Genetic Diseases, Inborn;Hamartoma;Hamartoma Syndrome, Multiple;Leiomyosarcoma;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Germ Cell and Embryonal;Neoplasms, Multiple Primary;Neoplasms, Muscle Tissue;Neoplasms, Nerve Tissue;Neoplastic Syndromes, Hereditary;Neuroectodermal Tumors;Neuroendocrine Tumors;Nutritional and Metabolic Diseases;Paraganglioma;Paraganglioma, Extra-Adrenal;Pheochromocytoma;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Sarcoma;Stomach Diseases;Stomach Neoplasms;Thoracic Neoplasms2-Hexyloxy-6-Hydroxymethyl-Tetrahydro-Pyran-3,4,5-Triol,Succinic acid,UBIQUINONE-1Benign G=0, T=27 G=0.0, T=1.0 0.00001 389.988 27 G=0/0, T=11/16

chr7:4116665 G/A G A SNV SDK1 SDK1:exonic:NM_152744.3 1 53.49 21 missense NM_152744.3c.3046G>A p.Asp1016Asn 2 1 23 0.778 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs11978101 0.2826 YES 7.785E-2 (pos.4116665) Sidekick, Drosophila, homolog of, 1behavioral response to cocaine,cell junction,cell-cell junction organization,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,plasma membrane,regulation of dendritic spine development,retina layer formation,synapse,synapse assemblyG=20, A=23 G=0.4651, A=0.5349 0.00001 260.993 43 G=9/11, A=16/7

chr17:71503636 C/C T C SNV SDK2 SDK2:exonic:NM_001144952.1 1 100 2 synonymous NM_001144952.1c.165A>G p.(=) -0.53 0.17(COSM6352249),0.17(COSM6352250)Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs9895895 0.3347 YES 4.758E-1 (pos.71503636) carcinoma Sidekick, Drosophila, homolog of, 2camera-type eye photoreceptor cell differentiation,cell junction,cell-cell junction organization,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,plasma membrane,retina layer formation,synapse,synapse assemblyAnxiety Disorders;Mental Disorders;Panic DisorderT=0, C=53 T=0.0, C=1.0 0.00001 782.028 53 T=0/0, C=25/28

chr17:75190846 C/C A C SNV SEC14L1 SEC14L1:exonic:NM_003003.3 1 100 7 missense NM_003003.3c.562A>C p.Thr188Pro 0.84 0.43 38 0 CRAL/TRIO domain,CRAL/TRIO, N-terminal domain,PRELI-like familyrs673918 0 1.0 (pos.75190846) Golgi apparatus,RIG-I binding,choline transport,cytoplasm,innate immune response,integral component of membrane,molecular function regulator,negative regulation of RIG-I signaling pathway,protein binding,regulation of molecular function,transportA=0, C=25 A=0.0, C=1.0 0.00001 350.064 25 A=0/0, C=12/13

chr22:30864610 G/G A G SNV SEC14L3 SEC14L3:exonic:NM_174975.4 1 100 5 missense NM_174975.4c.308T>C p.Ile103Thr 7.4 0.06 89 0.001 0.98(COSM4002142),0.98(COSM4002143),0.98(COSM4418232),0.98(COSM4418233),0.98(COSM6353541)CRAL/TRIO domainrs4820853 0.3345 YES 4.469E-1 (pos.30864610) acute_myeloid_leukaemia,carcinoma,ductal_carcinomaSec14-like 3 extracellular exosome,integral component of membrane,intracellular,lipid binding,transport,transporter activityVitamin E A=0, G=48 A=0.0, G=1.0 0.00001 810.223 48 A=0/0, G=22/26

chr22:30934816 T/C T C SNV SEC14L6 SEC14L6:exonic:NM_001193336.3 1 59.18 2 missense NM_001193336.3c.128A>G p.Gln43Arg 0.39 1 43 0 0.07(COSM4156142),0.07(COSM4156143)CRAL/TRIO domain,Divergent CRAL/TRIO domainrs5753190 YES 6.303E-1 (pos.30934816) neoplasm,squamous_cell_carcinomaintegral component of membrane,intracellular,transport,transporter activityT=20, C=29 T=0.4082, C=0.5918 0.00001 360.521 49 T=7/13, C=18/11

chr4:83788344 T/T A T SNV SEC31A SEC31A:exonic:NM_001318120.1 1 100 11 synonymous NM_001318120.1c.1008T>A p.(=) -0.3 Sec23-binding domain of Sec16rs2045478 1.00E-04 1.0 (pos.83788344) Sec31, yeast, homolog of, ACOPII vesicle coat,COPII vesicle coating,COPII-coated ER to Golgi transport vesicle,ER to Golgi transport vesicle membrane,ER to Golgi vesicle-mediated transport,Golgi membrane,IRE1-mediated unfolded protein response,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide antigen via MHC class I,calcium-dependent protein binding,cargo loading into COPII-coated vesicle,cytoplasm,cytosol,endoplasmic reticulum,endoplasmic reticulum exit site,endoplasmic reticulum membrane,intracellular membrane-bounded organelle,perinuclear region of cytoplasm,protein binding,protein transport,response to calcium ion,vesicle coatHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeA=0, T=59 A=0.0, T=1.0 0.00001 885.368 59 A=0/0, T=32/27

chr5:131822072 A/G A G SNV IRF1 IRF1:intronic:NM_002198.2 1 56 intronic NM_002198.2c.545-7T>C p.? 0.12 Interferon regulatory factor transcription factorrs2070724 0.3203 YES 3.431E-1 (pos.131822072) Interferon regulatory factor-1CD8-positive, alpha-beta T cell differentiation,DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,apoptotic process,blood coagulation,cell cycle arrest,cellular response to interferon-beta,cellular response to mechanical stimulus,cytoplasm,cytosol,defense response to virus,interferon-gamma-mediated signaling pathway,negative regulation of cell proliferation,negative regulation of regulatory T cell differentiation,negative regulation of transcription, DNA-templated,nuclear chromatin,nucleoplasm,nucleus,positive regulation of interferon-beta production,positive regulation of interleukin-12 biosynthetic process,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,positive regulation of type I interferon production,protein binding,regulation of CD8-positive, alpha-beta T cell proliferation,regulation of MyD88-dependent toll-like receptor signaling pathway,regulationAnemia;Anemia, Macrocytic;Brain Diseases;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Lung Diseases;Lung Neoplasms;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Stomach Diseases;Stomach Neoplasms;Stroke;Thoracic Neoplasms;Vascular DiseasesA=11, G=14 A=0.44, G=0.56 0.00001 134.331 25 A=6/5, G=7/7

chr5:131822133 T/C T C SNV IRF1 IRF1:intronic:NM_002198.2 1 50 intronic NM_002198.2c.545-68A>Gp.? -0.64 Interferon regulatory factor transcription factorrs765689655,rs9282763 YES 0.0 (pos.131822132),3.439E-1 (pos.131822133)Interferon regulatory factor-1CD8-positive, alpha-beta T cell differentiation,DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,apoptotic process,blood coagulation,cell cycle arrest,cellular response to interferon-beta,cellular response to mechanical stimulus,cytoplasm,cytosol,defense response to virus,interferon-gamma-mediated signaling pathway,negative regulation of cell proliferation,negative regulation of regulatory T cell differentiation,negative regulation of transcription, DNA-templated,nuclear chromatin,nucleoplasm,nucleus,positive regulation of interferon-beta production,positive regulation of interleukin-12 biosynthetic process,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,positive regulation of type I interferon production,protein binding,regulation of CD8-positive, alpha-beta T cell proliferation,regulation of MyD88-dependent toll-like receptor signaling pathway,regulationAnemia;Anemia, Macrocytic;Brain Diseases;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Lung Diseases;Lung Neoplasms;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Stomach Diseases;Stomach Neoplasms;Stroke;Thoracic Neoplasms;Vascular DiseasesT=15, C=15 T=0.5, C=0.5 0.00001 145.021 30 T=4/11, C=6/9

chr5:131822224 T/C T C SNV IRF1 IRF1:intronic:NM_002198.2 1 50 intronic NM_002198.2c.544+25A>Gp.? -0.83 Interferon regulatory factor transcription factorrs9282761 0.3281 YES 3.488E-1 (pos.131822224) Interferon regulatory factor-1CD8-positive, alpha-beta T cell differentiation,DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,apoptotic process,blood coagulation,cell cycle arrest,cellular response to interferon-beta,cellular response to mechanical stimulus,cytoplasm,cytosol,defense response to virus,interferon-gamma-mediated signaling pathway,negative regulation of cell proliferation,negative regulation of regulatory T cell differentiation,negative regulation of transcription, DNA-templated,nuclear chromatin,nucleoplasm,nucleus,positive regulation of interferon-beta production,positive regulation of interleukin-12 biosynthetic process,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,positive regulation of type I interferon production,protein binding,regulation of CD8-positive, alpha-beta T cell proliferation,regulation of MyD88-dependent toll-like receptor signaling pathway,regulationAnemia;Anemia, Macrocytic;Brain Diseases;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Lung Diseases;Lung Neoplasms;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Stomach Diseases;Stomach Neoplasms;Stroke;Thoracic Neoplasms;Vascular DiseasesT=15, C=15 T=0.5, C=0.5 0.00001 145.021 30 T=3/12, C=5/10

chr5:131995843 C/C T C SNV IL13 IL13:intronic:NM_002188.2 1 100 intronic NM_002188.2c.334-24T>Cp.? -0.82 Interleukin-13rs1295686 0.2005 YES 6.752E-1 (pos.131995843) Interleukin-13cell-cell signaling,cellular response to cytokine stimulus,cellular response to mechanical stimulus,cytokine activity,cytokine receptor binding,cytoplasm,external side of plasma membrane,extracellular region,extracellular space,immune response,inflammatory response,interleukin-13 receptor binding,microglial cell activation,movement of cell or subcellular component,negative regulation of NAD(P)H oxidase activity,negative regulation of complement-dependent cytotoxicity,negative regulation of endothelial cell apoptotic process,negative regulation of lung ciliated cell differentiation,negative regulation of neuron death,negative regulation of transforming growth factor beta production,positive regulation of B cell proliferation,positive regulation of connective tissue growth factor production,positive regulation of immunoglobulin production,positive regulation of lung goblet cell differentiation,positive regulation of macrophage activation,positive regulation of mast cell degranulation,positive regulation of pancAdenocarcinoma;Arthritis;Arthritis, Experimental;Asthma;Autistic Disorder;Autoimmune Diseases;Bronchial Diseases;Bronchial Hyperreactivity;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatitis;Dermatitis, Atopic;Digestive System Diseases;Drug Hypersensitivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hemic and Lymphatic Diseases;Hepatitis;Hepatitis, Autoimmune;Hepatitis, Chronic;Hodgkin Disease;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Immunoproliferative Disorders;Joint Diseases;Kidney Diseases;Kidney Neoplasms;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Lymphatic Diseases;Lymphoma;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neurodevelopmental DisordCintredekin Besudotox,LebrikizumabT=0, C=32 T=0.0, C=1.0 0.00001 485.14 32 T=0/0, C=24/8

chr6:108233929 A/A G A SNV SEC63 SEC63:exonic:NM_007214.4 1 100 6 synonymous NM_007214.4c.564C>T p.(=) 0.51 DnaJ domain,Sec63 Brl domainrs675117 0.1373 YES 7.208E-1 (pos.108233929) Sec63, S. cerevisiae, homolog ofIRE1-mediated unfolded protein response,RNA binding,SRP-dependent cotranslational protein targeting to membrane,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,liver development,membrane,multicellular organism aging,nitrogen compound metabolic process,posttranslational protein targeting to endoplasmic reticulum membrane,posttranslational protein targeting to membrane, translocation,protein binding,protein targeting to membrane,protein transporter activity,receptor activity,renal system developmentCysts;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Diseases, Cystic;Liver Diseases;Male Urogenital Diseases;Neoplasms;Polycystic Kidney Diseases;Urologic DiseasesBenign G=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=17/6

chr5:132039132 A/A C A SNV KIF3A KIF3A:intronic:NM_007054.6 1 100 intronic NM_007054.6c.1385+23G>Tp.? -0.39 Kinesin motor domain,Microtubule bindingrs2285700 0.2593 YES 1.484E-1 (pos.132039132) Kinesin family member 3AATP binding,ATP-dependent microtubule motor activity, plus-end-directed,Rab GTPase binding,anterior/posterior pattern specification,antigen processing and presentation of exogenous peptide antigen via MHC class II,axon cytoplasm,axoneme,centriole,centriole-centriole cohesion,centrosome,ciliary tip,cilium,cilium assembly,cytosol,dentate gyrus development,dorsal/ventral neural tube patterning,epidermal stem cell homeostasis,epidermis development,extracellular exosome,heart looping,in utero embryonic development,inner ear receptor stereocilium organization,intraciliary transport involved in cilium assembly,intraciliary transport particle,kidney development,kinesin II complex,kinesin binding,microtubule,microtubule anchoring at centrosome,microtubule binding,microtubule cytoskeleton,microtubule motor activity,microtubule-based movement,motile cilium,motile cilium assembly,neural precursor cell proliferation,neurogenesis,neuronal cell body,non-motile cilium assembly,organelle organization,photoreceptor connecting Asthma;Bone Diseases;Bone Diseases, Developmental;Bronchial Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dermatitis;Dermatitis, Atopic;Genetic Diseases, Inborn;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Limb Deformities, Congenital;Lung Diseases;Lung Diseases, Obstructive;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Polydactyly;Respiratory Hypersensitivity;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesC=0, A=67 C=0.0, A=1.0 0.00001 1038.86 67 C=0/0, A=25/42

chr6:108243115 T/TGGG T TGGG INDEL SEC63 SEC63:splicesite_3:NM_007214.4 3 100 4 splicesite NM_007214.4c.340-2A>CCCAp.? 7.34 DnaJ domain,Sec63 Brl domainrs142388422,rs866934133 YES 4.879E-1;1.066E-3;1.333E-4;0.0 (pos.108243115)Sec63, S. cerevisiae, homolog ofIRE1-mediated unfolded protein response,RNA binding,SRP-dependent cotranslational protein targeting to membrane,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,liver development,membrane,multicellular organism aging,nitrogen compound metabolic process,posttranslational protein targeting to endoplasmic reticulum membrane,posttranslational protein targeting to membrane, translocation,protein binding,protein targeting to membrane,protein transporter activity,receptor activity,renal system developmentCysts;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Diseases, Cystic;Liver Diseases;Male Urogenital Diseases;Neoplasms;Polycystic Kidney Diseases;Urologic DiseasesT=0, TGGG=21T=0.0, TGGG=1.0 0.00001 333.902 21 T=0/0, TGGG=12/9

chr5:132198287 G/G C G SNV GDF9 GDF9:intronic:NM_005260.5 1 100 intronic NM_005260.5c.398-39G>Cp.? -0.92 Transforming growth factor beta like domainrs254285 0.0959 YES 5.567E-1 (pos.132198287) Growth/differentiation factor 9BMP signaling pathway,SMAD protein signal transduction,cell development,cytokine activity,cytoplasm,extracellular region,extracellular space,female gamete generation,growth factor activity,negative regulation of cell growth,oocyte growth,positive regulation of cell proliferation,positive regulation of pathway-restricted SMAD protein phosphorylation,regulation of MAPK cascade,regulation of apoptotic process,regulation of progesterone secretion,regulation of receptor activity,transforming growth factor beta receptor binding,transforming growth factor beta receptor signaling pathwayAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeC=0, G=42 C=0.0, G=1.0 0.00001 685.019 42 C=0/0, G=15/27

chr5:132202744 C/T C T SNV UQCRQ UQCRQ:intronic:NM_014402.4 1 50 intronic NM_014402.4c.154+17C>Tp.? -2.98 UcrQ family rs145649482 0.0187 YES 0.0 (pos.132202744) Ubiquinol-cytochrome c reductase, complex III subunit VII, 9.5kDcerebellar Purkinje cell layer development,hippocampus development,hydrogen ion transmembrane transport,hypothalamus development,midbrain development,mitochondrial electron transport, ubiquinol to cytochrome c,mitochondrial inner membrane,mitochondrial respiratory chain complex III,mitochondrion,pons development,pyramidal neuron development,subthalamus development,thalamus development,ubiquinol-cytochrome-c reductase activityMetabolic Diseases;Mitochondrial Diseases;Nutritional and Metabolic Diseases(5S)-3-ANILINO-5-(2,4-DIFLUOROPHENYL)-5-METHYL-1,3-OXAZOLIDINE-2,4-DIONE,2-Hexyloxy-6-Hydroxymethyl-Tetrahydro-Pyran-3,4,5-Triol,2-NONYL-4-HYDROXYQUINOLINE N-OXIDE,5-n-undecyl-6-hydroxy-4,7-dioxobenzothiazole,FAMOXADONE,METHYL (2Z)-2-(2-{6-(2-CYANOPHENOXY)PYRIMIDIN-4-YLOXY}PHENYL)-3-METHOXYACRYLATE,METHYL (2Z)-3-METHOXY-2-{2-(E)-2-PHENYLVINYLPHENYL}ACRYLATE,UBIQUINONE-2Benign C=15, T=15 C=0.5, T=0.5 0.00001 147.213 30 C=12/3, T=8/7

chr5:132227677 G/G A G SNV AFF4 AFF4:intronic:NM_014423.3 1 100 intronic NM_014423.3c.2637+179T>Cp.? -0.13 AF-4 proto-oncoproteinrs6596093 YES AF4/FMR2 family, member 4DNA binding transcription factor activity,fibrillar center,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,spermatid development,transcription elongation factor complex,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcriptionally active chromatinBone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Cognition Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart Diseases;Lung Diseases;Mental Disorders;Musculoskeletal Diseases;Neurocognitive Disorders;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Respiratory Tract DiseasesA=0, G=24 A=0.0, G=1.0 0.00001 339.186 24 A=0/0, G=18/6

chr5:134343469 A/A G A SNV CATSPER3 CATSPER3:intronic:NM_178019.2 1 100 intronic NM_178019.2c.493-178G>Ap.? -1.48 Ion transport protein,Polycystin cation channelrs177251 YES Cation channel, sperm-associated, 3CatSper complex,acrosomal vesicle,calcium ion transmembrane transport,calcium ion transport,cation channel activity,endoplasmic reticulum,flagellated sperm motility,ion transmembrane transport,membrane depolarization during action potential,motile cilium,multicellular organism development,plasma membrane,regulation of ion transmembrane transport,response to progesterone,sodium ion transport,sperm capacitation,sperm-egg recognition,voltage-gated calcium channel activityG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=7/18

chr6:108279290 A/A G A SNV SEC63 SEC63:utr_5:NM_007214.4 1 100 1 utr_5 NM_007214.4c.-77C>T p.? -0.1 DnaJ domain,Sec63 Brl domainrs2272884 YES Sec63, S. cerevisiae, homolog ofIRE1-mediated unfolded protein response,RNA binding,SRP-dependent cotranslational protein targeting to membrane,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,liver development,membrane,multicellular organism aging,nitrogen compound metabolic process,posttranslational protein targeting to endoplasmic reticulum membrane,posttranslational protein targeting to membrane, translocation,protein binding,protein targeting to membrane,protein transporter activity,receptor activity,renal system developmentCysts;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Diseases, Cystic;Liver Diseases;Male Urogenital Diseases;Neoplasms;Polycystic Kidney Diseases;Urologic DiseasesBenign G=0, A=20 G=0.0, A=1.0 0.00001 268.146 20 G=0/0, A=7/13

chr15:49325289 C/C A C SNV SECISBP2L SECISBP2L:exonic:NM_001193489.1 1 100 4 synonymous NM_001193489.1c.537T>G p.(=) 2.71 0.71(COSM3754346),0.71(COSM3754347)Ribosomal protein L7Ae/L30e/S12e/Gadd45 familyrs11638215 0.3736 YES 3.817E-1 (pos.49325289) adenocarcinomaSelenocysteine insertion sequence-binding protein 2-likeRNA binding,intracellular ribonucleoprotein complex,mRNA 3'-UTR binding,protein binding,ribonucleoprotein complex binding,selenocysteine incorporation,selenocysteine insertion sequence bindingA=0, C=22 A=0.0, C=1.0 0.00001 298.892 22 A=0/0, C=19/3

chr18:12984144 A/A C A SNV SEH1L SEH1L:exonic:NM_001013437.1 1 100 8 missense NM_001013437.1c.1025C>A p.Thr342Asn 1.69 0.64 65 0 WD domain, G-beta repeatrs6505776 0.3793 YES 7.916E-1 (pos.12984144) Seh1-like proteinGATOR2 complex,attachment of mitotic spindle microtubules to kinetochore,cell division,cellular protein complex localization,cellular response to amino acid starvation,condensed chromosome kinetochore,cytokine production involved in inflammatory response,cytosol,defense response to Gram-positive bacterium,host cell,intracellular transport of virus,kinetochore,lysosomal membrane,mRNA export from nucleus,mitotic metaphase plate congression,mitotic nuclear envelope disassembly,nuclear envelope,nuclear pore organization,nuclear pore outer ring,positive regulation of TOR signaling,positive regulation of TORC1 signaling,protein binding,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,sister chromatid cohesion,tRNA export from nucleus,viral process,viral transcriptionC=0, A=24 C=0.0, A=1.0 0.00001 334.774 24 C=0/0, A=12/12

chr20:13847420 G/G A G SNV SEL1L2 SEL1L2:exonic:NM_001271539.1 1 100 15 synonymous NM_001271539.1c.1332T>C p.(=) -1.19 Sel1 repeat rs660710 0.0154 YES 9.999E-1 (pos.13847420) Suppressor of Lin12-like 2integral component of membrane A=0, G=55 A=0.0, G=1.0 0.00001 814.905 55 A=0/0, G=19/36

chr22:31503560 T/T C T SNV SELENOM SELENOM:utr_5:NM_080430.3 1 100 1 utr_5 NM_080430.3c.-69G>A p.? -3.15 rs13053829 YES Selenoprotein MGolgi apparatus,adipose tissue development,corticosterone secretion,endoplasmic reticulum,hormone metabolic process,multicellular organism growth,perinuclear region of cytoplasm,protein binding,response to selenium ionC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=7/24

chr5:137257288 G/G A G SNV PKD2L2 PKD2L2:intronic:NM_014386.3 1 100 intronic NM_014386.3c.1329-37A>Gp.? -1.62 Ion transport protein,Polycystin cation channelrs4304074 2.00E-04 1.0 (pos.137257288) Polycystin 2-like 2biological_process,calcium channel activity,calcium ion binding,calcium ion transmembrane transport,detection of mechanical stimulus,integral component of membraneA=0, G=41 A=0.0, G=1.0 0.00001 664.372 41 A=0/0, G=22/19

chr7:83590852 C/C T C SNV SEMA3A SEMA3A:exonic:NM_006080.2 1 100 17 synonymous NM_006080.2c.2151A>G p.(=) -1.14 Sema domain rs797821 0.3708 YES 7.03E-1 (pos.83590852) Semaphorin 3Aapoptotic process,axon,axon extension involved in axon guidance,axon guidance,axonal fasciculation,axonogenesis involved in innervation,branchiomotor neuron axon guidance,chemorepellent activity,dendrite,dendrite morphogenesis,dichotomous subdivision of terminal units involved in salivary gland branching,extracellular region,extracellular space,facial nerve structural organization,facioacoustic ganglion development,gonadotrophin-releasing hormone neuronal migration to the hypothalamus,negative chemotaxis,negative regulation of axon extension involved in axon guidance,negative regulation of epithelial cell migration,negative regulation of neuron projection development,nerve development,neural crest cell migration involved in autonomic nervous system development,neural crest cell migration involved in sympathetic nervous system development,neuron migration,neuropilin binding,olfactory bulb development,positive regulation of male gonad development,positive regulation of neuron migration,regulation of axon extens46, XY Disorders of Sex Development;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gonadal Disorders;Hypogonadism;Kallmann Syndrome;Male Urogenital Diseases;Urogenital AbnormalitiesBenign T=0, C=61 T=0.0, C=1.0 0.00001 921.766 61 T=0/0, C=22/39

chr5:137259251 T/T C T SNV PKD2L2 PKD2L2:intronic:NM_014386.3 1 100 intronic NM_014386.3c.1551+41C>Tp.? -0.74 Ion transport protein,Polycystin cation channelrs13188503 1.00E-04 1.0;0.0 (pos.137259251) Polycystin 2-like 2biological_process,calcium channel activity,calcium ion binding,calcium ion transmembrane transport,detection of mechanical stimulus,integral component of membraneC=0, T=30 C=0.0, T=1.0 0.00001 446.639 30 C=0/0, T=17/13

chr5:137281708 C/C A C SNV FAM13B FAM13B:intronic:NM_016603.3 1 100 intronic NM_016603.3c.2179-22T>Gp.? 1.88 RhoGAP domainrs1125979 0.2179 YES 9.673E-1 (pos.137281708) Family with sequence similarity 13, member BGTPase activator activity,cytosol,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionA=0, C=75 A=0.0, C=1.0 0.00001 1193.74 75 A=0/0, C=32/43

chr5:13729714 G/G A G SNV DNAH5 DNAH5:intronic:NM_001369.2 1 100 intronic NM_001369.2c.11762-45T>Cp.? -2.84 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs3777093 0.4189 YES 6.463E-1 (pos.13729714) Dynein, axonemal, heavy chain 5ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,axoneme,cilium assembly,cilium movement,cytoplasm,determination of left/right symmetry,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,flagellated sperm motility,heart development,lateral ventricle development,microtubule,outer dynein arm,outer dynein arm assemblyAsthma;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dextrocardia;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Kartagener Syndrome;Lung Diseases;Lung Diseases, Obstructive;Otorhinolaryngologic Diseases;Respiratory Hypersensitivity;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs InversusBenign A=0, G=34 A=0.0, G=1.0 0.00001 524.186 34 A=0/0, G=16/18

chr5:137297923 T/T C T SNV FAM13B FAM13B:intronic:NM_016603.3 1 100 intronic NM_016603.3c.1244+171G>Ap.? 0.36 RhoGAP domainrs4835738 YES Family with sequence similarity 13, member BGTPase activator activity,cytosol,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionC=0, T=38 C=0.0, T=1.0 0.00001 603.785 38 C=0/0, T=14/24

chr5:137323117 G/G A G SNV FAM13B FAM13B:intronic:NM_016603.3 1 100 intronic NM_016603.3c.1046+33T>Cp.? 1.88 RhoGAP domainrs7714536 0.2169 YES 9.695E-1 (pos.137323117) Family with sequence similarity 13, member BGTPase activator activity,cytosol,positive regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionA=0, G=133 A=0.0, G=1.0 0.00001 2197.06 133 A=0/0, G=79/54

chr7:80374438 C/C T C SNV SEMA3C SEMA3C:exonic:NM_006379.4 1 100 18 synonymous NM_006379.4c.2028A>G p.(=) -0.96 Immunoglobulin I-set domain,Sema domainrs1949972 0.0095 YES 7.667E-1 (pos.80374438) Semaphorin 3Caxon guidance,blood vessel remodeling,cardiac endothelial to mesenchymal transition,cardiac right ventricle morphogenesis,dichotomous subdivision of terminal units involved in salivary gland branching,extracellular exosome,extracellular space,immune response,limb bud formation,negative chemotaxis,neural crest cell migration,neural tube development,neuropilin binding,outflow tract septum morphogenesis,positive regulation of cardiac neural crest cell migration involved in outflow tract morphogenesis,post-embryonic development,pulmonary myocardium development,response to drug,semaphorin receptor binding,semaphorin-plexin signaling pathway,somitogenesisAortopulmonary Septal Defect;Cardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Hirschsprung Disease;Intestinal Diseases;Megacolon;Truncus Arteriosus, PersistentT=0, C=48 T=0.0, C=1.0 0.00001 814.805 48 T=0/0, C=16/32

chr5:137506434 A/A G A SNV BRD8 BRD8:intronic:NM_139199.1 1 100 intronic NM_139199.1c.440+87C>Tp.? 0.09 Bromodomainrs13155519 YES Bromodomain-containing protein 8DNA binding transcription factor activity,NuA4 histone acetyltransferase complex,Swr1 complex,cell surface receptor signaling pathway,histone H2A acetylation,histone H4 acetylation,intracellular receptor signaling pathway,mitochondrion,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of growth,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,signal transduction,thyroid hormone receptor activity,transcription, DNA-templatedEndometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, FemaleG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=11/10

chr7:80378319 C/C G C SNV SEMA3C SEMA3C:exonic:NM_006379.4 1 100 17 synonymous NM_006379.4c.1737C>G p.(=) 0.61 Immunoglobulin I-set domain,Sema domainrs2272351 0.0085 YES 7.652E-1 (pos.80378319) Semaphorin 3Caxon guidance,blood vessel remodeling,cardiac endothelial to mesenchymal transition,cardiac right ventricle morphogenesis,dichotomous subdivision of terminal units involved in salivary gland branching,extracellular exosome,extracellular space,immune response,limb bud formation,negative chemotaxis,neural crest cell migration,neural tube development,neuropilin binding,outflow tract septum morphogenesis,positive regulation of cardiac neural crest cell migration involved in outflow tract morphogenesis,post-embryonic development,pulmonary myocardium development,response to drug,semaphorin receptor binding,semaphorin-plexin signaling pathway,somitogenesisAortopulmonary Septal Defect;Cardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Hirschsprung Disease;Intestinal Diseases;Megacolon;Truncus Arteriosus, PersistentG=0, C=41 G=0.0, C=1.0 0.00001 664.7 41 G=0/0, C=8/33

chr7:80427495 C/A C A SNV SEMA3C SEMA3C:exonic:NM_006379.4 1 50 11 synonymous NM_006379.4c.1044G>T p.(=) 0.27 Immunoglobulin I-set domain,Sema domainrs1880959 0.0942 YES 1.275E-3;0.0 (pos.80427495) Semaphorin 3Caxon guidance,blood vessel remodeling,cardiac endothelial to mesenchymal transition,cardiac right ventricle morphogenesis,dichotomous subdivision of terminal units involved in salivary gland branching,extracellular exosome,extracellular space,immune response,limb bud formation,negative chemotaxis,neural crest cell migration,neural tube development,neuropilin binding,outflow tract septum morphogenesis,positive regulation of cardiac neural crest cell migration involved in outflow tract morphogenesis,post-embryonic development,pulmonary myocardium development,response to drug,semaphorin receptor binding,semaphorin-plexin signaling pathway,somitogenesisAortopulmonary Septal Defect;Cardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Hirschsprung Disease;Intestinal Diseases;Megacolon;Truncus Arteriosus, PersistentC=24, A=24 C=0.5, A=0.5 0.00001 272.293 48 C=16/8, A=13/11

chr7:82996831 A/T A T SNV SEMA3E SEMA3E:utr_3:NM_012431.2 1 46.88 17 utr_3 NM_012431.2c.2399T>A p.? 1.19 Immunoglobulin domain,Sema domainrs75164403 YES Semaphorin 3Ebranching involved in blood vessel morphogenesis,cell differentiation,extracellular region,extracellular space,negative chemotaxis,negative regulation of angiogenesis,negative regulation of cell-matrix adhesion,nervous system development,neuropilin binding,protein binding,regulation of actin cytoskeleton reorganization,regulation of cell shape,semaphorin receptor binding,semaphorin-plexin signaling pathway,sprouting angiogenesis,synapse organizationAbnormalities, Multiple;CHARGE Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, InbornA=17, T=15 A=0.5313, T=0.4688 0.00001 143.733 32 A=15/2, T=14/1

chr1:156146218 C/T C T SNV SEMA4A SEMA4A:exonic:NM_001193300.1 1 52.27 15 synonymous NM_001193300.1c.1716C>T p.(=) 0.49 0.18(COSM5442379)Plexin repeat,Sema domainrs12401573 0.4121 YES 2.381E-1 (pos.156146218)carcinoma,ductal_carcinoma,squamous_cell_carcinomaSemaphorin 4AT-helper 1 cell differentiation,angiogenesis,axonogenesis,cytosol,extracellular space,integral component of membrane,intracellular membrane-bounded organelle,membrane,negative chemotaxis,negative regulation of angiogenesis,neuropilin binding,nucleus,plasma membrane,protein binding,regulation of cell shape,regulation of endothelial cell migration,semaphorin-plexin signaling pathwayCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign C=21, T=23 C=0.4773, T=0.5227 0.00001 261.769 44 C=17/4, T=22/1

chr5:137909675 A/A AGAA A INDEL HSPA9 HSPA9:intronic:NM_004134.6 3 100 intronic NM_004134.6c.140+82TTCT>Tp.? -0.92, -0.83, -0.55, -0.73 FGGY family of carbohydrate kinases, C-terminal domain,Hsp70 protein,MreB/Mbl proteinrs34472800,rs386692811,rs41294566,rs945882856YES Heat-shock 70kD protein-9 (mortalin)ATP binding,RNA binding,cytoplasm,erythrocyte differentiation,extracellular exosome,extracellular matrix,focal adhesion,interleukin-12-mediated signaling pathway,mitochondrial matrix,mitochondrial nucleoid,mitochondrion,negative regulation of apoptotic process,negative regulation of erythrocyte differentiation,nucleolus,protein binding,protein folding,ubiquitin protein ligase binding,unfolded protein bindingAdenocarcinoma;Autoimmune Diseases;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Hepatocellular;Carcinoma, Renal Cell;Cardiovascular Diseases;Central Nervous System Diseases;Digestive System Diseases;Digestive System Neoplasms;Enterocolitis;Enterocolitis, Necrotizing;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;HIV Infections;Heart Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Intestinal Diseases;Kidney Diseases;Kidney Neoplasms;Liver Diseases;Liver Neoplasms;Male Urogenital Diseases;Movement Disorders;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Uveal Diseases;Uveitis;Vascular DiseasesAGAA=0, A=72AGAA=0.0, A=1.0 0.00001 1128.85 72 AGAA=0/0, A=36/36

chr15:90768271 C/T C T SNV SEMA4B SEMA4B:exonic:NM_198925.2 1 50 10 synonymous NM_198925.2c.1266C>T p.(=) 0.24 0.74(COSM3754572),0.74(COSM3754573)Plexin repeat,Sema domainrs11547966 0.2358 YES 5.556E-2 (pos.90768271) acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomaSemaphorin 4Bcell differentiation,extracellular space,integral component of membrane,membrane,negative chemotaxis,nervous system development,neuropilin binding,plasma membrane,synapseC=24, T=24 C=0.5, T=0.5 0.00001 273.123 48 C=18/6, T=8/16

chr9:92020433 A/A G A SNV SEMA4D SEMA4D:utr_5:NM_006378.3 1 100 5 utr_5 NM_006378.3c.-62C>T p.? -1.83 Immunoglobulin domain,Plexin repeat,Sema domainrs7856677 YES Semaphorin 4Dcell adhesion,extracellular space,identical protein binding,immune response,integral component of plasma membrane,leukocyte aggregation,negative chemotaxis,negative regulation of alkaline phosphatase activity,negative regulation of apoptotic process,negative regulation of cell adhesion,negative regulation of osteoblast differentiation,negative regulation of peptidyl-tyrosine phosphorylation,negative regulation of transcription from RNA polymerase II promoter,neuropilin binding,ossification involved in bone maturation,plasma membrane,positive regulation of GTPase activity,positive regulation of cell migration,positive regulation of collateral sprouting,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of phosphatidylinositol 3-kinase signaling,positive regulation of protein phosphorylation,protein binding,receptor activity,receptor binding,regulation of cell projection organization,regulation of cell shape,regulation of dendrite morphogenesis,semaphorin receptor binding,semaphorin-plG=0, A=48 G=0.0, A=1.0 0.00001 810.178 48 G=0/0, A=18/30

chr5:115813726 G/G A G SNV SEMA6A SEMA6A:exonic:NM_020796.4 1 100 14 missense NM_020796.4c.1552T>C p.Tyr518His 6.74 1 83 0 0.24(COSM4591691)Plexin repeat,Sema domainrs34966 1.0 (pos.115813726) squamous_cell_carcinomaSemaphorin 6Aanimal organ morphogenesis,apoptotic process,axon,axon guidance,cell surface receptor signaling pathway,centrosome localization,cytoskeleton organization,integral component of membrane,integral component of plasma membrane,nervous system development,neuron migration,positive regulation of neuron migration,protein binding,semaphorin receptor binding,semaphorin-plexin signaling pathway,transmembrane signaling receptor activityA=0, G=27 A=0.0, G=1.0 0.00001 389.973 27 A=0/0, G=17/10

chr1:151105824 G/G C G SNV SEMA6C SEMA6C:exonic:NM_001178061.1 1 100 20 synonymous NM_001178061.1c.2025G>C p.(=) -0.78 0.13(COSM3750352),0.13(COSM3750353)Sema domain rs4971006 0.1933 YES 9.228E-1 (pos.151105824)adenocarcinoma,neoplasmSemaphorin 6Caxon guidance,integral component of plasma membrane C=0, G=55 C=0.0, G=1.0 0.00001 813.684 55 C=0/0, G=18/37

chr1:151108137 G/G T G SNV SEMA6C SEMA6C:exonic:NM_001178061.1 1 100 14 missense NM_001178061.1c.1363A>C p.Thr455Pro 0.9 0.4 38 0 Sema domain rs4971007 0.1907 YES 9.196E-1 (pos.151108137) Semaphorin 6Caxon guidance,integral component of plasma membrane T=0, G=57 T=0.0, G=1.0 0.00001 846.584 57 T=0/0, G=23/34

chr15:48063076 C/C T C SNV SEMA6D SEMA6D:exonic:NM_153618.1 1 100 19 synonymous NM_153618.1c.2316T>C p.(=) -0.7 Plexin repeat,Sema domainrs568215 0.3922 YES 8.363E-1 (pos.48063076) Semaphorin 6DGolgi apparatus,cell differentiation,integral component of membrane,integral component of plasma membrane,negative regulation of smooth muscle cell migration,plasma membrane,positive regulation of smooth muscle cell migration,semaphorin receptor binding,ventricular system developmentMental Disorders;Substance-Related DisordersT=0, C=59 T=0.0, C=1.0 0.00001 885.299 59 T=0/0, C=32/27

chr17:7470285 C/C CA C INDEL

SENP3,SENP

3-EIF4A1 SENP3-EIF4A1:exonic_nc:NR_037926.1, SENP3:splicesite_5:NM_015670.51
100

7 splicesite NM_015670.5, NR_037926.1 1.13, 5.71 Ulp1 protease family, C-terminal catalytic domainrs111576270,rs398030265,rs58837213YES 1.0 (pos.7470285) astrocytoma_Grade_IV,basal_cell_carcinomaSentrin-specific protease family, member 3MLL1 complex,cysteine-type peptidase activity,cytoplasm,endopeptidase activity,nucleolus,nucleoplasm,nucleus,protein binding,protein desumoylation,proteolysis,rRNA processingCA=0, C=27 CA=0.0, C=1.0 0.00001 308.568 27 CA=0/0, C=12/15

chr5:140057216 A/A G A SNV HARS HARS:intronic:NM_002109.5 1 100 intronic NM_002109.5c.729+24C>Tp.? 0 Anticodon binding domain,Anticodon binding domain of tRNAs,Histidyl-tRNA synthetase,WHEP-TRS domainrs761595983,rs811382 0.2041 YES 0.0 (pos.140057215),1.463E-1 (pos.140057216)Histidyl-tRNA synthetaseATP binding,aminoacyl-tRNA ligase activity,cytoplasm,cytosol,histidine-tRNA ligase activity,histidyl-tRNA aminoacylation,identical protein binding,ligase activity,mitochondrial translation,mitochondrion,tRNA aminoacylation for protein translation,translationAbnormalities, Multiple;Adenocarcinoma;Blindness;Carcinoma;Carcinoma, Renal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Usher Syndromes;Vision DisordersL-Histidine G=0, A=100 G=0.0, A=1.0 0.00001 1562.7 100 G=0/0, A=40/60

chr6:76369054 G/G A G SNV SENP6 SENP6:exonic:NM_015571.3 1 100 8 synonymous NM_015571.3c.627A>G p.(=) 0.79 Ulp1 protease family, C-terminal catalytic domainrs507662 0.0191 YES 8.889E-1 (pos.76369054) Sentrin-specific protease family, member 6SUMO-specific protease activity,cysteine-type peptidase activity,cytosol,nucleoplasm,protein binding,protein desumoylation,protein modification by small protein removal,protein sumoylation,proteolysis,regulation of kinetochore assembly,regulation of spindle assemblyA=0, G=53 A=0.0, G=1.0 0.00001 782.03 53 A=0/0, G=26/27

chr15:72432583 G/G A G SNV SENP8 SENP8:exonic:NM_001172111.1 1 100 3 missense NM_001172111.1c.619A>G p.Thr207Ala 0.81 58 Ulp1 protease family, C-terminal catalytic domainrs930871 8.00E-04 YES 1.0 (pos.72432583) Sentrin-specific protease family, member 8NEDD8-specific protease activity,cysteine-type peptidase activity,cytosol,endopeptidase activity,nucleus,post-translational protein modification,protein desumoylation,protein deubiquitination,proteolysisA=0, G=60 A=0.0, G=1.0 0.00001 903.528 60 A=0/0, G=17/43

chr16:30393660 G/A G A SNV

SEPT1,ZNF4

8 SEPT1:exonic:NM_052838.4, ZNF48:intronic:NM_001214906.1 1
95.83

3 synonymous NM_052838.4, NM_001214906.1c.171C>T, c.-15+3929G>Ap.(=), p.? -1.41 50S ribosome-binding GTPase,C2H2-type zinc finger,Septin,Zinc finger, C2H2 typers4787643 0.3253 YES 9.228E-1 (pos.30393660) Septin 1 DNA binding,GTP binding,cell cycle,cell division,cytoplasm,identical protein binding,meiotic metaphase plate congression,meiotic spindle,metal ion binding,microtubule organizing center,midbody,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,spindle assembly involved in female meiosis,transcription, DNA-templatedG=1, A=23 G=0.0417, A=0.9583 0.00001 306.64 24 G=0/1, A=6/17

chr11:18034590 AC/AC A AC INDEL SERGEF SERGEF:utr_5:NM_012139.3 1 100 1 utr_5 NM_012139.3c.-33T>GT p.? -0.41 Regulator of chromosome condensation (RCC1) repeatrs1002927610 Secretion-regulating guanine nucleotide exchange factorRan guanyl-nucleotide exchange factor activity,aggresome,cytoplasm,cytosol,intracellular membrane-bounded organelle,negative regulation of protein secretion,nucleoplasm,nucleus,protein binding,regulation of molecular function,signal transductionA=0, AC=43 A=0.0, AC=1.0 0.00001 578.344 43 A=0/0, AC=16/27

chr11:18034605 G/G C G SNV SERGEF SERGEF:utr_5:NM_012139.3 1 100 1 utr_5 NM_012139.3c.-48G>C p.? -0.42 Regulator of chromosome condensation (RCC1) repeatrs3741201 YES  (pos.18034605) Secretion-regulating guanine nucleotide exchange factorRan guanyl-nucleotide exchange factor activity,aggresome,cytoplasm,cytosol,intracellular membrane-bounded organelle,negative regulation of protein secretion,nucleoplasm,nucleus,protein binding,regulation of molecular function,signal transductionC=0, G=42 C=0.0, G=1.0 0.00001 689.6 42 C=0/0, G=16/26

chr5:79551867 G/G A G SNV SERINC5 SERINC5:utr_5:NM_001174072.2 1 100 1 utr_5 NM_001174072.2c.-126T>C p.? -0.06 Serine incorporator (Serinc)rs1966470 Serine incorporator 5Golgi apparatus,L-serine biosynthetic process,L-serine transmembrane transporter activity,L-serine transport,defense response to virus,detection of virus,extracellular exosome,innate immune response,integral component of membrane,myelin sheath,myelination,perinuclear region of cytoplasm,phosphatidylserine metabolic process,phospholipid biosynthetic process,plasma membrane,positive regulation of CDP-diacylglycerol-serine O-phosphatidyltransferase activity,positive regulation of serine C-palmitoyltransferase activity,sphingolipid metabolic process,viral processA=0, G=48 A=0.0, G=1.0 0.00001 798.455 48 A=0/0, G=20/28

chr14:94847415 A/G A G SNV SERPINA1 SERPINA1:exonic:NM_001127700.1 1 50 3 missense NM_001127700.1c.710T>C p.Val237Ala -0.45 0.31 64 0 0.09(COSM3754195)Serpin (serine protease inhibitor)rs6647 0.2117 YES 2.051E-2 (pos.94847415) adenocarcinomaAlpha-1-antitrypsin (serpin peptidase inhibitor, clade A, member 1)COPII vesicle coating,COPII-coated ER to Golgi transport vesicle,ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,acute-phase response,blood coagulation,cellular protein metabolic process,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment membrane,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule lumen,identical protein binding,intracellular membrane-bounded organelle,negative regulation of endopeptidase activity,neutrophil degranulation,platelet alpha granule lumen,platelet degranulation,post-translational protein modification,protease binding,protein binding,proteinaceous extracellular matrix,serine-type endopeptidase inhibitor activityAdenocarcinoma;Anxiety Disorders;Arterial Occlusive Diseases;Arteriosclerosis;Asbestosis;Avitaminosis;Bile Duct Diseases;Biliary Tract Diseases;Bipolar Disorder;Bipolar and Related Disorders;Bronchial Diseases;Bronchiectasis;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Cholestasis;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Deficiency Diseases;Digestive System Diseases;Digestive System Neoplasms;Fragile X Syndrome;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Glucose Metabolism Disorders;HIV Infections;Heredodegenerative Disorders, Nervous System;Hypoglycemia;Immune System Diseases;Immunologic Deficiency Syndromes;Intellectual Disability;Liver Cirrhosis;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Lung Injury;Lung Neoplasms;Malnutrition;Mental Disorders;Mental Retardation, X-Linked;Metabolic2-3,4-Dihydroxy-2-Hydroxymethyl-5-(2-Hydroxy-Nonyl)-Tetrahydro-Furan-2-Yloxy-6-Hydroxymethyl-Tetra Hydro-Pyran-3,4,5-Triol,Beta-Mercaptoethanol,Recombinant alpha 1-antitrypsinBenign/Likely benignA=14, G=14 A=0.5, G=0.5 0.00001 131.94 28 A=8/6, G=7/7

chr14:94750292 G/A G A SNV SERPINA10 SERPINA10:utr_3:NM_016186.2 1 58.33 5 utr_3 NM_016186.2c.1345C>T p.? -3.79 Serpin (serine protease inhibitor)rs1950641 0.168 YES 5.91E-1 (pos.94750292) Serine (or cysteine) proteinase inhibitor, clade A, member 10 (protein Z-dependent protease inhibitor precursor)bioluminescence,blood coagulation,cellular protein metabolic process,endoplasmic reticulum lumen,extracellular exosome,extracellular space,heparin binding,negative regulation of endopeptidase activity,post-translational protein modification,regulation of acrosome reaction,serine-type endopeptidase inhibitor activityCardiovascular Diseases;Embolism and Thrombosis;Hematologic Diseases;Hemic and Lymphatic Diseases;Thrombophilia;Thrombosis;Vascular Diseases;Venous ThrombosisG=10, A=14 G=0.4167, A=0.5833 0.00001 135.259 24 G=1/9, A=6/8

chr5:140257591 T/T C T SNV

PCDHA1,PC

DHA10,PCD

HA11,PCDH

A12,PCDHA

2,PCDHA3,P

CDHA4,PCD

HA5,PCDHA

6,PCDHA7,P

CDHA8,PCD

HA9 PCDHA1:intronic:NM_018900.3, PCDHA5:intronic:NM_018908.2, PCDHA4:intronic:NM_018907.3, PCDHA3:intronic:NM_018906.2, PCDHA2:intronic:NM_018905.2, PCDHA9:intronic:NM_031857.1, PCDHA12:intronic:NM_018903.3, PCDHA8:intronic:NM_018911.2, PCDHA11:intronic:NM_018902.4, PCDHA7:intronic:NM_018910.2, PCDHA10:intronic:NM_018901.3, PCDHA6:intronic:NM_018909.31

100

intronic NM_018900.3, NM_018905.2, NM_018906.2, NM_018907.3, NM_018908.2, NM_018909.3, NM_018910.2, NM_018911.2, NM_031857.1, NM_018901.3, NM_018902.4, NM_018903.3c.2394+89322C>T, c.2388+80654C>T, c.2394+74415C>T, c.2385+68434C>T, c.2352+53879C>T, c.2394+47521C>T, c.2355+41268C>T, c.2394+34291C>T, c.2394+27117C>T, c.2388+19570C>T, c.2391+6512C>T, c.2367+167C>Tp.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?, p.?-1.79 Cadherin C-terminal cytoplasmic tail, catenin-binding region,Cadherin domain,Cadherin-likers251378 YES Protocadherin-alpha 1,Protocadherin-alpha 10,Protocadherin-alpha 11,Protocadherin-alpha 12,Protocadherin-alpha 2,Protocadherin-alpha 3,Protocadherin-alpha 4,Protocadherin-alpha 5,Protocadherin-alpha 6,Protocadherin-alpha 7,Protocadherin-alpha 8,Protocadherin-alpha 9calcium ion binding,cell adhesion,cell-cell recognition,cell-cell signaling,endoplasmic reticulum,extracellular region,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,integral component of plasma membrane,nervous system development,nucleus,plasma membrane,protein bindingAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsC=0, T=59 C=0.0, T=1.0 0.00001 885.295 59 C=0/0, T=29/30



chr14:95053890 A/A G A SNV SERPINA5 SERPINA5:exonic:NM_000624.5 1 100 3 missense NM_000624.5c.191G>A p.Ser64Asn 6.68 1 46 0 0.08(COSM4148328)Serpin (serine protease inhibitor)rs386780205,rs6115,rs8797805490.3387 YES 4.345E-1 (pos.95053890) neoplasm acrosin binding,acrosomal membrane,blood coagulation,external side of plasma membrane,extracellular exosome,extracellular region,extracellular space,fusion of sperm to egg plasma membrane involved in single fertilization,glycosaminoglycan binding,heparin binding,lipid transport,membrane,negative regulation of endopeptidase activity,negative regulation of hydrolase activity,phosphatidylcholine binding,platelet alpha granule,platelet dense tubular network,protease binding,protein C inhibitor-KLK3 complex,protein C inhibitor-PLAT complex,protein C inhibitor-PLAU complex,protein C inhibitor-TMPRSS11E complex,protein C inhibitor-TMPRSS7 complex,protein C inhibitor-coagulation factor V complex,protein C inhibitor-coagulation factor XI complex,protein C inhibitor-coagulation factor Xa complex,protein C inhibitor-plasma kallikrein complex,protein C inhibitor-thrombin complex,protein binding,protein complex,retinoic acid binding,seminal vesicle development,serine-type endopeptidase inhibitor activity,spermatogenesisAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersDrotrecogin alfa,T-1249,UrokinaseG=0, A=28 G=0.0, A=1.0 0.00001 408.718 28 G=0/0, A=12/16

chr14:95054176 C/C T C SNV SERPINA5 SERPINA5:exonic:NM_000624.5 1 100 3 synonymous NM_000624.5c.477T>C p.(=) 0.1 Serpin (serine protease inhibitor)rs6112 0.3371 YES 4.243E-1 (pos.95054176) acrosin binding,acrosomal membrane,blood coagulation,external side of plasma membrane,extracellular exosome,extracellular region,extracellular space,fusion of sperm to egg plasma membrane involved in single fertilization,glycosaminoglycan binding,heparin binding,lipid transport,membrane,negative regulation of endopeptidase activity,negative regulation of hydrolase activity,phosphatidylcholine binding,platelet alpha granule,platelet dense tubular network,protease binding,protein C inhibitor-KLK3 complex,protein C inhibitor-PLAT complex,protein C inhibitor-PLAU complex,protein C inhibitor-TMPRSS11E complex,protein C inhibitor-TMPRSS7 complex,protein C inhibitor-coagulation factor V complex,protein C inhibitor-coagulation factor XI complex,protein C inhibitor-coagulation factor Xa complex,protein C inhibitor-plasma kallikrein complex,protein C inhibitor-thrombin complex,protein binding,protein complex,retinoic acid binding,seminal vesicle development,serine-type endopeptidase inhibitor activity,spermatogenesisAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersDrotrecogin alfa,T-1249,UrokinaseT=0, C=22 T=0.0, C=1.0 0.00001 297.451 22 T=0/0, C=19/3

chr14:94935566 A/A G A SNV SERPINA9 SERPINA9:exonic:NM_175739.3 1 100 2 synonymous NM_175739.3c.666C>T p.(=) 2.13 0.86(COSM3999423),0.86(COSM3999424),0.86(COSM3999425)Serpin (serine protease inhibitor)rs4900231 0.1923 YES 1.553E-1 (pos.94935566) acute_myeloid_leukaemiaSerpin peptidase inhibitor, clade A, member 9cytoplasm,extracellular space,membrane,negative regulation of endopeptidase activity,serine-type endopeptidase inhibitor activityG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=4/21

chr14:94933640 A/T A T SNV SERPINA9 SERPINA9:exonic:NM_175739.3 1 57.14 3 missense NM_175739.3c.762T>A p.His254Gln -0.06 0.35 24 0 Serpin (serine protease inhibitor)rs28583900 0.3004 YES 4.392E-1 (pos.94933640) Serpin peptidase inhibitor, clade A, member 9cytoplasm,extracellular space,membrane,negative regulation of endopeptidase activity,serine-type endopeptidase inhibitor activityA=27, T=36 A=0.4286, T=0.5714 0.00001 380.915 63 A=9/18, T=22/14

chr18:61600384 T/T C T SNV SERPINB10 SERPINB10:exonic:NM_005024.2 1 100 7 missense NM_005024.2c.736C>T p.Arg246Cys -0.16 0.06 180 0.068 0.11(COSM1389512) rs963075 0.2586 YES 4.268E-1;0.0 (pos.61600384)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,rhabdomyosarcomaProtease inhibitor 10, ovalbumin type (bomapin)cytosol,extracellular space,ficolin-1-rich granule membrane,negative regulation of apoptotic process,negative regulation of endopeptidase activity,neutrophil degranulation,nucleus,plasma membrane,secretory granule membrane,serine-type endopeptidase inhibitor activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=0, T=24 C=0.0, T=1.0 0.00001 339.632 24 C=0/0, T=18/6

chr18:61170925 C/C T C SNV SERPINB5 SERPINB5:exonic:NM_002639.4 1 100 7 synonymous NM_002639.4c.1098T>C p.(=) 1.43 Serpin (serine protease inhibitor)rs8093128 0.0044 1.0 (pos.61170925) Protease inhibitor 5 (maspin)cytoplasm,extracellular exosome,extracellular matrix organization,extracellular space,morphogenesis of an epithelium,movement of cell or subcellular component,negative regulation of endopeptidase activity,prostate gland morphogenesis,protein binding,regulation of epithelial cell proliferation,serine-type endopeptidase inhibitor activityAdenocarcinoma;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Ductal;Carcinoma, Ductal, Breast;Collagen Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Keloid;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Ductal, Lobular, and Medullary;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Rectal Diseases;Skin Diseases;Skin and Connective Tissue DiseasesS,S-(2-Hydroxyethyl)ThiocysteineT=0, C=87 T=0.0, C=1.0 0.00001 1431.39 87 T=0/0, C=52/35

chr6:2959513 T/T C T SNV SERPINB6 SERPINB6:exonic:NM_001271822.1 1 100 2 synonymous NM_001271822.1c.96G>A p.(=) -0.63 0.04(COSM150035)Serpin (serine protease inhibitor)rs2236277 0.321 YES 4.973E-1 (pos.2959513) adenocarcinoma,diffuse_large_B_cell_lymphomaProtease inhibitor 6 (placental thrombin inhibitor)cellular response to osmotic stress,cytoplasm,cytosol,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule membrane,negative regulation of endopeptidase activity,neutrophil degranulation,nucleus,plasma membrane,protease binding,protein complex,secretory granule membrane,sensory perception of sound,serine-type endopeptidase inhibitor activity,tertiary granule membraneDrotrecogin alfaBenign C=0, T=33 C=0.0, T=1.0 0.00001 504.597 33 C=0/0, T=14/19

chr18:61654329 T/T C T SNV SERPINB8 SERPINB8:exonic:NM_002640.3 1 100 7 synonymous NM_002640.3c.942C>T p.(=) -1.84 Serpin (serine protease inhibitor)rs3744958 0.0409 YES 7.681E-2 (pos.61654329) Serpin family B, member 8cytosol,epithelial cell-cell adhesion,extracellular exosome,extracellular space,negative regulation of endopeptidase activity,protein binding,serine-type endopeptidase inhibitor activityPsoriasis;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue DiseasesC=0, T=75 C=0.0, T=1.0 0.00001 1189.83 75 C=0/0, T=58/17

chr2:224862842 A/G A G SNV SERPINE2 SERPINE2:exonic:NM_006216.3 1 50 3 synonymous NM_006216.3c.477T>C p.(=) 0.34 0.62(COSM3757985),0.62(COSM3757986)Serpin (serine protease inhibitor)rs12457 0.1952 YES 1.287E-1 (pos.224862842)adenocarcinomaProtease inhibitor 7 (protease nexin I)blood coagulation,cerebellar granular layer morphogenesis,cytosol,detection of mechanical stimulus involved in sensory perception,extracellular matrix,extracellular region,extracellular space,extracellular vesicle,extrinsic component of external side of plasma membrane,glycosaminoglycan binding,heparin binding,innervation,long-term synaptic potentiation,mating plug formation,negative regulation of blood coagulation,negative regulation of cell growth,negative regulation of cell proliferation,negative regulation of endopeptidase activity,negative regulation of phosphatidylinositol 3-kinase signaling,negative regulation of plasminogen activation,negative regulation of platelet aggregation,negative regulation of protein catabolic process,negative regulation of protein processing,negative regulation of proteolysis,negative regulation of smoothened signaling pathway,negative regulation of sodium ion transport,neuromuscular junction,platelet alpha granule,positive regulation of astrocyte differentiation,protein bindCardiovascular Diseases;Vascular Diseases A=10, G=10 A=0.5, G=0.5 0.00001 82.8861 20 A=3/7, G=5/5

chr5:140955777 T/T C T SNV DIAPH1 DIAPH1:intronic:NM_005219.4 1 100 intronic NM_005219.4c.1461+20G>Ap.? 0.58 DRF Autoregulatory Domain,Diaphanous FH3 Domain,Diaphanous GTPase-binding Domain,Formin Homology 2 Domain,Formin Homology Region 1rs2302103 0.3936 YES 3.054E-1 (pos.140955777) Diaphanous, Drosophila, homolog of, 1RNA binding,Rho GTPase binding,actin binding,actin filament polymerization,cellular response to histamine,cytoskeleton organization,cytosol,ficolin-1-rich granule membrane,ion channel binding,microtubule organizing center,mitotic spindle,neutrophil degranulation,plasma membrane,positive regulation of cell migration,protein binding,protein localization to microtubule,receptor binding,regulation of cell motility,regulation of cell shape,regulation of cytoskeleton organization,regulation of microtubule-based process,regulation of release of sequestered calcium ion into cytosol,ruffle membrane,secretory granule membrane,sensory perception of soundEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersBenign C=0, T=32 C=0.0, T=1.0 0.00001 485.141 32 C=0/0, T=11/21

chr17:1673276 T/T C T SNV SERPINF1 SERPINF1:exonic:NM_002615.6 1 100 3 missense NM_002615.6c.215C>T p.Thr72Met -0.75 0.25 81 0.005 0.01(COSM1381146)Serpin (serine protease inhibitor)rs1136287 0.3481 YES 5.376E-1 (pos.1673276) basal_cell_carcinomaSerpin peptidase inhibitor, clade F, member 1aging,axon hillock,basement membrane,cell proliferation,cellular response to cobalt ion,cellular response to dexamethasone stimulus,cellular response to glucose stimulus,cellular response to retinoic acid,extracellular exosome,extracellular matrix,extracellular region,extracellular space,kidney development,melanosome,multicellular organism development,negative regulation of angiogenesis,negative regulation of endopeptidase activity,negative regulation of endothelial cell migration,negative regulation of epithelial cell proliferation involved in prostate gland development,negative regulation of gene expression,negative regulation of inflammatory response,negative regulation of neuron death,ovulation cycle,perinuclear region of cytoplasm,positive regulation of neurogenesis,positive regulation of neuron projection development,protein binding,response to acidic pH,response to arsenic-containing substance,retina development in camera-type eye,serine-type endopeptidase inhibitor activity,short-term memoryAdenocarcinoma;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Cardiovascular Diseases;Central Nervous System Diseases;Collagen Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Corneal Diseases;Corneal Ulcer;Diabetes Complications;Diabetes Mellitus;Diabetic Angiopathies;Diabetic Retinopathy;Digestive System Diseases;Endocrine System Diseases;Eye Diseases;Eye Infections;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Head and Neck Neoplasms;Keloid;Keratitis;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nutritional and Metabolic Diseases;Osteochondrodysplasias;Osteogenesis Imperfecta;Prostatic DiseaseBenign C=0, T=28 C=0.0, T=1.0 0.00001 408.713 28 C=0/0, T=24/4

chr5:141035955 G/A G A SNV ARAP3 ARAP3:intronic:NM_022481.5 1 50 intronic NM_022481.5c.3790-112C>Tp.? -0.75 PH domain,Putative GTPase activating protein for Arf,Ras association (RalGDS/AF-6) domain,RhoGAP domain,SAM domain (Sterile alpha motif)rs2306339 YES ArfGAP with RhoGAP domain, ankyrin repeat and PH domain 3GTPase activator activity,cytoplasm,cytoskeleton,cytoskeleton organization,cytosol,lamellipodium,metal ion binding,negative regulation of Rac protein signal transduction,negative regulation of Rho protein signal transduction,negative regulation of cell migration,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,4-bisphosphate binding,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of cell shape,regulation of small GTPase mediated signal transduction,ruffle,signal transduction,vesicle-mediated transportHIV Infections;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeG=20, A=21 G=0.4878, A=0.5122 0.00001 239.791 42 G=6/14, A=6/15

chr5:141049407 A/A G A SNV ARAP3 ARAP3:intronic:NM_022481.5 1 100 intronic NM_022481.5c.2250-29C>Tp.? 0.11 PH domain,Putative GTPase activating protein for Arf,Ras association (RalGDS/AF-6) domain,RhoGAP domain,SAM domain (Sterile alpha motif)rs3763120 0.4444 YES 4.392E-1 (pos.141049407) ArfGAP with RhoGAP domain, ankyrin repeat and PH domain 3GTPase activator activity,cytoplasm,cytoskeleton,cytoskeleton organization,cytosol,lamellipodium,metal ion binding,negative regulation of Rac protein signal transduction,negative regulation of Rho protein signal transduction,negative regulation of cell migration,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,4-bisphosphate binding,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of cell shape,regulation of small GTPase mediated signal transduction,ruffle,signal transduction,vesicle-mediated transportHIV Infections;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeG=0, A=28 G=0.0, A=1.0 0.00001 408.716 28 G=0/0, A=12/16

chr5:141049656 A/G A G SNV ARAP3 ARAP3:intronic:NM_022481.5 1 57.89 intronic NM_022481.5c.2108-26T>Cp.? 1.7 PH domain,Putative GTPase activating protein for Arf,Ras association (RalGDS/AF-6) domain,RhoGAP domain,SAM domain (Sterile alpha motif)rs73285857 0.0669 YES 3.925E-2 (pos.141049656) ArfGAP with RhoGAP domain, ankyrin repeat and PH domain 3GTPase activator activity,cytoplasm,cytoskeleton,cytoskeleton organization,cytosol,lamellipodium,metal ion binding,negative regulation of Rac protein signal transduction,negative regulation of Rho protein signal transduction,negative regulation of cell migration,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,4-bisphosphate binding,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of cell shape,regulation of small GTPase mediated signal transduction,ruffle,signal transduction,vesicle-mediated transportHIV Infections;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeA=31, G=44 A=0.4133, G=0.5867 0.00001 508.669 76 A=22/9, G=23/21

chr17:1680002 T/C T C SNV SERPINF1 SERPINF1:exonic:NM_002615.6 1 47.37 7 synonymous NM_002615.6c.963T>C p.(=) -3.69 0.04(COSM3766007)Serpin (serine protease inhibitor)rs6828 0.2921 YES 7.931E-1 (pos.1680002) hepatocellular_carcinoma,neoplasmSerpin peptidase inhibitor, clade F, member 1aging,axon hillock,basement membrane,cell proliferation,cellular response to cobalt ion,cellular response to dexamethasone stimulus,cellular response to glucose stimulus,cellular response to retinoic acid,extracellular exosome,extracellular matrix,extracellular region,extracellular space,kidney development,melanosome,multicellular organism development,negative regulation of angiogenesis,negative regulation of endopeptidase activity,negative regulation of endothelial cell migration,negative regulation of epithelial cell proliferation involved in prostate gland development,negative regulation of gene expression,negative regulation of inflammatory response,negative regulation of neuron death,ovulation cycle,perinuclear region of cytoplasm,positive regulation of neurogenesis,positive regulation of neuron projection development,protein binding,response to acidic pH,response to arsenic-containing substance,retina development in camera-type eye,serine-type endopeptidase inhibitor activity,short-term memoryAdenocarcinoma;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Carcinoma;Carcinoma, Adenoid Cystic;Cardiovascular Diseases;Central Nervous System Diseases;Collagen Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Corneal Diseases;Corneal Ulcer;Diabetes Complications;Diabetes Mellitus;Diabetic Angiopathies;Diabetic Retinopathy;Digestive System Diseases;Endocrine System Diseases;Eye Diseases;Eye Infections;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Head and Neck Neoplasms;Keloid;Keratitis;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nutritional and Metabolic Diseases;Osteochondrodysplasias;Osteogenesis Imperfecta;Prostatic DiseaseBenign T=20, C=18 T=0.5263, C=0.4737 0.00001 184.537 38 T=18/2, C=15/3

chr11:75277628 G/G A G SNV SERPINH1 SERPINH1:exonic:NM_001235.3 1 100 2 synonymous NM_001235.3c.234A>G p.(=) 0.92 0.1(COSM3752738)Serpin (serine protease inhibitor)rs584961 0.1035 YES 7.041E-1 (pos.75277628) adenocarcinoma,carcinoma,neoplasmSerpin peptidase inhibitor, clade H, member 1RNA binding,chondrocyte development involved in endochondral bone morphogenesis,collagen binding,collagen biosynthetic process,collagen fibril organization,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,membrane raft,negative regulation of endopeptidase activity,protein maturation,response to unfolded protein,serine-type endopeptidase inhibitor activity,unfolded protein bindingBone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Infarction;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Collagen Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Membranes, Premature Rupture;Genetic Diseases, Inborn;Infarction, Middle Cerebral Artery;Intracranial Arterial Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Musculoskeletal Diseases;Nervous System Diseases;Obstetric Labor Complications;Osteochondrodysplasias;Osteogenesis Imperfecta;Pregnancy Complications;Skin and Connective Tissue Diseases;Stroke;Vascular DiseasesBenign A=0, G=37 A=0.0, G=1.0 0.00001 583.707 37 A=0/0, G=23/14

chr11:75277757 G/G C G SNV SERPINH1 SERPINH1:exonic:NM_001235.3 1 100 2 synonymous NM_001235.3c.363C>G p.(=) 1.14 0.91(COSM429862)Serpin (serine protease inhibitor)rs650241 0.3016 YES 2.13E-1 (pos.75277757) adenocarcinoma,neoplasmSerpin peptidase inhibitor, clade H, member 1RNA binding,chondrocyte development involved in endochondral bone morphogenesis,collagen binding,collagen biosynthetic process,collagen fibril organization,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,membrane raft,negative regulation of endopeptidase activity,protein maturation,response to unfolded protein,serine-type endopeptidase inhibitor activity,unfolded protein bindingBone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Infarction;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Collagen Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Membranes, Premature Rupture;Genetic Diseases, Inborn;Infarction, Middle Cerebral Artery;Intracranial Arterial Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Musculoskeletal Diseases;Nervous System Diseases;Obstetric Labor Complications;Osteochondrodysplasias;Osteogenesis Imperfecta;Pregnancy Complications;Skin and Connective Tissue Diseases;Stroke;Vascular DiseasesBenign C=0, G=54 C=0.0, G=1.0 0.00001 797.717 54 C=0/0, G=23/31

chr11:75282882 A/A G A SNV SERPINH1 SERPINH1:exonic:NM_001235.3 1 100 5 synonymous NM_001235.3c.1011G>A p.(=) 1.35 Serpin (serine protease inhibitor)rs585821 0.3039 YES 1.943E-1 (pos.75282882) Serpin peptidase inhibitor, clade H, member 1RNA binding,chondrocyte development involved in endochondral bone morphogenesis,collagen binding,collagen biosynthetic process,collagen fibril organization,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum-Golgi intermediate compartment,extracellular exosome,extracellular space,membrane raft,negative regulation of endopeptidase activity,protein maturation,response to unfolded protein,serine-type endopeptidase inhibitor activity,unfolded protein bindingBone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Infarction;Brain Ischemia;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Collagen Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Female Urogenital Diseases and Pregnancy Complications;Fetal Membranes, Premature Rupture;Genetic Diseases, Inborn;Infarction, Middle Cerebral Artery;Intracranial Arterial Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Musculoskeletal Diseases;Nervous System Diseases;Obstetric Labor Complications;Osteochondrodysplasias;Osteogenesis Imperfecta;Pregnancy Complications;Skin and Connective Tissue Diseases;Stroke;Vascular DiseasesBenign G=0, A=39 G=0.0, A=1.0 0.00001 623.946 39 G=0/0, A=13/26

chr2:180047908 T/C T C SNV SESTD1 SESTD1:exonic:NM_178123.4 1 96.67 3 synonymous NM_178123.4c.63A>G p.(=) 0.47 Divergent CRAL/TRIO domainrs6757681,rs770918019 0.2324 YES 0.0 (pos.180047895),9.138E-1 (pos.180047908) 1-phosphatidylinositol binding,calcium channel complex,negative regulation of calcium ion transmembrane transport via high voltage-gated calcium channel,phosphatidic acid binding,phosphatidylcholine binding,phosphatidylinositol-3,4-bisphosphate binding,phosphatidylinositol-3,5-bisphosphate binding,phosphatidylinositol-3-phosphate binding,phosphatidylinositol-4,5-bisphosphate binding,phosphatidylinositol-4-phosphate binding,phosphatidylinositol-5-phosphate binding,phosphatidylserine binding,protein bindingT=1, C=29 T=0.0333, C=0.9667 0.00001 416.713 30 T=0/1, C=11/18

chr18:42533130 G/G A G SNV SETBP1 SETBP1:exonic:NM_015559.2 1 100 4 synonymous NM_015559.2c.3825A>G p.(=) -2.19 AT hook motif rs8096662 0.1362 YES 9.578E-1 (pos.42533130) SET-binding protein 1DNA binding,cytosol,nuclear body,nucleus,protein bindingAbnormalities, Multiple;Bone Marrow Diseases;Breast Diseases;Breast Neoplasms;Communication Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Hand Deformities;Hand Deformities, Congenital;Hematologic Diseases;Hemic and Lymphatic Diseases;Intellectual Disability;Language Development Disorders;Language Disorders;Leukemia;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Myeloid, Chronic, Atypical, BCR-ABL Negative;Leukemia, Myelomonocytic, Juvenile;Limb Deformities, Congenital;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myelodysplastic Syndromes;Myelodysplastic-Myeloproliferative Diseases;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Skin Diseases;Skin and Connective Tissue Diseases;Upper Extremity Deformities,Benign A=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=13/9

chr5:14377962 C/C A C SNV TRIO TRIO:intronic:NM_007118.3 1 100 intronic NM_007118.3c.3332-159A>Cp.? -1.57 CRAL/TRIO domain,Divergent CRAL/TRIO domain,Immunoglobulin I-set domain,Immunoglobulin domain,PH domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domain,SH3 domain,SH3-RhoGEF linking unstructured region,Spectrin repeatrs30769 YES Triple functional domainATP binding,G-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,cytosol,guanyl-nucleotide exchange factor activity,negative regulation of fat cell differentiation,positive regulation of apoptotic process,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transduction,transmembrane receptor protein tyrosine phosphatase signaling pathwayDigestive System Diseases;Digestive System Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Precancerous ConditionsA=0, C=27 A=0.0, C=1.0 0.00001 389.941 27 A=0/0, C=15/12

chr5:14387489 G/C G C SNV TRIO TRIO:intronic:NM_007118.3 1 59.09 intronic NM_007118.3c.3571-58G>Cp.? -1.15 CRAL/TRIO domain,Divergent CRAL/TRIO domain,Immunoglobulin I-set domain,Immunoglobulin domain,PH domain,Protein kinase domain,Protein tyrosine kinase,RhoGEF domain,SH3 domain,SH3-RhoGEF linking unstructured region,Spectrin repeatrs30794 YES Triple functional domainATP binding,G-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,cytosol,guanyl-nucleotide exchange factor activity,negative regulation of fat cell differentiation,positive regulation of apoptotic process,protein binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transduction,transmembrane receptor protein tyrosine phosphatase signaling pathwayDigestive System Diseases;Digestive System Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Precancerous ConditionsG=9, C=13 G=0.4091, C=0.5909 0.00001 122.567 22 G=3/6, C=8/5

chr5:145252574 T/T C T SNV GRXCR2 GRXCR2:upstream:NM_001080516.1 1 100 intronic NM_001080516.1c.-43G>A p.? 0.07 rs10037373 0.4528 YES 7.388E-1 (pos.145252574) Glutaredoxin, cysteine-rich, 2microvillus,sensory perception of sound,stereocilium C=0, T=27 C=0.0, T=1.0 0.00001 389.969 27 C=0/0, T=7/20

chr18:42529996 G/C G C SNV SETBP1 SETBP1:exonic:NM_015559.2 1 50 4 missense NM_015559.2c.691G>C p.Val231Leu -0.12 0.06 32 0.006 AT hook motif rs11082414 0.2044 YES 1.301E-2;0.0 (pos.42529996) SET-binding protein 1DNA binding,cytosol,nuclear body,nucleus,protein bindingAbnormalities, Multiple;Bone Marrow Diseases;Breast Diseases;Breast Neoplasms;Communication Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Hand Deformities;Hand Deformities, Congenital;Hematologic Diseases;Hemic and Lymphatic Diseases;Intellectual Disability;Language Development Disorders;Language Disorders;Leukemia;Leukemia, Myelogenous, Chronic, BCR-ABL Positive;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Myeloid, Chronic, Atypical, BCR-ABL Negative;Leukemia, Myelomonocytic, Juvenile;Limb Deformities, Congenital;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myelodysplastic Syndromes;Myelodysplastic-Myeloproliferative Diseases;Myeloproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Skin Diseases;Skin and Connective Tissue Diseases;Upper Extremity Deformities,Benign G=17, C=17 G=0.5, C=0.5 0.00001 171.964 34 G=9/8, C=13/4

chr12:122261456 A/A G A SNV SETD1B SETD1B:exonic:NM_001353345.1 1 100 11 synonymous NM_001353345.1c.4971G>A p.(=) -3.45 0.05(COSM3765624),0.05(COSM3765625)COMPASS (Complex proteins associated with Set1p) component N,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain),SET domainrs3741593 0.4497 YES 5.976E-1 (pos.122261456)hepatocellular_carcinoma,neoplasmSET domain-containing protein 1B G=0, A=34 G=0.0, A=1.0 0.00001 529.092 34 G=0/0, A=19/15

chr5:145838440 A/A G A SNV TCERG1 TCERG1:intronic:NM_006706.3 1 100 intronic NM_006706.3c.439-7G>Ap.? 0.82 FF domain,WW domainrs11743333 0.354 YES 1.429E-1 (pos.145838440) Transcription elongation regulator 1 (transcription factor CA150)RNA binding,RNA polymerase II repressing transcription factor binding,RNA polymerase II transcription corepressor activity,identical protein binding,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,proline-rich region binding,protein binding,transcription coactivator activity,transcription from RNA polymerase II promoterG=0, A=32 G=0.0, A=1.0 0.00001 485.14 32 G=0/0, A=22/10

chr9:135202829 C/C T C SNV SETX SETX:exonic:NM_015046.6 1 100 10 missense NM_015046.6c.4156A>G p.Ile1386Val -0.66 0.78 29 0 0.06(COSM150732),0.06(COSM3982759)AAA domain,UvrD/REP helicase N-terminal domainrs543573 0.1543 YES 2.984E-1 (pos.135202829)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinoma,neoplasmSenataxin ATP binding,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA recombination,DNA-templated transcription, termination,MAPK cascade,RNA processing,axon,cellular response to DNA damage stimulus,cellular response to fibroblast growth factor stimulus,cellular response to hydrogen peroxide,cellular response to oxidative stress,cellular response to retinoic acid,chromosome, telomeric region,circadian rhythm,cytoplasm,double-strand break repair,fibroblast growth factor receptor signaling pathway,growth cone,identical protein binding,intercellular bridge,mRNA splice site selection,negative regulation of apoptotic process,nuclear body,nuclear chromosome,nucleolus,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, initiation,positive regulation of DNA-templated transcription, termination,positive regulation of RNA splicing,positive regulation of neuron projection development,positive regulation of termination of RNA polymerase II transcription, poly(A)-coupled,positive regulation of transcrAmyotrophic Lateral Sclerosis;Ataxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Proteostasis Deficiencies;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar Degenerations;TDP-43 ProteinopathiesBenign/Likely benignT=0, C=46 T=0.0, C=1.0 0.00001 768.312 46 T=0/0, C=30/16

chr5:147480868 G/A G A SNV SPINK5 SPINK5:intronic:NM_001127698.1 1 50 intronic NM_001127698.1c.1221-50G>Ap.? -1.36 Kazal-type serine protease inhibitor domainrs2303066 0.4885 YES 4.809E-1 (pos.147480868) Serine protease inhibitor, Kazal type, 5anagen,cell cortex,cornification,cytoplasm,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,epidermal cell differentiation,epidermal lamellar body,epithelial cell differentiation,extracellular exosome,extracellular matrix organization,extracellular region,hair cell differentiation,intracellular membrane-bounded organelle,negative regulation of angiogenesis,negative regulation of antibacterial peptide production,negative regulation of immune response,negative regulation of serine-type endopeptidase activity,perinuclear region of cytoplasm,regulation of T cell differentiation,serine-type endopeptidase inhibitor activityAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hypersensitivity;Hypersensitivity, Immediate;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Immune System Diseases;Infant, Newborn, Diseases;Keratosis;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Netherton Syndrome;Prostatic Diseases;Prostatic Neoplasms;Respiratory Hypersensitivity;Respiratory Tract Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urogenital NeoplasmsG=22, A=22 G=0.5, A=0.5 0.00001 243.623 44 G=12/10, A=7/15

chr9:135203408 GC/GC G GC INDEL SETX SETX:exonic:NM_015046.6 1 100 10 frameshiftInsertion NM_015046.6c.3576_3577insGp.Leu1193fs -0.11 AAA domain,UvrD/REP helicase N-terminal domain Senataxin ATP binding,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA recombination,DNA-templated transcription, termination,MAPK cascade,RNA processing,axon,cellular response to DNA damage stimulus,cellular response to fibroblast growth factor stimulus,cellular response to hydrogen peroxide,cellular response to oxidative stress,cellular response to retinoic acid,chromosome, telomeric region,circadian rhythm,cytoplasm,double-strand break repair,fibroblast growth factor receptor signaling pathway,growth cone,identical protein binding,intercellular bridge,mRNA splice site selection,negative regulation of apoptotic process,nuclear body,nuclear chromosome,nucleolus,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, initiation,positive regulation of DNA-templated transcription, termination,positive regulation of RNA splicing,positive regulation of neuron projection development,positive regulation of termination of RNA polymerase II transcription, poly(A)-coupled,positive regulation of transcrAmyotrophic Lateral Sclerosis;Ataxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Proteostasis Deficiencies;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar Degenerations;TDP-43 ProteinopathiesG=0, GC=44 G=0.0, GC=1.0 0.00001 462.853 44 G=0/0, GC=13/31

chr9:135203409 C/C A C SNV SETX SETX:exonic:NM_015046.6 1 100 10 missense NM_015046.6c.3576T>G p.Asp1192Glu -0.99 0.14 45 0.001 AAA domain,UvrD/REP helicase N-terminal domainrs1185193 0.1383 YES 3.062E-1;0.0 (pos.135203409) Senataxin ATP binding,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA recombination,DNA-templated transcription, termination,MAPK cascade,RNA processing,axon,cellular response to DNA damage stimulus,cellular response to fibroblast growth factor stimulus,cellular response to hydrogen peroxide,cellular response to oxidative stress,cellular response to retinoic acid,chromosome, telomeric region,circadian rhythm,cytoplasm,double-strand break repair,fibroblast growth factor receptor signaling pathway,growth cone,identical protein binding,intercellular bridge,mRNA splice site selection,negative regulation of apoptotic process,nuclear body,nuclear chromosome,nucleolus,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, initiation,positive regulation of DNA-templated transcription, termination,positive regulation of RNA splicing,positive regulation of neuron projection development,positive regulation of termination of RNA polymerase II transcription, poly(A)-coupled,positive regulation of transcrAmyotrophic Lateral Sclerosis;Ataxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Proteostasis Deficiencies;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar Degenerations;TDP-43 ProteinopathiesBenign/Likely benignA=0, C=45 A=0.0, C=1.0 0.00001 741.918 45 A=0/0, C=13/32

chr9:135206460 G/G A G SNV SETX SETX:exonic:NM_015046.6 1 100 9 synonymous NM_015046.6c.1077T>C p.(=) 0.15 0.2(COSM150734),0.2(COSM4163458)AAA domain,UvrD/REP helicase N-terminal domainrs9411449 0.1534 YES 3.022E-1 (pos.135206460)acute_myeloid_leukaemia,adenocarcinoma,neoplasmSenataxin ATP binding,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA recombination,DNA-templated transcription, termination,MAPK cascade,RNA processing,axon,cellular response to DNA damage stimulus,cellular response to fibroblast growth factor stimulus,cellular response to hydrogen peroxide,cellular response to oxidative stress,cellular response to retinoic acid,chromosome, telomeric region,circadian rhythm,cytoplasm,double-strand break repair,fibroblast growth factor receptor signaling pathway,growth cone,identical protein binding,intercellular bridge,mRNA splice site selection,negative regulation of apoptotic process,nuclear body,nuclear chromosome,nucleolus,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, initiation,positive regulation of DNA-templated transcription, termination,positive regulation of RNA splicing,positive regulation of neuron projection development,positive regulation of termination of RNA polymerase II transcription, poly(A)-coupled,positive regulation of transcrAmyotrophic Lateral Sclerosis;Ataxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Proteostasis Deficiencies;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar Degenerations;TDP-43 ProteinopathiesBenign/Likely benignA=0, G=42 A=0.0, G=1.0 0.00001 684.985 42 A=0/0, G=11/31

chr2:198265526 G/G A G SNV SF3B1 SF3B1:exonic:NM_012433.3 1 100 18 synonymous NM_012433.3c.2631T>C p.(=) 0.47 0.52(COSM3757860)Splicing factor 3B subunit 1rs788018 0.3149 YES 5.361E-1 (pos.198265526)acute_myeloid_leukaemia,adenocarcinomaSplicing factor 3B, subunit 1RNA binding,RNA splicing, via transesterification reactions,U11/U12 snRNP,U12-type spliceosomal complex,U2 snRNP,U2-type prespliceosome,catalytic step 2 spliceosome,mRNA binding,mRNA splicing, via spliceosome,nuclear speck,nucleoplasm,nucleus,positive regulation of gene expression, epigenetic,protein binding,spliceosomal complex,spliceosomal complex assemblyEye Diseases;Eye Neoplasms;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Uveal Diseases;Uveal NeoplasmsA=0, G=39 A=0.0, G=1.0 0.00001 623.98 39 A=0/0, G=20/19

chr5:1479678 C/C G C SNV LPCAT1 LPCAT1:intronic:NM_024830.4 1 100 intronic NM_024830.4c.816+58C>Gp.? -0.33 Acyltransferase,EF-hand domain pairrs27059 0.2571 YES Acyltransferase-like 2,Lysophosphatidylcholine acyltransferase 21-acylglycerol-3-phosphate O-acyltransferase activity,1-acylglycerophosphocholine O-acyltransferase activity,1-alkenylglycerophosphocholine O-acyltransferase activity,1-alkylglycerophosphocholine O-acetyltransferase activity,1-alkylglycerophosphocholine O-acyltransferase activity,2-acylglycerol-3-phosphate O-acyltransferase activity,Golgi apparatus,Golgi membrane,azurophil granule membrane,calcium ion binding,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,lipid droplet,membrane,metabolic process,negative regulation of phosphatidylcholine biosynthetic process,neutrophil degranulation,phosphatidic acid biosynthetic process,phosphatidylcholine acyl-chain remodeling,phosphatidylcholine biosynthetic process,phosphatidylglycerol acyl-chain remodeling,phospholipid biosynthetic process,plasma membrane,positive regulation of protein catabolic process,retina development in camera-type eye,surfactant homeostasis,transferase activity, transferring acyl groupsG=0, C=35 G=0.0, C=1.0 0.00001 543.903 35 G=0/0, C=17/18

chr5:148406386 T/C T C SNV SH3TC2 SH3TC2:intronic:NM_024577.3 1 58.33 intronic NM_024577.3c.2872+37A>Gp.? 0.36 0.08(COSM149981)SH3 domain rs17722209 0.1887 YES 2.433E-1 (pos.148406386)acute_myeloid_leukaemia,adenocarcinomaSH3 domain and tetratricopeptide repeat domain 2peripheral nervous system myelin maintenance,plasma membrane,recycling endosome,regulation of ERBB signaling pathway,regulation of intracellular protein transportCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;PolyneuropathiesT=15, C=21 T=0.4167, C=0.5833 0.00001 234.328 36 T=0/15, C=9/12

chr2:198283305 C/C T C SNV SF3B1 SF3B1:exonic:NM_012433.3 1 100 5 synonymous NM_012433.3c.423A>G p.(=) 3.84 0.6(COSM1129389)Splicing factor 3B subunit 1rs788023 0.3153 YES 5.384E-1 (pos.198283305)acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinoma,haemangioblastomaSplicing factor 3B, subunit 1RNA binding,RNA splicing, via transesterification reactions,U11/U12 snRNP,U12-type spliceosomal complex,U2 snRNP,U2-type prespliceosome,catalytic step 2 spliceosome,mRNA binding,mRNA splicing, via spliceosome,nuclear speck,nucleoplasm,nucleus,positive regulation of gene expression, epigenetic,protein binding,spliceosomal complex,spliceosomal complex assemblyEye Diseases;Eye Neoplasms;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Uveal Diseases;Uveal NeoplasmsT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=14/14

chr22:31971258 C/C T C SNV SFI1 SFI1:exonic:NM_001007467.2 1 100 10 missense NM_001007467.2c.964T>C p.Tyr322His 0.09 0.61 83 0 rs5753700 0.0495 YES 9.864E-1 (pos.31971258) SFI1, yeast, homolog ofG2/M transition of mitotic cell cycle,centriole,centrosome,ciliary basal body-plasma membrane docking,cytosol,negative regulation of phosphatase activity,phosphatase binding,protein binding,regulation of G2/M transition of mitotic cell cycleT=0, C=26 T=0.0, C=1.0 0.00001 371.415 26 T=0/0, C=16/10

chr12:132237848 C/C T C SNV SFSWAP SFSWAP:exonic:NM_001261411.1 1 100 8 missense NM_001261411.1c.1262T>C p.Leu421Pro 2.76 1 98 0 Alternative splicing regulator,Surp modulers1982528 0.0217 YES 9.935E-1 (pos.132237848) Splicing factor, suppressor-of-white-apricot familyRNA binding,RNA processing,alternative mRNA splicing, via spliceosome,mRNA 5'-splice site recognition,negative regulation of mRNA splicing, via spliceosome,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedChild Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersT=0, C=32 T=0.0, C=1.0 0.00001 485.09 32 T=0/0, C=12/20

chr5:149417138 G/T G T SNV HMGXB3 HMGXB3:intronic:NM_014983.2 1 46.43 intronic NM_014983.2c.2413+48G>Tp.? 0.35 HMG (high mobility group) box,HMG-box domainrs6887999 0.1144 YES 1.006E-1 (pos.149417138) DNA binding,biological_process,cellular_component,kinase activity,nucleus,phosphorylationG=30, T=26 G=0.5357, T=0.4643 0.00001 248.026 56 G=11/19, T=6/20

chr12:132271113 C/C T C SNV SFSWAP SFSWAP:exonic:NM_001261411.1 1 100 16 synonymous NM_001261411.1c.2670T>C p.(=) 0.33 0.11(COSM3753053)Alternative splicing regulator,Surp modulers7136643 3.00E-04 1.0 (pos.132271113) adenocarcinoma,neoplasmSplicing factor, suppressor-of-white-apricot familyRNA binding,RNA processing,alternative mRNA splicing, via spliceosome,mRNA 5'-splice site recognition,negative regulation of mRNA splicing, via spliceosome,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedChild Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersT=0, C=33 T=0.0, C=1.0 0.00001 504.598 33 T=0/0, C=21/12

chr5:149644597 G/G T G SNV CAMK2A CAMK2A:intronic:NM_015981.3 1 100 intronic NM_015981.3c.158-19A>Cp.? 0.62 Calcium/calmodulin dependent protein kinase II association domain,Domain of unknown function (DUF4440),Protein kinase domain,Protein tyrosine kinase,SnoaL-like domainrs891938 0.0078 9.997E-1 (pos.149644597) Calcium/calmodulin-dependent protein kinase II-alphaBasal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Cocaine-Related Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Genetic Diseases, Inborn;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Hyperalgesia;Liver Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Sensation Disorders;Somatosensory Disorders;Substance-Related Disorders(2Z,3E)-2,3'-BIINDOLE-2',3(1H,1'H)-DIONE 3-{O-(3R)-3,4-DIHYDROXYBUTYLOXIME},1,4-Dithiothreitol,Hexatantalum DodecabromideT=0, G=22 T=0.0, G=1.0 0.00001 298.795 22 T=0/0, G=8/14

chr5:150407456 C/C T C SNV GPX3 GPX3:intronic:NM_002084.4 1 100 intronic NM_002084.4c.460-14T>Cp.? 0.01 Glutathione peroxidasers8177447 0.1604 YES 9.753E-1;0.0 (pos.150407456) Glutathione peroxidase-3, plasmacellular oxidant detoxification,cellular response to oxidative stress,extracellular exosome,extracellular region,extracellular space,glutathione peroxidase activity,hydrogen peroxide catabolic process,oxidation-reduction process,protein binding,protein homotetramerization,response to lipid hydroperoxide,response to oxidative stress,selenium binding,transcription factor bindingAdenocarcinoma;Carcinoma;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endometriosis;Fanconi Syndrome;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Hyperinsulinism;Insulin Resistance;Kidney Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Prostatic Diseases;Prostatic Neoplasms;Renal Tubular Transport, Inborn Errors;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Urogenital Neoplasms;Urologic DiseasesGlutathione T=0, C=54 T=0.0, C=1.0 0.00001 797.907 54 T=0/0, C=40/14

chr5:150413406 C/C A C SNV TNIP1 TNIP1:intronic:NM_001252391.1 1 100 intronic NM_001252391.1c.1588-46T>Gp.? -0.37 rs2233305 0.1633 YES 9.651E-1 (pos.150413406) TNFAIP3-interacting protein 1MyD88-dependent toll-like receptor signaling pathway,cellular response to lipopolysaccharide,cytoplasm,cytosol,defense response,glycoprotein biosynthetic process,identical protein binding,inflammatory response,intracellular,leukocyte cell-cell adhesion,mitogen-activated protein kinase binding,modulation by symbiont of host I-kappaB kinase/NF-kappaB cascade,negative regulation of ERK1 and ERK2 cascade,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of viral genome replication,nucleoplasm,polyubiquitin modification-dependent protein binding,positive regulation of inflammatory response,positive regulation of protein deubiquitination,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein deubiquitination,regulation of inflammatory response,translationArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Breast Diseases;Breast Neoplasms;Connective Tissue Diseases;Dry Eye Syndromes;Eye Diseases;Immune System Diseases;Joint Diseases;Lacrimal Apparatus Diseases;Lupus Erythematosus, Systemic;Mouth Diseases;Musculoskeletal Diseases;Myasthenia Gravis;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Neuromuscular Junction Diseases;Psoriasis;Rheumatic Diseases;Salivary Gland Diseases;Scleroderma, Systemic;Sjogren's Syndrome;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Stomatognathic Diseases;XerostomiaA=0, C=32 A=0.0, C=1.0 0.00001 485.141 32 A=0/0, C=11/21

chr5:150413528 A/G A G SNV TNIP1 TNIP1:intronic:NM_001252391.1 1 50 intronic NM_001252391.1c.1588-168T>Cp.? -0.16 rs60602178 YES TNFAIP3-interacting protein 1MyD88-dependent toll-like receptor signaling pathway,cellular response to lipopolysaccharide,cytoplasm,cytosol,defense response,glycoprotein biosynthetic process,identical protein binding,inflammatory response,intracellular,leukocyte cell-cell adhesion,mitogen-activated protein kinase binding,modulation by symbiont of host I-kappaB kinase/NF-kappaB cascade,negative regulation of ERK1 and ERK2 cascade,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of viral genome replication,nucleoplasm,polyubiquitin modification-dependent protein binding,positive regulation of inflammatory response,positive regulation of protein deubiquitination,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein deubiquitination,regulation of inflammatory response,translationArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Breast Diseases;Breast Neoplasms;Connective Tissue Diseases;Dry Eye Syndromes;Eye Diseases;Immune System Diseases;Joint Diseases;Lacrimal Apparatus Diseases;Lupus Erythematosus, Systemic;Mouth Diseases;Musculoskeletal Diseases;Myasthenia Gravis;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Neuromuscular Junction Diseases;Psoriasis;Rheumatic Diseases;Salivary Gland Diseases;Scleroderma, Systemic;Sjogren's Syndrome;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Stomatognathic Diseases;XerostomiaA=16, G=16 A=0.5, G=0.5 0.00001 158.383 32 A=6/10, G=4/12

chr6:30899233 T/T C T SNV SFTA2 SFTA2:utr_3:NM_205854.2 1 100 3 utr_3 NM_205854.2c.269G>A p.? -0.73 Surfactant-associated protein 2rs4713402 0.1536 YES 5.346E-1 (pos.30899233) Golgi apparatus,extracellular region,transport vesicle C=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=13/13

chr6:30899571 T/T C T SNV SFTA2 SFTA2:exonic:NM_205854.2 1 100 2 synonymous NM_205854.2c.63G>A p.(=) 0.36 0.49(COSM4003894)Surfactant-associated protein 2rs2286656 0.1495 YES 3.385E-1;0.0 (pos.30899571)acute_myeloid_leukaemia,basal_cell_carcinomaGolgi apparatus,extracellular region,transport vesicle C=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=18/13

chr5:150704724 T/C T C SNV SLC36A2 SLC36A2:intronic:NM_181776.2 1 52.38 intronic NM_181776.2c.1010+123A>Gp.? -0.02 Transmembrane amino acid transporter proteinrs246497 YES Solute carrier family 36 (proton/amino acid symporter), member 2L-alanine transmembrane transporter activity,L-alanine transport,L-proline transmembrane transporter activity,amino acid transmembrane transporter activity,amino acid transport,extracellular exosome,glycine transmembrane transporter activity,glycine transport,hydrogen ion transmembrane transport,hydrogen ion transmembrane transporter activity,hydrogen:amino acid symporter activity,integral component of membrane,ion transport,plasma membrane,proline transmembrane transport,vacuolar membraneAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Renal Tubular Transport, Inborn Errors;Urolithiasis;Urologic DiseasesCycloserine T=10, C=11 T=0.4762, C=0.5238 0.00001 95.3022 21 T=2/8, C=5/6

chr5:150704758 A/G A G SNV SLC36A2 SLC36A2:intronic:NM_181776.2 1 52.38 intronic NM_181776.2c.1010+89T>Cp.? -2.9 Transmembrane amino acid transporter proteinrs246496,rs386693612 YES 9.827E-1 (pos.150704758) Solute carrier family 36 (proton/amino acid symporter), member 2L-alanine transmembrane transporter activity,L-alanine transport,L-proline transmembrane transporter activity,amino acid transmembrane transporter activity,amino acid transport,extracellular exosome,glycine transmembrane transporter activity,glycine transport,hydrogen ion transmembrane transport,hydrogen ion transmembrane transporter activity,hydrogen:amino acid symporter activity,integral component of membrane,ion transport,plasma membrane,proline transmembrane transport,vacuolar membraneAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Renal Tubular Transport, Inborn Errors;Urolithiasis;Urologic DiseasesCycloserine A=10, G=11 A=0.4762, G=0.5238 0.00001 95.3003 21 A=2/8, G=5/6

chr8:22021517 G/A G A SNV SFTPC SFTPC:exonic:NM_001172410.1 1 45.83 5 missense NM_001172410.1c.557G>A p.Ser186Asn 0.61 0.06 46 0.005 0.27(COSM3763250)BRICHOS domain,Surfactant protein C, N terminal propeptiders1124 0.3349 YES 3.265E-1 (pos.22021517) adenocarcinoma,ductal_carcinomaSurfactant, pulmonary-associated protein C (pulmonary surfactant apoprotein-2, SP-C)cellular protein metabolic process,clathrin-coated endocytic vesicle,endoplasmic reticulum membrane,extracellular region,extracellular space,identical protein binding,integral component of membrane,lamellar body,multivesicular body lumen,protein binding,respiratory gaseous exchangeAdnexal Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Infant, Newborn, Diseases;Infant, Premature, Diseases;Lung Diseases;Lung Diseases, Interstitial;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Pulmonary Alveolar Proteinosis;Pulmonary Fibrosis;Respiration Disorders;Respiratory Distress Syndrome, Newborn;Respiratory Tract DiseasesBenign G=13, A=11 G=0.5417, A=0.4583 0.00001 93.4399 24 G=2/11, A=2/9

chr5:150887200 G/G A G SNV FAT2 FAT2:intronic:NM_001447.2 1 100 intronic NM_001447.2c.12060-28T>Cp.? -1.22 Cadherin domain,EGF-like domain,Human growth factor-like EGF,Laminin G domainrs41290577 0.1804 YES 1.507E-1 (pos.150887200) Fat tumor suppressor, Drosophila, homolog of, 2calcium ion binding,cell-cell adherens junction,epithelial cell migration,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,nucleus,plasma membraneCarcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous CellA=0, G=49 A=0.0, G=1.0 0.00001 831.627 49 A=0/0, G=23/26

chr17:48252804 C/C T C SNV SGCA SGCA:utr_3:NM_000023.3 1 100 9 utr_3 NM_000023.3c.1170T>C p.? -3.61 Sarcoglycan alpha/epsilonrs2696288 0.0411 YES 9.998E-1 (pos.48252804) Sarcoglycan, alpha (50kD dystrophin-associated glycoprotein; adhalin)calcium ion binding,cell-cell junction,cytoplasm,cytoskeleton,dystrophin-associated glycoprotein complex,integral component of membrane,membrane organization,membrane raft,muscle contraction,muscle organ development,protein binding,response to denervation involved in regulation of muscle adaptation,sarcoglycan complex,sarcolemma,skeletal muscle tissue regenerationCardiomyopathies;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Respiration Disorders;Respiratory Tract Diseases;SarcoglycanopathiesBenign T=0, C=21 T=0.0, C=1.0 0.00001 281.231 21 T=0/0, C=7/14

chr5:155771579 C/C T C SNV SGCD SGCD:exonic:NM_001128209.1 1 100 2 synonymous NM_001128209.1c.81T>C p.(=) -0.35 0.17(COSM4159670),0.17(COSM4159671)Sarcoglycan complex subunit proteinrs1801193 0.4316 YES 7.835E-1 (pos.155771579)neoplasm Sarcoglycan, delta (35kD dystrophin-associated glycoprotein)cardiac muscle tissue development,cytoplasm,cytoskeleton,dystrophin-associated glycoprotein complex,heart contraction,integral component of membrane,membrane organization,muscle cell development,muscle organ development,plasma membrane,sarcoglycan complex,sarcolemmaCardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Egg Hypersensitivity;Food Hypersensitivity;Genetic Diseases, Inborn;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Respiration Disorders;Respiratory Tract Diseases;SarcoglycanopathiesBenign T=0, C=119 T=0.0, C=1.0 0.00001 1913.83 119 T=0/0, C=50/69

chr13:23898509 T/C T C SNV SGCG SGCG:exonic:NM_000231.2 1 50 8 synonymous NM_000231.2c.705T>C p.(=) 0.04 Sarcoglycan complex subunit proteinrs1800353 0.3347 YES 7.69E-1 (pos.23898509) Sarcoglycan, gamma (35kD dystrophin-associated glycoprotein)cardiac muscle tissue development,cytoplasm,cytoskeleton,heart contraction,integral component of membrane,membrane organization,muscle cell development,muscle organ development,nucleoplasm,plasma membrane,protein binding,sarcoglycan complex,sarcolemmaArthritis;Cardiomyopathies;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Joint Diseases;Metabolic Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Osteoarthritis;Respiration Disorders;Respiratory Tract Diseases;Rheumatic Diseases;SarcoglycanopathiesBenign/Likely benignT=16, C=16 T=0.5, C=0.5 0.00001 158.383 32 T=11/5, C=12/4

chr2:223423362 G/G A G SNV SGPP2 SGPP2:exonic:NM_152386.3 1 100 5 synonymous NM_152386.3c.945A>G p.(=) -2.47 PAP2 superfamilyrs4674664 0.0669 YES 9.999E-1 (pos.223423362) Sphingosine-1-phosphate phosphatase 2dephosphorylation,dihydrosphingosine-1-phosphate phosphatase activity,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,sphingolipid biosynthetic process,sphingosine metabolic process,sphingosine-1-phosphate phosphatase activityA=0, G=121 A=0.0, G=1.0 0.00001 1953.69 121 A=0/0, G=62/59

chr7:101928495 G/C G C SNV SH2B2 SH2B2:exonic:NM_020979.4 1 47.62 1 missense NM_020979.4c.46G>C p.Ala16Pro -0.84 27 PH domain,Phenylalanine zipper,SH2 domainrs803074 0.369 YES 2.984E-1 (pos.101928495) B-1 B cell homeostasis,JAK pathway signal transduction adaptor activity,SH3/SH2 adaptor activity,actin cytoskeleton organization,actin filament,antigen receptor-mediated signaling pathway,blood coagulation,brown fat cell differentiation,cytokine-mediated signaling pathway,cytoplasm,cytosol,identical protein binding,insulin receptor signaling pathway,intracellular signal transduction,nervous system development,plasma membrane,positive regulation of signal transduction,protein binding,regulation of JAK-STAT cascade,regulation of Ras protein signal transduction,regulation of metabolic process,ruffle,signal transducer activity,signal transduction,signaling adaptor activity,stress fiber,transmembrane receptor protein tyrosine kinase adaptor activityG=22, C=20 G=0.5238, C=0.4762 0.00001 212.953 42 G=16/6, C=6/14

chr19:6751281 C/T C T SNV

SH2D3A,TRI

P10 SH2D3A:downstream:NM_005490.2, TRIP10:utr_3:NM_004240.3 1
50

14 utr_3 NM_004240.3, NM_005490.2c.1697C>T, c.*1323G>Ap.?, p.? 1.8 0.65(COSM4594151)Fes/CIP4, and EFC/F-BAR homology domain,SH3 domainrs1049230,rs386806353,rs67734276YES 2.542E-1 (pos.6751281) carcinoma,neoplasm,squamous_cell_carcinomaThyroid hormone receptor interactor 10GTPase activator activity,Golgi apparatus,JNK cascade,SH3/SH2 adaptor activity,actin cytoskeleton organization,cell communication,cell cortex,cell projection,cytoplasm,cytoskeleton,cytosol,endocytosis,extracellular exosome,guanyl-nucleotide exchange factor activity,identical protein binding,intracellular,intracellular membrane-bounded organelle,lipid binding,lysosome,membrane organization,nucleoplasm,perinuclear region of cytoplasm,phagocytic cup,positive regulation of GTPase activity,positive regulation of signal transduction,protein binding,regulation of molecular function,regulation of small GTPase mediated signal transduction,signal transduction,small GTPase mediated signal transductionBenign C=14, T=14 C=0.5, T=0.5 0.00001 113.847 28 C=10/4, T=5/9

chr8:19221700 G/A G A SNV SH2D4A SH2D4A:exonic:NM_001174159.1 1 47.62 7 missense NM_001174159.1c.824G>A p.Ser275Asn 0.09 0.51 46 0.001 0.05(COSM5034179)SH2 domain rs34608771 0.3103 YES 5.162E-2;0.0 (pos.19221700)carcinoma SH2 domain-containing protein 4Acytosol,negative regulation of phosphatase activity,phosphatase binding,protein bindingG=22, A=20 G=0.5238, A=0.4762 0.00001 214.147 42 G=3/19, A=8/12

chr1:21050958 T/T C T SNV SH2D5 SH2D5:exonic:NM_001103161.1 1 100 6 synonymous NM_001103161.1c.561G>A p.(=) 0.63 rs592060 0.244 YES 9.932E-1 (pos.21050958) cell junction,postsynaptic density,postsynaptic membrane,protein bindingC=0, T=35 C=0.0, T=1.0 0.00001 543.903 35 C=0/0, T=23/12

chr2:235950187 C/C T C SNV SH3BP4 SH3BP4:exonic:NM_014521.2 1 100 4 synonymous NM_014521.2c.774T>C p.(=) -3.69 0.05(COSM4133563)SH3 domain,Variant SH3 domain,ZU5 domainrs1469375,rs386656493 0.45 YES 9.226E-1 (pos.235950187)neoplasm SH3 domain-binding protein 4GDP-dissociation inhibitor activity,Ras GTPase binding,amino acid import,cellular response to amino acid stimulus,clathrin-coated pit,clathrin-coated vesicle,cytoplasm,endocytosis,extracellular exosome,identical protein binding,negative regulation of GTPase activity,negative regulation of TOR signaling,negative regulation of cell growth,negative regulation of cell proliferation,nucleus,positive regulation of autophagy,protein binding,protein localization to lysosome,regulation of catalytic activityT=0, C=79 T=0.0, C=1.0 0.00001 1269.33 79 T=0/0, C=37/42

chr2:235962513 C/T C T SNV SH3BP4 SH3BP4:utr_3:NM_014521.2 1 47.62 6 utr_3 NM_014521.2c.2945C>T p.? -0.02 SH3 domain,Variant SH3 domain,ZU5 domainrs10929083 YES SH3 domain-binding protein 4GDP-dissociation inhibitor activity,Ras GTPase binding,amino acid import,cellular response to amino acid stimulus,clathrin-coated pit,clathrin-coated vesicle,cytoplasm,endocytosis,extracellular exosome,identical protein binding,negative regulation of GTPase activity,negative regulation of TOR signaling,negative regulation of cell growth,negative regulation of cell proliferation,nucleus,positive regulation of autophagy,protein binding,protein localization to lysosome,regulation of catalytic activityC=11, T=10 C=0.5238, T=0.4762 0.00001 81.1084 21 C=6/5, T=6/4

chr3:15311325 A/G A G SNV SH3BP5 SH3BP5:exonic:NM_004844.4 1 47.62 4 synonymous NM_004844.4c.390T>C p.(=) -3.24 0.01(COSM4002492)SH3 domain-binding protein 5 (SH3BP5)rs1287467 0.3148 YES 1.621E-1 (pos.15311325) acute_myeloid_leukaemia,carcinoma,osteosarcomaSH3 domain-binding protein 5SH3 domain binding,cytoplasm,intracellular,intracellular signal transduction,mitochondrion,negative regulation of protein tyrosine kinase activity,protein binding,protein kinase inhibitor activity,signal transductionMental Disorders;Substance-Related DisordersA=11, G=10 A=0.5238, G=0.4762 0.00001 82.29 21 A=8/3, G=8/2

chr9:17579189 CG/CG C CG INDEL SH3GL2 SH3GL2:utr_5:NM_003026.3 1 100 1 utr_5 NM_003026.3c.-52C>CG p.? 0.59 BAR domain,Bin/amphiphysin/Rvs domain for vesicular trafficking,SH3 domain,Variant SH3 domainrs201727474 SH3 domain, GRB2-like, 2Golgi membrane,antigen processing and presentation of exogenous peptide antigen via MHC class II,cellular response to brain-derived neurotrophic factor stimulus,central nervous system development,clathrin-coated endocytic vesicle membrane,cytosol,dendrite extension,early endosome,extracellular exosome,identical protein binding,lipid binding,membrane organization,microtubule-based movement,negative regulation of epidermal growth factor receptor signaling pathway,neuron projection development,plasma membrane,protein binding,regulation of receptor internalization,signal transduction,synapse,synaptic vesicle uncoatingBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersC=0, CG=39 C=0.0, CG=1.0 0.00001 379.396 39 C=0/0, CG=14/25

chr9:17579198 G/G T G SNV SH3GL2 SH3GL2:utr_5:NM_003026.3 1 100 1 utr_5 NM_003026.3c.-43T>G p.? -0.07 BAR domain,Bin/amphiphysin/Rvs domain for vesicular trafficking,SH3 domain,Variant SH3 domainrs4961574 0 1.0 (pos.17579198) SH3 domain, GRB2-like, 2Golgi membrane,antigen processing and presentation of exogenous peptide antigen via MHC class II,cellular response to brain-derived neurotrophic factor stimulus,central nervous system development,clathrin-coated endocytic vesicle membrane,cytosol,dendrite extension,early endosome,extracellular exosome,identical protein binding,lipid binding,membrane organization,microtubule-based movement,negative regulation of epidermal growth factor receptor signaling pathway,neuron projection development,plasma membrane,protein binding,regulation of receptor internalization,signal transduction,synapse,synaptic vesicle uncoatingBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersT=0, G=39 T=0.0, G=1.0 0.00001 613.399 39 T=0/0, G=14/25

chr10:105361816 G/G T G SNV SH3PXD2A SH3PXD2A:exonic:NM_014631.2 1 100 14 synonymous NM_014631.2c.3075A>C p.(=) 0.1 0.18(COSM4144326)PX domain,SH3 domain,Variant SH3 domainrs4918031 0.2294 YES 9.992E-1 (pos.105361816)Wilms_tumour,neoplasm cell junction,cell projection,cytosol,extracellular matrix organization,osteoclast fusion,oxidation-reduction process,phosphatidylinositol binding,podosome,podosome assembly,positive regulation of catalytic activity,protein binding,superoxide metabolic process,superoxide-generating NADPH oxidase activator activityT=0, G=22 T=0.0, G=1.0 0.00001 298.879 22 T=0/0, G=11/11

chr5:145393364 T/T C T SNV SH3RF2 SH3RF2:exonic:NM_152550.3 1 100 5 missense NM_152550.3c.799C>T p.Arg267Cys 0.65 0.05 180 0.004 0.07(COSM4159598)RING-type zinc-finger,Ring finger domain,SH3 domain,Variant SH3 domain,Zinc finger, C3HC4 type (RING finger),zinc-RING finger domainrs758037 0.3901 YES 7.029E-1 (pos.145393364)ductal_carcinoma,neoplasmSH3 domain-containing RING finger protein 2metal ion binding,negative regulation of phosphatase activity,nucleoplasm,phosphatase binding,protein binding,protein phosphatase 1 binding,protein phosphatase inhibitor activity,protein ubiquitination,transferase activityC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=16/6

chr5:158139856 T/C T C SNV EBF1 EBF1:intronic:NM_024007.4 1 59.09 intronic NM_024007.4c.1369+122A>Gp.? -0.68 IPT/TIG domain,Transcription factor COE1 DNA-binding domain,Transcription factor COE1 helix-loop-helix domainrs12520521 YES C2H2 zinc finger domain binding,DNA binding,metal ion binding,multicellular organism development,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedBreast Diseases;Breast Neoplasms;Carcinogenesis;Cell Transformation, Neoplastic;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Follicular;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplastic Processes;Skin Diseases;Skin and Connective Tissue DiseasesT=9, C=13 T=0.4091, C=0.5909 0.00001 122.563 22 T=4/5, C=10/3

chr5:158697481 G/G C G SNV UBLCP1 UBLCP1:intronic:NM_145049.4 1 100 intronic NM_145049.4c.332+28C>Gp.? -0.13 NLI interacting factor-like phosphatase,Ubiquitin family,Ubiquitin-like domainrs3734104 0.3869 YES 5.437E-1 (pos.158697481) Ubiquitin-like domain-containing CTD phosphatase 1nucleolus,nucleus,protein binding,protein dephosphorylation,protein serine/threonine phosphatase activityC=0, G=47 C=0.0, G=1.0 0.00001 789.319 47 C=0/0, G=12/35

chr5:145439647 C/C T C SNV SH3RF2 SH3RF2:exonic:NM_152550.3 1 100 9 missense NM_152550.3c.1774T>C p.Trp592Arg 0.69 1 101 0 0.22(COSM4159600)RING-type zinc-finger,Ring finger domain,SH3 domain,Variant SH3 domain,Zinc finger, C3HC4 type (RING finger),zinc-RING finger domainrs2962525 1.00E-04 1.0 (pos.145439647) neoplasm SH3 domain-containing RING finger protein 2metal ion binding,negative regulation of phosphatase activity,nucleoplasm,phosphatase binding,protein binding,protein phosphatase 1 binding,protein phosphatase inhibitor activity,protein ubiquitination,transferase activityT=0, C=60 T=0.0, C=1.0 0.00001 874.962 60 T=0/0, C=22/38

chr5:160044855 A/A G A SNV ATP10B ATP10B:intronic:NM_025153.2 1 100 intronic NM_025153.2c.2526+16C>Tp.? 0.48 Cation transport ATPase (P-type),Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs1363199 0.2015 YES 8.424E-1;0.0 (pos.160044855) ATP binding,cytoplasmic vesicle membrane,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,magnesium ion binding,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein bindingG=0, A=33 G=0.0, A=1.0 0.00001 504.591 33 G=0/0, A=26/7

chr5:160047265 G/G C G SNV ATP10B ATP10B:intronic:NM_025153.2 1 100 intronic NM_025153.2c.2416+89G>Cp.? 0.3 Cation transport ATPase (P-type),Phospholipid-translocating ATPase N-terminal,Phospholipid-translocating P-type ATPase C-terminalrs6862674 YES ATP binding,cytoplasmic vesicle membrane,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,magnesium ion binding,phospholipid translocation,phospholipid-translocating ATPase activity,plasma membrane,protein bindingC=0, G=34 C=0.0, G=1.0 0.00001 524.184 34 C=0/0, G=24/10

chr4:8228894 C/C T C SNV SH3TC1 SH3TC1:exonic:NM_018986.4 1 100 12 synonymous NM_018986.4c.1473T>C p.(=) -4.13 0.01(COSM4159230)SH3 domain rs1292647 3.00E-04 YES 9.999E-1 (pos.8228894) neoplasm biological_process,cellular_componentColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesT=0, C=22 T=0.0, C=1.0 0.00001 298.887 22 T=0/0, C=19/3

chr4:8229774 C/T C T SNV SH3TC1 SH3TC1:exonic:NM_018986.4 1 57.14 12 missense NM_018986.4c.2353C>T p.Arg785Cys 0.55 0.15 180 0.017 0.06(COSM4159232)SH3 domain rs1281149 0.2326 YES 4.729E-1 (pos.8229774) neoplasm biological_process,cellular_componentColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesC=9, T=12 C=0.4286, T=0.5714 0.00001 109.102 21 C=5/4, T=5/7

chr5:161322889 A/A G A SNV GABRA1 GABRA1:intronic:NM_001127645.1 1 100 intronic NM_001127645.1c.1059+15G>Ap.? 0.16 Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs2279020 0.3409 YES 4.337E-1 (pos.161322889) Gamma-aminobutyric acid (GABA) A receptor, alpha-1GABA receptor activity,GABA receptor complex,GABA-A receptor activity,GABA-A receptor complex,GABA-gated chloride ion channel activity,cell junction,cellular response to histamine,chloride channel complex,chloride transmembrane transport,chloride transport,cytoplasmic vesicle membrane,drug binding,extracellular ligand-gated ion channel activity,gamma-aminobutyric acid signaling pathway,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,plasma membrane,postsynaptic membrane,regulation of postsynaptic membrane potential,signal transduction,synapse,synaptic transmission, GABAergic,transmitter-gated ion channel activity involved in regulation of postsynaptic membrane potential,transportAdnexal Diseases;Amyotrophic Lateral Sclerosis;Ataxia;Autistic Disorder;Brain Diseases;Brain Diseases, Metabolic;Central Nervous System Diseases;Child Development Disorders, Pervasive;Cysts;Digestive System Diseases;Dyskinesias;Endocrine System Diseases;Epilepsies, Myoclonic;Epilepsy;Epilepsy, Absence;Epilepsy, Generalized;Essential Tremor;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Hepatic Encephalopathy;Hepatic Insufficiency;Liver Diseases;Liver Failure;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Movement Disorders;Myoclonic Epilepsy, Juvenile;Neoplasms;Nervous System Diseases;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Ovarian Cysts;Ovarian Diseases;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 ProteinopathiesAcamprosate,Adinazolam,Adipiplon,Alprazolam,Amobarbital,Amoxapine,Aprobarbital,Barbital,Barbituric acid derivative,Bromazepam,Butabarbital,Butalbital,Butethal,Chlordiazepoxide,Cinolazepam,Clobazam,Clonazepam,Clorazepate,Clotiazepam,Desflurane,Diazepam,Dihydroquinidine barbiturate,Enflurane,Ergoloid mesylate,Estazolam,Eszopiclone,Ethanol,Ethchlorvynol,Etizolam,Etomidate,Fludiazepam,Flumazenil,Flurazepam,Ganaxolone,Ginkgo biloba,Glutethimide,Halazepam,Halothane,Heptabarbital,Hexobarbital,Isoflurane,Ketazolam,Lorazepam,Meprobamate,Metharbital,Methohexital,Methoxyflurane,Methylphenobarbital,Methyprylon,Midazolam,Nitrazepam,Olanzapine,Oxazepam,Pentobarbital,Phenobarbital,Picrotoxin,Prasterone,Prazepam,Primidone,Progabide,Propofol,Quazepam,Quinidine barbiturate,Secobarbital,Sevoflurane,Stiripentol,Talbutal,Temazepam,Thiamylal,Thiocolchicoside,Thiopental,Topiramate,Triazolam,Zaleplon,Zolpidem,ZopicloneBenign/Likely benignG=0, A=22 G=0.0, A=1.0 0.00001 298.885 22 G=0/0, A=10/12

chr4:8229713 A/G A G SNV SH3TC1 SH3TC1:exonic:NM_018986.4 1 50 12 synonymous NM_018986.4c.2292A>G p.(=) 1.36 0.17(COSM5424714)SH3 domain rs1281148,rs769062052 0.2391 YES 1.178E-4;0.0 (pos.8229699),4.727E-1 (pos.8229713)acute_myeloid_leukaemia biological_process,cellular_componentColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesA=10, G=10 A=0.5, G=0.5 0.00001 82.8861 20 A=6/4, G=7/3

chr5:148407708 C/C A C SNV SH3TC2 SH3TC2:exonic:NM_024577.3 1 100 11 synonymous NM_024577.3c.1587T>G p.(=) 0.03 SH3 domain rs1432794,rs863224454,rs8632247810.0309 YES 9.998E-1 (pos.148407708) SH3 domain and tetratricopeptide repeat domain 2peripheral nervous system myelin maintenance,plasma membrane,recycling endosome,regulation of ERBB signaling pathway,regulation of intracellular protein transportCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;PolyneuropathiesBenign/Likely benignA=0, C=89 A=0.0, C=1.0 0.00001 1472.21 89 A=0/0, C=64/25

chr9:37974743 C/C T C SNV SHB SHB:exonic:NM_003028.2 1 100 3 synonymous NM_003028.2c.930A>G p.(=) -6.17 0.01(COSM4163862)SH2 domain rs1138374 0.4838 YES 7.848E-1 (pos.37974743) hepatocellular_carcinoma,neoplasmSHB adaptor protein (a Src homology 2 protein)B cell proliferation,SH3/SH2 adaptor activity,T cell receptor signaling pathway,angiogenesis,apoptotic process,cell differentiation,cytoplasmic ribonucleoprotein granule,cytosol,hematopoietic stem cell proliferation,negative regulation of oocyte maturation,negative regulation of protein kinase activity,nucleoplasm,phosphotyrosine residue binding,plasma membrane,positive regulation of T-helper cell differentiation,positive regulation of mitotic cell cycle,positive regulation of signal transduction,protein binding,signal transduction,vascular endothelial growth factor receptor signaling pathwayT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=13/11

chr5:16508674 G/G A G SNV RETREG1 RETREG1:intronic:NM_001034850.2 1 100 intronic NM_001034850.2c.459-25093T>Cp.? -0.22 rs332811 0.3785 YES 3.611E-1 (pos.16508674) Golgi apparatus,cis-Golgi network,endoplasmic reticulum,integral component of endoplasmic reticulum membrane,negative regulation of neuron apoptotic process,nuclear body,protein binding,reticulophagy,sensory perception of painBenign A=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=11/12

chr5:16762646 C/C T C SNV MYO10 MYO10:intronic:NM_012334.2 1 100 intronic NM_012334.2c.1587+8A>Gp.? -0.82 0.07(COSM5427267),0.07(COSM5427268)FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain),PH domain,Pleckstrin homology domain,Ras association (RalGDS/AF-6) domain,Unconventional myosin-X coiled coil domainrs31511 0.0168 YES 8.006E-1 (pos.16762646) acute_myeloid_leukaemiaMyosin X ATP binding,Fc-gamma receptor signaling pathway involved in phagocytosis,actin filament binding,actin-dependent ATPase activity,calmodulin binding,cell cortex,cytoskeleton-dependent intracellular transport,cytosol,filopodium membrane,filopodium tip,lamellipodium,motor activity,myosin complex,neuron projection,neuronal cell body,nucleolus,phosphatidylinositol-3,4,5-trisphosphate binding,plasma membrane,plus-end directed microfilament motor activity,positive regulation of cell-cell adhesion,protein binding,regulation of cell shape,regulation of filopodium assembly,ruffle,signal transduction,spectrin bindingDepressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood DisordersT=0, C=66 T=0.0, C=1.0 0.00001 1015.4 66 T=0/0, C=49/17

chr5:16763908 G/A G A SNV MYO10 MYO10:intronic:NM_012334.2 1 50 intronic NM_012334.2c.1327-44C>Tp.? -1.49 FERM central domain,IQ calmodulin-binding motif,MyTH4 domain,Myosin head (motor domain),PH domain,Pleckstrin homology domain,Ras association (RalGDS/AF-6) domain,Unconventional myosin-X coiled coil domainrs39900 0.1439 YES 1.527E-1 (pos.16763908) Myosin X ATP binding,Fc-gamma receptor signaling pathway involved in phagocytosis,actin filament binding,actin-dependent ATPase activity,calmodulin binding,cell cortex,cytoskeleton-dependent intracellular transport,cytosol,filopodium membrane,filopodium tip,lamellipodium,motor activity,myosin complex,neuron projection,neuronal cell body,nucleolus,phosphatidylinositol-3,4,5-trisphosphate binding,plasma membrane,plus-end directed microfilament motor activity,positive regulation of cell-cell adhesion,protein binding,regulation of cell shape,regulation of filopodium assembly,ruffle,signal transduction,spectrin bindingDepressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood DisordersG=18, A=18 G=0.5, A=0.5 0.00001 185.885 36 G=7/11, A=6/12

chr9:38068532 G/G A G SNV SHB SHB:exonic:NM_003028.2 1 100 1 synonymous NM_003028.2c.111T>C p.(=) 0.21 0.01(COSM6351426),0.01(COSM6351427)SH2 domain rs3750444 YES 4.801E-1 (pos.38068532) carcinoma SHB adaptor protein (a Src homology 2 protein)B cell proliferation,SH3/SH2 adaptor activity,T cell receptor signaling pathway,angiogenesis,apoptotic process,cell differentiation,cytoplasmic ribonucleoprotein granule,cytosol,hematopoietic stem cell proliferation,negative regulation of oocyte maturation,negative regulation of protein kinase activity,nucleoplasm,phosphotyrosine residue binding,plasma membrane,positive regulation of T-helper cell differentiation,positive regulation of mitotic cell cycle,positive regulation of signal transduction,protein binding,signal transduction,vascular endothelial growth factor receptor signaling pathwayA=0, G=34 A=0.0, G=1.0 0.00001 518.026 34 A=0/0, G=6/28

chr16:46655210 G/G A G SNV SHCBP1 SHCBP1:exonic:NM_024745.4 1 100 1 missense NM_024745.4c.62T>C p.Met21Thr -0.33 1 81 0 0(COSM3754898)Periplasmic copper-binding protein (NosD),Right handed beta helix regionrs6598679 1.00E-04 1.0;0.0 (pos.46655210) adenocarcinoma,neoplasmSHC SH2 domain-binding protein 1SH2 domain binding,cytoplasm,fibroblast growth factor receptor signaling pathway,midbody,protein binding,regulation of neural precursor cell proliferation,spindleA=0, G=30 A=0.0, G=1.0 0.00001 446.638 30 A=0/0, G=12/18

chr5:167798585 C/T C T SNV WWC1 WWC1:intronic:NM_001161661.1 1 97.56 intronic NM_001161661.1c.229+47C>Tp.? -1.33 C2 domain,WW domainrs2287703 0.4272 YES 7.286E-1 (pos.167798585) WW, C2, and coiled-coil domain-containing 1cell migration,cytoplasm,cytosol,establishment of cell polarity,hippo signaling,kinase binding,negative regulation of hippo signaling,negative regulation of organ growth,negative regulation of transcription from RNA polymerase II promoter,nucleus,perinuclear region of cytoplasm,positive regulation of MAPK cascade,protein binding,protein binding, bridging,protein complex,protein complex scaffold activity,regulation of hippo signaling,regulation of intracellular transport,ruffle membrane,transcription coactivator activity,transcription, DNA-templatedC=1, T=40 C=0.0244, T=0.9756 0.00001 631.841 41 C=0/1, T=26/14

chr5:167920779 T/A T A SNV RARS RARS:intronic:NM_002887.3 1 50 intronic NM_002887.3c.370-120T>Ap.? -0.79 Arginyl tRNA synthetase N terminal domain,DALR anticodon binding domain,tRNA synthetases class I (R)rs74936344 YES Arginyl-tRNA synthetaseATP binding,aminoacyl-tRNA synthetase multienzyme complex,arginine binding,arginine-tRNA ligase activity,arginyl-tRNA aminoacylation,cadherin binding,cytoplasm,cytosol,extracellular exosome,ligase activity,membrane,mitochondrion,nucleoplasm,nucleus,protein binding,tRNA aminoacylation for protein translation,tRNA bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=23, A=23 T=0.5, A=0.5 0.00001 258.572 46 T=11/12, A=16/7

chr1:154474131 G/G C G SNV SHE,TDRD10 SHE:exonic:NM_001010846.2, TDRD10:upstream:NM_001098475.1 1
100

1 synonymous NM_001010846.2, NM_001098475.1c.372G>C, c.-5249C>Gp.(=), p.? 0.12 0.39(COSM3750395)SH2 domain rs4845635 0.1683 YES 9.128E-1 (pos.154474131)adenocarcinoma,ductal_carcinomaSH2 domain-containing protein ERNA binding,SH3/SH2 adaptor activity,positive regulation of signal transduction,protein binding,signal transductionC=0, G=50 C=0.0, G=1.0 0.00001 852.748 50 C=0/0, G=45/5

chr4:77660731 C/G C G SNV SHROOM3 SHROOM3:exonic:NM_020859.3 1 59.09 5 missense NM_020859.3c.1405C>G p.Pro469Ala 3.26 0.02 27 0.668 0.9(COSM1431106)Apx/Shroom domain ASD1,Apx/Shroom domain ASD2,PDZ domain (Also known as DHR or GLGF)rs344141 0.3858 YES 2.508E-1;0.0 (pos.77660731)acute_myeloid_leukaemia,ductal_carcinomaShroom family member 3actin filament binding,adherens junction,apical junction complex,apical plasma membrane,apical protein localization,cell morphogenesis,cellular pigment accumulation,cytoplasm,cytoskeleton,epithelial cell development,microtubule,neural tube closure,pattern specification process,regulation of cell shapeDigestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Kidney Diseases;Leukocyte Disorders;Male Urogenital Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Urologic DiseasesBenign C=9, G=13 C=0.4091, G=0.5909 0.00001 122.403 22 C=6/3, G=8/5

chr4:77662309 C/T C T SNV SHROOM3 SHROOM3:exonic:NM_020859.3 1 55.77 5 synonymous NM_020859.3c.2983C>T p.(=) 0.1 0.14(COSM3749885)Apx/Shroom domain ASD1,Apx/Shroom domain ASD2,PDZ domain (Also known as DHR or GLGF)rs344143 0.4161 YES 4.261E-1 (pos.77662309) adenocarcinoma,neoplasmShroom family member 3actin filament binding,adherens junction,apical junction complex,apical plasma membrane,apical protein localization,cell morphogenesis,cellular pigment accumulation,cytoplasm,cytoskeleton,epithelial cell development,microtubule,neural tube closure,pattern specification process,regulation of cell shapeDigestive System Diseases;Eosinophilia;Eosinophilic Esophagitis;Esophageal Diseases;Esophagitis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Kidney Diseases;Leukocyte Disorders;Male Urogenital Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Urologic DiseasesBenign C=22, T=29 C=0.4314, T=0.5686 0.00001 308.166 52 C=12/10, T=10/19

chr3:164714532 T/T C T SNV SI SI:exonic:NM_001041.3 1 100 39 missense NM_001041.3c.4569G>A p.Met1523Ile -1.35 1 10 0 Glycosyl hydrolases family 31,N-terminal barrel of NtMGAM and CtMGAM, maltase-glucoamylase,Trefoil (P-type) domainrs4855271 0.0712 YES 9.189E-1 (pos.164714532) Sucrase-isomaltaseGolgi apparatus,alpha-1,4-glucosidase activity,apical plasma membrane,brush border,carbohydrate binding,carbohydrate metabolic process,extracellular exosome,integral component of membrane,oligo-1,6-glucosidase activity,plasma membrane,polysaccharide digestion,sucrose alpha-glucosidase activityCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesAcarbose,ScopolamineBenign C=0, T=248 C=0.0, T=1.0 0.00001 4208.41 248 C=0/0, T=119/129

chr5:169361 T/T C T SNV PLEKHG4B PLEKHG4B:intronic:NM_052909.4 1 100 intronic NM_052909.4c.3477-94C>Tp.? -2.06 RhoGEF domainrs13159868 YES Rho guanyl-nucleotide exchange factor activity,protein binding,regulation of Rho protein signal transduction,regulation of molecular functionC=0, T=34 C=0.0, T=1.0 0.00001 524.186 34 C=0/0, T=23/11

chr5:169702390 A/A C A SNV LCP2 LCP2:intronic:NM_005565.4 1 100 intronic NM_005565.4c.255-35G>Tp.? -1.41 SAM domain (Sterile alpha motif),SH2 domainrs2271146 0.4723 YES 7.948E-2 (pos.169702390) Lymphocyte cytosolic protein-2 (SH2 domain-containing leukocyte protein of 76kD)Fc-epsilon receptor signaling pathway,T cell receptor signaling pathway,TCR signalosome,cell-cell junction,cytokine secretion,cytosol,immune response,intracellular signal transduction,mast cell activation,plasma membrane raft,platelet activation,positive regulation of protein kinase activity,protein binding,transmembrane receptor protein tyrosine kinase signaling pathwayC=0, A=21 C=0.0, A=1.0 0.00001 281.235 21 C=0/0, A=14/7

chr5:169724471 G/A G A SNV LCP2 LCP2:intronic:NM_005565.4 1 59.18 intronic NM_005565.4c.78+67C>Tp.? -0.65 SAM domain (Sterile alpha motif),SH2 domainrs554080947 Lymphocyte cytosolic protein-2 (SH2 domain-containing leukocyte protein of 76kD)Fc-epsilon receptor signaling pathway,T cell receptor signaling pathway,TCR signalosome,cell-cell junction,cytokine secretion,cytosol,immune response,intracellular signal transduction,mast cell activation,plasma membrane raft,platelet activation,positive regulation of protein kinase activity,protein binding,transmembrane receptor protein tyrosine kinase signaling pathwayG=40, A=58 G=0.4082, A=0.5918 0.00001 710.289 98 G=26/14, A=40/18

chr3:164764719 A/A C A SNV SI SI:exonic:NM_001041.3 1 100 16 synonymous NM_001041.3c.1797G>T p.(=) -0.99 0.04(COSM1130299)Glycosyl hydrolases family 31,N-terminal barrel of NtMGAM and CtMGAM, maltase-glucoamylase,Trefoil (P-type) domainrs9838509 0.4024 YES 8.189E-1;0.0 (pos.164764719)adenocarcinomaSucrase-isomaltaseGolgi apparatus,alpha-1,4-glucosidase activity,apical plasma membrane,brush border,carbohydrate binding,carbohydrate metabolic process,extracellular exosome,integral component of membrane,oligo-1,6-glucosidase activity,plasma membrane,polysaccharide digestion,sucrose alpha-glucosidase activityCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesAcarbose,ScopolamineBenign C=0, A=35 C=0.0, A=1.0 0.00001 543.903 35 C=0/0, A=20/15

chr5:171480055 A/A G A SNV STK10 STK10:intronic:NM_005990.3 1 100 intronic NM_005990.3c.2653-9C>Tp.? -0.41 Polo kinase kinase,Protein kinase domain,Protein tyrosine kinasers4569891 0.3998 YES 7.423E-1;0.0 (pos.171480055) Serine/threonine protein kinase-10ATP binding,activation of protein kinase activity,cell cycle,cytoplasm,extracellular exosome,identical protein binding,lymphocyte aggregation,neutrophil degranulation,plasma membrane,protein autophosphorylation,protein binding,protein homodimerization activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of apoptotic process,regulation of lymphocyte migration,regulation of mitotic cell cycle,signal transduction by protein phosphorylation,specific granule membrane,stress-activated protein kinase signaling cascadeEndocrine Gland Neoplasms;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsG=0, A=79 G=0.0, A=1.0 0.00001 1269.33 79 G=0/0, A=40/39

chr5:171491650 G/G C G SNV STK10 STK10:intronic:NM_005990.3 1 100 intronic NM_005990.3c.2082+74G>Cp.? -0.41 Polo kinase kinase,Protein kinase domain,Protein tyrosine kinasers3812022 YES Serine/threonine protein kinase-10ATP binding,activation of protein kinase activity,cell cycle,cytoplasm,extracellular exosome,identical protein binding,lymphocyte aggregation,neutrophil degranulation,plasma membrane,protein autophosphorylation,protein binding,protein homodimerization activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of apoptotic process,regulation of lymphocyte migration,regulation of mitotic cell cycle,signal transduction by protein phosphorylation,specific granule membrane,stress-activated protein kinase signaling cascadeEndocrine Gland Neoplasms;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsC=0, G=35 C=0.0, G=1.0 0.00001 543.903 35 C=0/0, G=20/15

chr5:171491680 CT/CT C CT INDEL STK10 STK10:intronic:NM_005990.3 1 100 intronic NM_005990.3c.2082+44G>AGp.? 1.32 Polo kinase kinase,Protein kinase domain,Protein tyrosine kinase Serine/threonine protein kinase-10ATP binding,activation of protein kinase activity,cell cycle,cytoplasm,extracellular exosome,identical protein binding,lymphocyte aggregation,neutrophil degranulation,plasma membrane,protein autophosphorylation,protein binding,protein homodimerization activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of apoptotic process,regulation of lymphocyte migration,regulation of mitotic cell cycle,signal transduction by protein phosphorylation,specific granule membrane,stress-activated protein kinase signaling cascadeEndocrine Gland Neoplasms;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsC=0, CT=54 C=0.0, CT=1.0 0.00001 395.43 54 C=0/0, CT=19/35

chr5:171491682 T/T C T SNV STK10 STK10:intronic:NM_005990.3 1 100 intronic NM_005990.3c.2082+42G>Ap.? 0.28 Polo kinase kinase,Protein kinase domain,Protein tyrosine kinasers3812021 0.0499 YES 2.985E-2 (pos.171491682) Serine/threonine protein kinase-10ATP binding,activation of protein kinase activity,cell cycle,cytoplasm,extracellular exosome,identical protein binding,lymphocyte aggregation,neutrophil degranulation,plasma membrane,protein autophosphorylation,protein binding,protein homodimerization activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of apoptotic process,regulation of lymphocyte migration,regulation of mitotic cell cycle,signal transduction by protein phosphorylation,specific granule membrane,stress-activated protein kinase signaling cascadeEndocrine Gland Neoplasms;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsC=0, T=54 C=0.0, T=1.0 0.00001 797.318 54 C=0/0, T=19/35

chr3:164793758 C/A C A SNV SI SI:exonic:NM_001041.3 1 47.62 2 missense NM_001041.3c.43G>T p.Val15Phe 2.19 0.01 50 0.955 0.87(COSM3759859),0.87(COSM5829615)Glycosyl hydrolases family 31,N-terminal barrel of NtMGAM and CtMGAM, maltase-glucoamylase,Trefoil (P-type) domainrs9290264 0.2969 YES 1.137E-1 (pos.164793758)adenocarcinomaSucrase-isomaltaseGolgi apparatus,alpha-1,4-glucosidase activity,apical plasma membrane,brush border,carbohydrate binding,carbohydrate metabolic process,extracellular exosome,integral component of membrane,oligo-1,6-glucosidase activity,plasma membrane,polysaccharide digestion,sucrose alpha-glucosidase activityCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesAcarbose,ScopolamineLikely benign C=11, A=10 C=0.5238, A=0.4762 0.00001 82.2902 21 C=3/8, A=6/4

chr5:172395408 A/A T A SNV RPL26L1 RPL26L1:intronic:NM_016093.3 1 100 intronic NM_016093.3c.169-54T>Ap.? -2.31 KOW motif,Ribosomal proteins L26 eukaryotic, L24P archaealrs475936 YES RNA binding,cytoplasmic translation,cytosolic large ribosomal subunit,extracellular exosome,large ribosomal subunit,ribosomal large subunit biogenesis,structural constituent of ribosome,translationAlpha-Hydroxy-Beta-Phenyl-Propionic Acid,Anisomycin,PuromycinT=0, A=27 T=0.0, A=1.0 0.00001 389.845 27 T=0/0, A=21/6

chr5:172396394 T/T C T SNV RPL26L1 RPL26L1:intronic:NM_016093.3 1 100 intronic NM_016093.3c.310-22C>Tp.? -0.77 KOW motif,Ribosomal proteins L26 eukaryotic, L24P archaealrs505788,rs762874863 0.0044 0.0 (pos.172396393),1.0 (pos.172396394) RNA binding,cytoplasmic translation,cytosolic large ribosomal subunit,extracellular exosome,large ribosomal subunit,ribosomal large subunit biogenesis,structural constituent of ribosome,translationAlpha-Hydroxy-Beta-Phenyl-Propionic Acid,Anisomycin,PuromycinC=0, T=34 C=0.0, T=1.0 0.00001 524.175 34 C=0/0, T=13/21

chr5:173200 T/T C T SNV PLEKHG4B PLEKHG4B:intronic:NM_052909.4 1 100 intronic NM_052909.4c.4221+18C>Tp.? 0.29 RhoGEF domainrs6885136 0.4072 YES 2.612E-1;0.0 (pos.173200) Rho guanyl-nucleotide exchange factor activity,protein binding,regulation of Rho protein signal transduction,regulation of molecular functionC=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=7/17

chr5:173258 G/G A G SNV PLEKHG4B PLEKHG4B:intronic:NM_052909.4 1 100 intronic NM_052909.4c.4221+76A>Gp.? -0.32 RhoGEF domainrs6893369 YES Rho guanyl-nucleotide exchange factor activity,protein binding,regulation of Rho protein signal transduction,regulation of molecular functionA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=6/15

chr3:113320477 C/T C T SNV SIDT1 SIDT1:exonic:NM_017699.2 1 50 11 missense NM_017699.2c.1088C>T p.Thr363Ile 5.08 0.45 89 0.292 0.97(COSM6352080),0.97(COSM6352081)dsRNA-gated channel SID-1rs33990195 0.1014 YES 3.777E-2 (pos.113320477)carcinoma RNA binding,RNA transmembrane transporter activity,dsRNA transport,integral component of membraneGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsC=27, T=27 C=0.5, T=0.5 0.00001 262.866 54 C=9/18, T=11/16

chr5:175992258 G/G A G SNV CDHR2 CDHR2:intronic:NM_017675.4 1 100 intronic NM_017675.4c.-14-81A>Gp.? 0.1 Cadherin domainrs6556275 YES apical plasma membrane,brush border,brush border membrane,calcium ion binding,cell adhesion molecule binding,cell junction,cell-cell adhesion mediated by cadherin,epithelial cell differentiation,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,intermicrovillar adhesion,membrane,microvillus membrane,negative regulation of cell growth involved in contact inhibition,protein binding,regulation of microvillus length,spanning component of plasma membraneA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=12/9

chr5:175995571 G/G C G SNV CDHR2 CDHR2:intronic:NM_017675.4 1 100 intronic NM_017675.4c.125-108C>Gp.? 0.38 Cadherin domainrs12716317 YES apical plasma membrane,brush border,brush border membrane,calcium ion binding,cell adhesion molecule binding,cell junction,cell-cell adhesion mediated by cadherin,epithelial cell differentiation,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,intermicrovillar adhesion,membrane,microvillus membrane,negative regulation of cell growth involved in contact inhibition,protein binding,regulation of microvillus length,spanning component of plasma membraneC=0, G=21 C=0.0, G=1.0 0.00001 274.503 21 C=0/0, G=15/6

chr5:176004312 G/G A G SNV CDHR2 CDHR2:intronic:NM_017675.4 1 100 intronic NM_017675.4c.1195-88A>Gp.? -0.31 Cadherin domainrs11749537 apical plasma membrane,brush border,brush border membrane,calcium ion binding,cell adhesion molecule binding,cell junction,cell-cell adhesion mediated by cadherin,epithelial cell differentiation,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,intermicrovillar adhesion,membrane,microvillus membrane,negative regulation of cell growth involved in contact inhibition,protein binding,regulation of microvillus length,spanning component of plasma membraneA=0, G=30 A=0.0, G=1.0 0.00001 451.019 30 A=0/0, G=26/4

chr5:176004846 T/T C T SNV CDHR2 CDHR2:intronic:NM_017675.4 1 100 intronic NM_017675.4c.1512+47C>Tp.? -1.29 Cadherin domainrs1565149,rs756396434 0.0726 YES 0.0 (pos.176004844),7.819E-1 (pos.176004846) apical plasma membrane,brush border,brush border membrane,calcium ion binding,cell adhesion molecule binding,cell junction,cell-cell adhesion mediated by cadherin,epithelial cell differentiation,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,intermicrovillar adhesion,membrane,microvillus membrane,negative regulation of cell growth involved in contact inhibition,protein binding,regulation of microvillus length,spanning component of plasma membraneC=0, T=35 C=0.0, T=1.0 0.00001 543.895 35 C=0/0, T=17/18

chr5:176004903 C/C T C SNV CDHR2 CDHR2:intronic:NM_017675.4 1 100 intronic NM_017675.4c.1512+104T>Cp.? -2.57 Cadherin domainrs11747451 YES apical plasma membrane,brush border,brush border membrane,calcium ion binding,cell adhesion molecule binding,cell junction,cell-cell adhesion mediated by cadherin,epithelial cell differentiation,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,intermicrovillar adhesion,membrane,microvillus membrane,negative regulation of cell growth involved in contact inhibition,protein binding,regulation of microvillus length,spanning component of plasma membraneT=0, C=35 T=0.0, C=1.0 0.00001 543.903 35 T=0/0, C=13/22

chr11:408174 G/T G T SNV SIGIRR SIGIRR:exonic:NM_021805.2 1 52.38 4 missense NM_021805.2c.239C>A p.Ser80Tyr 2.56 0 144 0.999 TIR domain rs117739035 0.0309 YES 3.485E-4 (pos.408174) Single immunoglobulin domain-containing IL1R-related proteinacute-phase response,integral component of membrane,membrane,negative regulation of DNA binding transcription factor activity,negative regulation of chemokine biosynthetic process,negative regulation of cytokine-mediated signaling pathway,negative regulation of lipopolysaccharide-mediated signaling pathway,protein binding,signal transductionG=10, T=11 G=0.4762, T=0.5238 0.00001 95.3003 21 G=6/4, T=2/9

chr20:3677357 C/C T C SNV SIGLEC1 SIGLEC1:exonic:NM_023068.3 1 100 10 synonymous NM_023068.3c.2559A>G p.(=) 0.22 0.04(COSM4134518),0.04(COSM4134519)CD80-like C2-set immunoglobulin domain,Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs501538 0.0144 YES 1.0 (pos.3677357) neoplasm Sialic acid-binding immunoglobulin-like lectin 1 (sialoadhesin)carbohydrate binding,cell-cell adhesion,cell-matrix adhesion,endocytosis,extracellular region,inflammatory response,integral component of membrane,plasma membraneInfluenza, Human;Respiratory Tract Diseases;Respiratory Tract InfectionsBeta-D-Glucose,N-acetyl-alpha-neuraminic acidT=0, C=27 T=0.0, C=1.0 0.00001 389.976 27 T=0/0, C=15/12

chr5:176017549 T/T C T SNV CDHR2 CDHR2:intronic:NM_017675.4 1 100 intronic NM_017675.4c.3415-15C>Tp.? -0.27 Cadherin domainrs4868662 0.4482 YES 2.358E-2 (pos.176017549) apical plasma membrane,brush border,brush border membrane,calcium ion binding,cell adhesion molecule binding,cell junction,cell-cell adhesion mediated by cadherin,epithelial cell differentiation,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,intermicrovillar adhesion,membrane,microvillus membrane,negative regulation of cell growth involved in contact inhibition,protein binding,regulation of microvillus length,spanning component of plasma membraneC=0, T=90 C=0.0, T=1.0 0.00001 1493.12 90 C=0/0, T=47/43

chr19:52004743 G/A G A SNV SIGLEC12 SIGLEC12:exonic:NM_053003.3 1 57.14 1 missense NM_053003.3c.245C>T p.Ala82Val -1.32 0.23 64 0.118 0(COSM148704)Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs3810110 0.3598 YES 3.509E-1 (pos.52004743) acute_myeloid_leukaemia,adenocarcinoma,neoplasmSialic acid-binding immunoglobulin-like lectin 12carbohydrate binding,cell adhesion,integral component of membraneG=21, A=28 G=0.4286, A=0.5714 0.00001 342.279 49 G=13/8, A=14/14

chr5:176305466 A/A T A SNV UNC5A UNC5A:intronic:NM_133369.2 1 100 intronic NM_133369.2c.2020-10T>Ap.? -0.73 0.06(COSM5425410),0.06(COSM5425411)Death domain,Immunoglobulin I-set domain,Immunoglobulin domain,Thrombospondin type 1 domain,UPA domain,ZU5 domainrs2304516 0.1859 YES 6.04E-1 (pos.176305466) acute_myeloid_leukaemiaUNC5, C. elegans, homolog of, Aanterior/posterior axon guidance,apoptotic process,axon guidance,integral component of membrane,intrinsic component of plasma membrane,membrane raft,netrin-activated signaling pathway,neuron projection development,neuron projection membrane,neuronal cell body membrane,plasma membraneT=0, A=50 T=0.0, A=1.0 0.00001 852.207 50 T=0/0, A=20/30

chr5:176306676 A/A G A SNV UNC5A UNC5A:intronic:NM_133369.2 1 100 intronic NM_133369.2c.2364-46G>Ap.? 0.1 Death domain,Immunoglobulin I-set domain,Immunoglobulin domain,Thrombospondin type 1 domain,UPA domain,ZU5 domainrs2292257 0.1907 YES 4.732E-1;1.197E-4 (pos.176306676) UNC5, C. elegans, homolog of, Aanterior/posterior axon guidance,apoptotic process,axon guidance,integral component of membrane,intrinsic component of plasma membrane,membrane raft,netrin-activated signaling pathway,neuron projection development,neuron projection membrane,neuronal cell body membrane,plasma membraneG=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=16/6

chr19:51628529 G/G A G SNV SIGLEC9 SIGLEC9:exonic:NM_014441.2 1 100 1 missense NM_014441.2c.298A>G p.Lys100Glu -1.31 0.23 56 0.076 0(COSM4000839),0(COSM4000840)Immunoglobulin V-set domainrs2075803 0.4322 YES 5.599E-1 (pos.51628529) acute_myeloid_leukaemia,neoplasmSialic acid-binding immunoglobulin-like lectin 9carbohydrate binding,cell adhesion,cell surface receptor signaling pathway,integral component of membrane,integral component of plasma membrane,neutrophil degranulation,plasma membrane,regulation of immune response,secretory granule membraneA=0, G=114 A=0.0, G=1.0 0.00001 1815.3 114 A=0/0, G=39/75

chr19:51630482 A/A C A SNV SIGLEC9 SIGLEC9:exonic:NM_014441.2 1 100 4 missense NM_014441.2c.944C>A p.Ala315Glu -0.53 1 107 0 0(COSM4000841),0(COSM4000842)Immunoglobulin V-set domainrs2258983 0.4256 YES 5.595E-1 (pos.51630482) acute_myeloid_leukaemiaSialic acid-binding immunoglobulin-like lectin 9carbohydrate binding,cell adhesion,cell surface receptor signaling pathway,integral component of membrane,integral component of plasma membrane,neutrophil degranulation,plasma membrane,regulation of immune response,secretory granule membraneC=0, A=29 C=0.0, A=1.0 0.00001 427.603 29 C=0/0, A=10/19

chr5:176831980 C/C T C SNV F12 F12:intronic:NM_000505.3 1 100 intronic NM_000505.3c.530-65A>Gp.? -4.14 EGF-like domain,Fibronectin type I domain,Fibronectin type II domain,Human growth factor-like EGF,Kringle domain,Trypsin,Trypsin-like peptidase domainrs17876029 YES Coagulation factor XII (Hageman factor)Factor XII activation,blood coagulation, intrinsic pathway,calcium ion binding,extracellular exosome,extracellular region,extracellular space,fibrinolysis,innate immune response,misfolded protein binding,plasma kallikrein-kinin cascade,plasma membrane,positive regulation of blood coagulation,positive regulation of fibrinolysis,positive regulation of plasminogen activation,protein autoprocessing,protein binding,protein processing,response to misfolded protein,serine-type endopeptidase activity,zymogen activationAngioedema;Angioedemas, Hereditary;Autoimmune Diseases;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Cardiovascular Diseases;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Embolism and Thrombosis;Factor XII Deficiency;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hereditary Angioedema Type III;Hypersensitivity;Hypersensitivity, Immediate;Hypertension;Immune System Diseases;Kidney Diseases;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nephritis;Skin Diseases;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Thromboembolism;Urologic Diseases;Urticaria;Vascular DiseasesConestat alfa,Ethanolamine Oleate,Human C1-esterase inhibitor,NafamostatT=0, C=20 T=0.0, C=1.0 0.00001 263.784 20 T=0/0, C=4/16

chr9:34635598 C/C T C SNV SIGMAR1 SIGMAR1:utr_3:NM_005866.3 1 100 4 utr_3 NM_005866.3c.703A>G p.? 0.79 ERG2 and Sigma1 receptor like proteinrs4879809 6.00E-04 1.0;0.0 (pos.34635598) Sigma nonopioid intracellular receptor 1cell junction,cytoplasmic vesicle,drug binding,endoplasmic reticulum,endoplasmic reticulum membrane,growth cone,identical protein binding,integral component of membrane,integral component of plasma membrane,lipid droplet,lipid transport,nervous system development,nuclear envelope,nuclear inner membrane,nuclear outer membrane,opioid receptor activity,opioid receptor signaling pathway,postsynaptic density,postsynaptic membrane,protein homotrimerization,regulation of neuron apoptotic processAmnesia;Amyotrophic Lateral Sclerosis;Brain Diseases;Central Nervous System Diseases;Cocaine-Related Disorders;Communication Disorders;Dementia;Epilepsy;Female Urogenital Diseases and Pregnancy Complications;Frontotemporal Lobar Degeneration;HIV Infections;Immune System Diseases;Immunologic Deficiency Syndromes;Learning Disorders;Memory Disorders;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Muscular Atrophy, Spinal;Nervous System Diseases;Neurobehavioral Manifestations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Pregnancy Complications;Prenatal Exposure Delayed Effects;Prenatal Injuries;Proteostasis Deficiencies;Seizures;Spinal Cord Diseases;Substance-Related Disorders;TDP-43 ProteinopathiesAmitriptyline,Arylacenamide,Captodiame,Dextromethorphan,Dimethyltryptamine,Naltrexone,Nortriptyline,Pentazocine,Phencyclidine,Prasterone,RemoxiprideUncertain significanceT=0, C=39 T=0.0, C=1.0 0.00001 623.978 39 T=0/0, C=20/19

chr19:16976286 G/G A G SNV SIN3B SIN3B:exonic:NM_015260.3 1 100 12 synonymous NM_015260.3c.1545A>G p.(=) -1.92 0.03(COSM1611756)C-terminal domain of Sin3a protein,Paired amphipathic helix repeat,Sin3 family co-repressorrs773911 0 9.957E-1 (pos.16976286) carcinoma Sin3, yeast, homolog of, BRNA polymerase II transcription corepressor activity,Sin3 complex,X chromosome,XY body,Y chromosome,autosome,chromatin binding,cytoplasm,histone deacetylase activity,histone deacetylation,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,protein binding,regulation of lipid metabolic process,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=38 A=0.0, G=1.0 0.00001 603.785 38 A=0/0, G=27/11

chr5:176930135 A/A G A SNV DOK3 DOK3:downstream:NM_024872.2 1 100 intronic NM_024872.2c.*849C>T p.? -0.25 rs28376231 3.00E-04 1.0 (pos.176930135) Docking protein 3ficolin-1-rich granule membrane,insulin receptor binding,neutrophil degranulation,plasma membrane,protein binding,secretory granule membraneLung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsG=0, A=39 G=0.0, A=1.0 0.00001 623.98 39 G=0/0, A=20/19

chr5:176936272 G/T G T SNV DOK3 DOK3:intronic:NM_024872.2 1 50 intronic NM_024872.2c.234+204C>Ap.? 0.43 PTB domain (IRS-1 type)rs2161110 YES Docking protein 3ficolin-1-rich granule membrane,insulin receptor binding,neutrophil degranulation,plasma membrane,protein binding,secretory granule membraneLung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsG=19, T=19 G=0.5, T=0.5 0.00001 200.223 38 G=11/8, T=10/9

chr5:176939051 C/C T C SNV DDX41 DDX41:intronic:NM_016222.3 1 100 intronic NM_016222.3c.1732+46A>Gp.? -1.69 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Zinc knucklers28464438,rs7577882921.00E-04 0.0 (pos.176939050),1.0 (pos.176939051)DEAD/H box 41ATP binding,ATP-dependent RNA helicase activity,DNA binding,RNA binding,RNA secondary structure unwinding,apoptotic process,catalytic step 2 spliceosome,cell differentiation,cell proliferation,cellular response to interferon-beta,cytoplasm,cytosol,defense response to virus,endoplasmic reticulum,mRNA splicing, via spliceosome,membrane,metal ion binding,nucleic acid binding,nucleolus,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of type I interferon production,protein binding,regulation of type I interferon production,spliceosomal complexLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeT=0, C=62 T=0.0, C=1.0 0.00001 939.123 62 T=0/0, C=58/4

chr5:176939688 T/T C T SNV DDX41 DDX41:intronic:NM_016222.3 1 100 intronic NM_016222.3c.1400-42G>Ap.? 0.06 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Zinc knucklers28544348 2.00E-04 1.0 (pos.176939688) DEAD/H box 41ATP binding,ATP-dependent RNA helicase activity,DNA binding,RNA binding,RNA secondary structure unwinding,apoptotic process,catalytic step 2 spliceosome,cell differentiation,cell proliferation,cellular response to interferon-beta,cytoplasm,cytosol,defense response to virus,endoplasmic reticulum,mRNA splicing, via spliceosome,membrane,metal ion binding,nucleic acid binding,nucleolus,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of type I interferon production,protein binding,regulation of type I interferon production,spliceosomal complexLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeC=0, T=42 C=0.0, T=1.0 0.00001 685.199 42 C=0/0, T=35/7

chr5:176939735 G/G A G SNV DDX41 DDX41:intronic:NM_016222.3 1 100 intronic NM_016222.3c.1399+46T>Cp.? -0.41 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Zinc knucklers335436 0.001 YES 1.0 (pos.176939735) DEAD/H box 41ATP binding,ATP-dependent RNA helicase activity,DNA binding,RNA binding,RNA secondary structure unwinding,apoptotic process,catalytic step 2 spliceosome,cell differentiation,cell proliferation,cellular response to interferon-beta,cytoplasm,cytosol,defense response to virus,endoplasmic reticulum,mRNA splicing, via spliceosome,membrane,metal ion binding,nucleic acid binding,nucleolus,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of type I interferon production,protein binding,regulation of type I interferon production,spliceosomal complexLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeA=0, G=64 A=0.0, G=1.0 0.00001 977.6 64 A=0/0, G=34/30

chr5:176940871 C/C G C SNV DDX41 DDX41:intronic:NM_016222.3 1 100 intronic NM_016222.3c.936-23C>Gp.? 0.5 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Zinc knucklers335439 2.00E-04 YES 1.0 (pos.176940871) DEAD/H box 41ATP binding,ATP-dependent RNA helicase activity,DNA binding,RNA binding,RNA secondary structure unwinding,apoptotic process,catalytic step 2 spliceosome,cell differentiation,cell proliferation,cellular response to interferon-beta,cytoplasm,cytosol,defense response to virus,endoplasmic reticulum,mRNA splicing, via spliceosome,membrane,metal ion binding,nucleic acid binding,nucleolus,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of type I interferon production,protein binding,regulation of type I interferon production,spliceosomal complexLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeG=0, C=21 G=0.0, C=1.0 0.00001 281.212 21 G=0/0, C=11/10

chr19:16976289 T/C T C SNV SIN3B SIN3B:exonic:NM_015260.3 1 47.37 12 synonymous NM_015260.3c.1548T>C p.(=) -4.72 0.03(COSM3756434)C-terminal domain of Sin3a protein,Paired amphipathic helix repeat,Sin3 family co-repressorrs2303091 0.1576 YES 2.588E-1 (pos.16976289) adenocarcinoma,carcinoma,neoplasmSin3, yeast, homolog of, BRNA polymerase II transcription corepressor activity,Sin3 complex,X chromosome,XY body,Y chromosome,autosome,chromatin binding,cytoplasm,histone deacetylase activity,histone deacetylation,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,protein binding,regulation of lipid metabolic process,regulation of transcription, DNA-templated,transcription, DNA-templatedT=20, C=18 T=0.5263, C=0.4737 0.00001 184.537 38 T=16/4, C=11/7

chr5:177019688 C/C G C SNV TMED9 TMED9:intronic:NM_017510.5 1 100 intronic NM_017510.5c.285+12G>Cp.? 0.42 emp24/gp25L/p24 family/GOLDrs4607363,rs757348392,rs763989015YES 1.334E-2 (pos.177019687),5.612E-3;1.459E-2;0.0;0.0;0.0 (pos.177019685),9.91E-1;2.144E-4 (pos.177019688)COPI coating of Golgi vesicle,ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi organization,early endosome to Golgi transport,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,endoplasmic reticulum-Golgi intermediate compartment membrane,extracellular exosome,integral component of membrane,positive regulation of organelle organization,protein binding,protein exit from endoplasmic reticulum,retrograde vesicle-mediated transport, Golgi to ER,syntaxin binding,trans-Golgi network transport vesicle,transport vesicleG=0, C=80 G=0.0, C=1.0 0.00001 1279.7 80 G=0/0, C=36/44

chr11:65415028 G/G T G SNV SIPA1 SIPA1:exonic:NM_006747.3 1 100 9 synonymous NM_006747.3c.2205T>G p.(=) -1.97 0.02(COSM4146121)PDZ domain (Also known as DHR or GLGF),Rap/ran-GAPrs4930157,rs7746969588.00E-04 0.0 (pos.65415026),1.0 (pos.65415028)neoplasm Signal-induced proliferation-associated gene-1GTPase activator activity,cell proliferation,cellular response to water deprivation,cytoskeleton organization,cytosol,intracellular signal transduction,membrane,negative regulation of cell adhesion,negative regulation of cell cycle,negative regulation of cell growth,nucleus,perinuclear region of cytoplasm,positive regulation of GTPase activity,protein C-terminus binding,protein binding,protein complex,regulation of small GTPase mediated signal transduction,signal transduction,transport vesicleMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasT=0, G=39 T=0.0, G=1.0 0.00001 623.977 39 T=0/0, G=9/30

chr5:177036043 G/G A G SNV B4GALT7 B4GALT7:intronic:NM_007255.2 1 100 intronic NM_007255.2c.828+28A>Gp.? -1.86 N-terminal domain of galactosyltransferase,N-terminal region of glycosyl transferase group 7rs6600953 3.00E-04 1.0 (pos.177036043) Xylosylprotein 4-beta-galactosyltransferase, polypeptide 7Golgi apparatus,Golgi cisterna membrane,Golgi membrane,beta-N-acetylglucosaminylglycopeptide beta-1,4-galactosyltransferase activity,carbohydrate metabolic process,cellular protein modification process,galactosyltransferase activity,glycosaminoglycan biosynthetic process,glycosaminoglycan metabolic process,integral component of membrane,manganese ion binding,negative regulation of fibroblast proliferation,protein N-linked glycosylation,protein binding,proteoglycan metabolic process,supramolecular fiber organization,transferase activity, transferring glycosyl groups,xylosylprotein 4-beta-galactosyltransferase activityCardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Ehlers-Danlos Syndrome;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=16/9

chr20:1551485 T/T C T SNV SIRPB1 SIRPB1:exonic:NM_006065.4 1 100 4 synonymous NM_006065.4c.1050G>A p.(=) -1.35 0.01(COSM3758446),0.01(COSM3758447)CD80-like C2-set immunoglobulin domain,Immunoglobulin C1-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs2254458 0.3476 YES 8.153E-1 (pos.1551485) adenocarcinoma cell surface receptor signaling pathway,extracellular exosome,innate immune response,integral component of membrane,integral component of plasma membrane,neutrophil degranulation,plasma membrane,protein binding,secretory granule membrane,signal transductionC=0, T=97 C=0.0, T=1.0 0.00001 1634.89 97 C=0/0, T=45/52

chr20:1552430 C/C T C SNV SIRPB1 SIRPB1:exonic:NM_006065.4 1 100 3 missense NM_006065.4c.687A>G p.Ile229Met -0.01 0.01 10 0 0(COSM1130695),0(COSM3927766)CD80-like C2-set immunoglobulin domain,Immunoglobulin C1-set domain,Immunoglobulin V-set domain,Immunoglobulin domainrs2253427,rs386811627 0.2153 YES 8.159E-1 (pos.1552430) adenocarcinoma,neoplasm cell surface receptor signaling pathway,extracellular exosome,innate immune response,integral component of membrane,integral component of plasma membrane,neutrophil degranulation,plasma membrane,protein binding,secretory granule membrane,signal transductionT=0, C=27 T=0.0, C=1.0 0.00001 389.984 27 T=0/0, C=13/14

chr20:1532595 C/C T C SNV SIRPD SIRPD:exonic:NM_178460.2 1 100 2 missense NM_178460.2c.163A>G p.Asn55Asp -0.44 0.52 23 0 Immunoglobulin V-set domainrs2249317 0.1533 YES 8.127E-1 (pos.1532595) extracellular region T=0, C=28 T=0.0, C=1.0 0.00001 408.714 28 T=0/0, C=20/8

chr19:4180836 T/T C T SNV SIRT6 SIRT6:exonic:NM_016539.3 1 100 2 missense NM_016539.3c.137G>A p.Ser46Asn 1.56 0.45 46 0 Sir2 family rs352493 0.0527 YES 7.181E-1 (pos.4180836) Sirtuin 6 (Sir2, S. cerevisiae, homolog of, 6)NAD(P)+-protein-arginine ADP-ribosyltransferase activity,NAD+ ADP-ribosyltransferase activity,NAD+ binding,NAD-dependent histone deacetylase activity,NAD-dependent histone deacetylase activity (H3-K9 specific),NAD-dependent protein deacetylase activity,base-excision repair,chromatin binding,cytoplasm,glucose homeostasis,histone H3-K9 deacetylation,histone H3-K9 modification,negative regulation of cell proliferation,negative regulation of glucose import,negative regulation of glycolytic process,negative regulation of transcription, DNA-templated,nuclear telomeric heterochromatin,nucleolus,nucleoplasm,nucleus,positive regulation blood vessel branching,positive regulation of chondrocyte proliferation,positive regulation of chromatin silencing at telomere,positive regulation of fibroblast proliferation,positive regulation of stem cell proliferation,positive regulation of telomere maintenance,positive regulation of telomeric heterochromatin assembly,positive regulation of vascular endothelial cell proliferation,poCardiomegaly;Cardiovascular Diseases;Heart DiseasesC=0, T=51 C=0.0, T=1.0 0.00001 754.584 51 C=0/0, T=24/27

chr18:47908556 A/A G A SNV SKA1 SKA1:exonic:NM_001039535.2 1 100 4 missense NM_001039535.2c.271G>A p.Val91Ile 1.08 1 29 0 0.05(COSM3756158)Spindle and kinetochore-associated protein 1rs6507992 0.3936 YES 9.026E-1 (pos.47908556) adenocarcinomaSpindle- and kinetochore-associated complex, subunit 1cell division,chromosome segregation,condensed chromosome outer kinetochore,cytosol,microtubule binding,microtubule cytoskeleton,mitotic cell cycle,protein binding,regulation of microtubule polymerization or depolymerization,sister chromatid cohesion,spindle microtubuleG=0, A=86 G=0.0, A=1.0 0.00001 1410.93 86 G=0/0, A=47/39

chr13:21732094 T/T C T SNV SKA3 SKA3:exonic:NM_145061.5 1 100 7 synonymous NM_145061.5c.1086G>A p.(=) 0.17 rs4770121 0.0556 YES 9.995E-1 (pos.21732094) cell division,chromosome segregation,condensed chromosome outer kinetochore,cytoplasm,kinetochore,mitotic cell cycle,protein binding,regulation of microtubule polymerization or depolymerization,spindle microtubuleC=0, T=31 C=0.0, T=1.0 0.00001 465.819 31 C=0/0, T=16/15

chr5:178421269 T/T G T SNV GRM6 GRM6:intronic:NM_000843.3 1 100 intronic NM_000843.3c.504+173C>Ap.? -1.53 7 transmembrane sweet-taste receptor of 3 GCPR,Nine Cysteines Domain of family 3 GPCR,Periplasmic binding protein,Receptor family ligand binding regionrs2856359,rs386695560 YES Glutamate receptor, metabotropic, 6G-protein coupled glutamate receptor signaling pathway,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Golgi membrane,adenylate cyclase inhibiting G-protein coupled glutamate receptor activity,adenylate cyclase-inhibiting G-protein coupled glutamate receptor signaling pathway,chemical synaptic transmission,dendrite,detection of light stimulus involved in visual perception,detection of visible light,endoplasmic reticulum membrane,glutamate receptor activity,integral component of plasma membrane,locomotory behavior,new growing cell tip,plasma membrane,positive regulation of calcium ion import,presynaptic membrane,protein binding,protein homodimerization activity,regulation of synaptic transmission, glutamatergic,retina development in camera-type eyeCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Vision DisordersG=0, T=24 G=0.0, T=1.0 0.00001 334.749 24 G=0/0, T=10/14



chr17:46262171 T/T C T SNV SKAP1 SKAP1:exonic:NM_003726.3 1 100 7 missense NM_003726.3c.481G>A p.Gly161Ser 1.84 1 56 0 0.11(COSM1179686)PH domain,SH3 domain,Variant SH3 domainrs2278868,rs767650308 0.3966 YES 7.593E-1;0.0 (pos.46262171)adenocarcinoma,adenoma,carcinomaSRC kinase-associated phosphoprotein 1, 55kDSH2 domain binding,SH3 domain binding,SH3/SH2 adaptor activity,T cell receptor complex,T cell receptor signaling pathway,adaptive immune response,cell-cell junction,cytoplasm,cytosol,nucleus,plasma membrane,positive regulation of cell adhesion,positive regulation of signal transduction,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,protein complex binding,protein kinase binding,protein localization to plasma membrane,protein phosphatase bindingAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Ovarian Diseases;Ovarian Neoplasms;Urogenital NeoplasmsC=0, T=41 C=0.0, T=1.0 0.00001 664.7 41 C=0/0, T=12/29

chr4:48492434 C/C G C SNV

SLC10A4,ZA

R1 SLC10A4:downstream:NM_152679.3, ZAR1:exonic:NM_175619.2 1
100

1 missense NM_152679.3, NM_175619.2c.*1478G>C, c.126G>Cp.?, p.Gln42His 0.05 0.74 24 0 0.01(COSM3749876)Zinc-binding domainrs10008444,rs780081116 0 YES 1.0;0.0 (pos.48492434) adenocarcinoma,neoplasmZygote arrest 1bile acid and bile salt transport,bile acid:sodium symporter activity,cytoplasm,integral component of membrane,multicellular organism development,plasma membrane,sodium ion transport,transmembrane transportG=0, C=37 G=0.0, C=1.0 0.00001 585.159 37 G=0/0, C=12/25

chr4:87769929 C/C T C SNV SLC10A6 SLC10A6:exonic:NM_197965.2 1 100 1 missense NM_197965.2c.340A>G p.Ile114Val 1.26 0.04 29 0.119 0.8(COSM3760797)Sodium Bile acid symporter familyrs13106574 0.2007 YES 9.309E-4 (pos.87769929) adenocarcinomaSolute carrier family 10 (sodium/bile acid cotransporter family), member 6bile acid and bile salt transport,bile acid:sodium symporter activity,integral component of membrane,plasma membrane,sodium ion transport,sodium-dependent organic anion transmembrane transporter activity,sodium-dependent organic anion transport,transmembrane transportPrasterone sulfate,PregnenoloneT=0, C=46 T=0.0, C=1.0 0.00001 766.357 46 T=0/0, C=20/26

chr2:219254622 G/G A G SNV SLC11A1 SLC11A1:exonic:NM_000578.3 1 100 9 synonymous NM_000578.3c.825A>G p.(=) -1.3 Natural resistance-associated macrophage proteinrs2695342,rs7707665965.00E-04 1.0 (pos.219254622),4.634E-4;0.0 (pos.219254618)Solute carrier family 11 (proton-coupled divalent metal ion transporter), member 1L-arginine import,MHC class II biosynthetic process,T cell cytokine production,T cell proliferation involved in immune response,activation of protein kinase activity,antigen processing and presentation of peptide antigen,antimicrobial humoral response,cadmium ion transmembrane transport,cell redox homeostasis,cellular cadmium ion homeostasis,cellular iron ion homeostasis,cellular_component,defense response to Gram-negative bacterium,defense response to bacterium,defense response to protozoan,divalent metal ion export,ficolin-1-rich granule membrane,immune response,inflammatory response,integral component of plasma membrane,interleukin-2 production,interleukin-3 production,iron ion homeostasis,iron ion transport,late endosome,late endosome membrane,lysosome,mRNA stabilization,macrophage activation,manganese ion transmembrane transport,manganese ion transmembrane transporter activity,manganese ion transport,membrane,metal ion:proton antiporter activity,molecular_function,multicellular organismal iron ion homeosAcute Kidney Injury;Arthritis;Arthritis, Juvenile;Arthritis, Rheumatoid;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Buruli Ulcer;Central Nervous System Bacterial Infections;Central Nervous System Diseases;Central Nervous System Infections;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Crohn Disease;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Dermatitis;Dermatitis, Atopic;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Food Hypersensitivity;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;HIV Infections;Hemic and Lymphatic Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Immunologic Deficiency Syndromes;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Kidney Diseases;LymphA=0, G=40 A=0.0, G=1.0 0.00001 643.942 40 A=0/0, G=20/20

chr15:48580713 C/C T C SNV SLC12A1 SLC12A1:exonic:NM_001184832.1 1 100 23 missense NM_001184832.1c.2873T>C p.Val958Ala 1.08 1 64 0 Amino acid permease,Amino acid permease N-terminal,Solute carrier family 12rs1552311 0 1.0 (pos.48580713) Solute carrier family 12 (sodium/potassium/chloride transporters), member 1apical plasma membrane,cation:chloride symporter activity,chloride transmembrane transport,extracellular exosome,integral component of membrane,ion transmembrane transport,ion transport,membrane,plasma membrane,potassium ion transport,sodium ion transport,sodium:potassium:chloride symporter activity,transmembrane transport,transport,transporter activityAdrenal Gland Diseases;Adrenocortical Hyperfunction;Bartter Syndrome;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hyperaldosteronism;Kidney Diseases;Male Urogenital Diseases;Renal Tubular Transport, Inborn Errors;Urologic DiseasesBumetanide,Chlormerodrin,Chlorthalidone,Etacrynic acid,Furosemide,Hydroflumethiazide,Methyclothiazide,Piretanide,Potassium Chloride,Quinethazone,Torasemide,TrichlormethiazideBenign T=0, C=112 T=0.0, C=1.0 0.00001 1776.44 112 T=0/0, C=44/68

chr15:48595192 T/T G T SNV SLC12A1 SLC12A1:utr_3:NM_001184832.1 1 100 27 utr_3 NM_001184832.1c.3410G>T p.? -0.38 Amino acid permease,Amino acid permease N-terminal,Solute carrier family 12rs8025278 YES Solute carrier family 12 (sodium/potassium/chloride transporters), member 1apical plasma membrane,cation:chloride symporter activity,chloride transmembrane transport,extracellular exosome,integral component of membrane,ion transmembrane transport,ion transport,membrane,plasma membrane,potassium ion transport,sodium ion transport,sodium:potassium:chloride symporter activity,transmembrane transport,transport,transporter activityAdrenal Gland Diseases;Adrenocortical Hyperfunction;Bartter Syndrome;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hyperaldosteronism;Kidney Diseases;Male Urogenital Diseases;Renal Tubular Transport, Inborn Errors;Urologic DiseasesBumetanide,Chlormerodrin,Chlorthalidone,Etacrynic acid,Furosemide,Hydroflumethiazide,Methyclothiazide,Piretanide,Potassium Chloride,Quinethazone,Torasemide,TrichlormethiazideBenign G=0, T=23 G=0.0, T=1.0 0.00001 316.747 23 G=0/0, T=7/16

chr5:179069309 C/C G C SNV C5orf60 C5orf60:intronic:NM_001142306.2 1 100 intronic NM_001142306.2c.*847+18C>Gp.? -1.67 rs6887611 6.00E-04 YES 1.0 (pos.179069309) integral component of membrane,protein binding G=0, C=23 G=0.0, C=1.0 0.00001 316.748 23 G=0/0, C=9/14

chr5:179563633 G/G T G SNV RASGEF1C RASGEF1C:intronic:NM_175062.3 1 100 intronic NM_175062.3c.301-118A>Cp.? -0.6 RasGEF N-terminal motif,RasGEF domainrs1867454 YES guanyl-nucleotide exchange factor activity,intracellular,regulation of molecular function,small GTPase mediated signal transductionT=0, G=43 T=0.0, G=1.0 0.00001 705.844 43 T=0/0, G=7/36

chr5:179565071 C/C G C SNV RASGEF1C RASGEF1C:intronic:NM_175062.3 1 100 intronic NM_175062.3c.-5-13C>G p.? 0.88 RasGEF N-terminal motif,RasGEF domainrs4700878 9.00E-04 YES 9.999E-1;0.0 (pos.179565071) guanyl-nucleotide exchange factor activity,intracellular,regulation of molecular function,small GTPase mediated signal transductionG=0, C=27 G=0.0, C=1.0 0.00001 389.949 27 G=0/0, C=19/8

chr5:179565136 C/A C A SNV RASGEF1C RASGEF1C:intronic:NM_175062.3 1 97.06 intronic NM_175062.3c.-5-78G>T p.? 1.12 RasGEF N-terminal motif,RasGEF domainrs4700715 YES guanyl-nucleotide exchange factor activity,intracellular,regulation of molecular function,small GTPase mediated signal transductionC=1, A=33 C=0.0294, A=0.9706 0.00001 492.963 34 C=0/1, A=19/14

chr5:179728707 C/C T C SNV GFPT2 GFPT2:intronic:NM_005110.3 1 100 intronic NM_005110.3c.2005-99A>Gp.? -2.15 Glutamine amidotransferase domain,Glutamine amidotransferases class-II,SIS domainrs4700931 YES Glutamine: fructose-6-phosphate amidotransferase 2UDP-N-acetylglucosamine biosynthetic process,UDP-N-acetylglucosamine metabolic process,carbohydrate derivative binding,cellular response to leukemia inhibitory factor,cytosol,energy reserve metabolic process,fructose 6-phosphate metabolic process,glutamine metabolic process,glutamine-fructose-6-phosphate transaminase (isomerizing) activity,protein N-linked glycosylation,protein bindingL-Glutamine T=0, C=21 T=0.0, C=1.0 0.00001 281.229 21 T=0/0, C=12/9

chr16:56904587 G/G C G SNV SLC12A3 SLC12A3:exonic:NM_000339.2 1 100 6 missense NM_000339.2c.791C>G p.Ala264Gly 7.97 1 60 0 0.06(COSM4129132)Amino acid permease,Amino acid permease N-terminal,Solute carrier family 12rs1529927,rs753631243 0.0367 YES 9.997E-1;3.467E-4 (pos.56904587)neoplasm Solute carrier family 12 (sodium/potassium/chloride transporters), member 3apical plasma membrane,cation:chloride symporter activity,chloride transmembrane transport,cytosol,extracellular exosome,integral component of membrane,integral component of plasma membrane,ion transport,membrane,plasma membrane,protein binding,sodium ion transmembrane transport,sodium ion transport,sodium:chloride symporter activity,transport,transporter activityCardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gitelman Syndrome;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Renal Tubular Transport, Inborn Errors;Urologic Diseases;Vascular DiseasesBendroflumethiazide,Benzthiazide,Chlorothiazide,Diazoxide,Hydrochlorothiazide,Metolazone,Polythiazide,QuinethazoneC=0, G=37 C=0.0, G=1.0 0.00001 583.597 37 C=0/0, G=7/30

chr5:179765467 T/T C T SNV GFPT2 GFPT2:intronic:NM_005110.3 1 100 intronic NM_005110.3c.115+26G>Ap.? -1.48 Glutamine amidotransferase domain,Glutamine amidotransferases class-II,SIS domainrs55946431 0.3653 YES 5.269E-1 (pos.179765467) Glutamine: fructose-6-phosphate amidotransferase 2UDP-N-acetylglucosamine biosynthetic process,UDP-N-acetylglucosamine metabolic process,carbohydrate derivative binding,cellular response to leukemia inhibitory factor,cytosol,energy reserve metabolic process,fructose 6-phosphate metabolic process,glutamine metabolic process,glutamine-fructose-6-phosphate transaminase (isomerizing) activity,protein N-linked glycosylation,protein bindingL-Glutamine C=0, T=37 C=0.0, T=1.0 0.00001 583.701 37 C=0/0, T=30/7

chr20:44678347 CA/CA C CA INDEL SLC12A5 SLC12A5:exonic:NM_001134771.1 1 100 17 frameshiftInsertion NM_001134771.1c.2168_2169insAp.Lys725fs 7.65 Amino acid permease,Solute carrier family 12 Solute carrier family 12, (potassium-chloride transporter) member 5cellular chloride ion homeostasis,cellular ion homeostasis,chemical synaptic transmission,chloride transmembrane transport,chloride transmembrane transporter activity,dendritic shaft,dendritic spine development,integral component of membrane,integral component of plasma membrane,ion transport,learning,multicellular organism growth,neuronal cell body,plasma membrane,potassium ion symporter activity,potassium ion transmembrane transport,potassium:chloride symporter activity,protein kinase binding,response to drug,thermosensory behavior,transportBrain Diseases;Central Nervous System Diseases;Epilepsies, Partial;Epilepsy;Epilepsy, Temporal Lobe;Hyperalgesia;Nervous System Diseases;Neurologic Manifestations;Seizures;Sensation Disorders;Somatosensory Disorders;Status EpilepticusBumetanide,Potassium ChlorideC=0, CA=142C=0.0, CA=1.0 0.00001 2115.52 142 C=0/0, CA=57/85

chr5:180041008 C/C T C SNV FLT4 FLT4:intronic:NM_182925.4 1 100 intronic NM_182925.4c.3331+60A>Gp.? -0.29 Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers366388 YES fms-related tyrosine kinase-4 (vascular endothelial growth factor receptor 3)ATP binding,VEGF-C-activated receptor activity,blood vessel morphogenesis,cellular response to vascular endothelial growth factor stimulus,cytoplasm,extracellular region,growth factor binding,integral component of plasma membrane,lung alveolus development,lymph vessel development,lymphangiogenesis,negative regulation of apoptotic process,nucleus,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positive regulation of JNK cascade,positive regulation of MAPK cascade,positive regulation of cell proliferation,positive regulation of endothelial cell migration,positive regulation of endothelial cell proliferation,positive regulation of protein kinase C signaling,positive regulation of protein phosphorylation,positive regulation of vascular endothelial growth factor production,protein autophosphorylation,protein binding,protein homodimerization activity,protein phosphatase binding,protein phosphorylation,receptor complex,regulation of blood vessel remodeling,respiratory sAdnexal Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Hemangioma;Hemangioma, Capillary;Hemic and Lymphatic Diseases;Lymphatic Diseases;Lymphedema;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Vascular Tissue;Neoplastic Syndromes, Hereditary;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeABT-869,Axitinib,IMC-1C11,Lenvatinib,Nintedanib,Pazopanib,Regorafenib,Sorafenib,Sunitinib,TG-100801,VatalanibT=0, C=38 T=0.0, C=1.0 0.00001 603.786 38 T=0/0, C=20/18

chr5:180056620 A/A G A SNV FLT4 FLT4:intronic:NM_182925.4 1 100 intronic NM_182925.4c.816+76C>Tp.? -0.31 Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers414348 YES fms-related tyrosine kinase-4 (vascular endothelial growth factor receptor 3)ATP binding,VEGF-C-activated receptor activity,blood vessel morphogenesis,cellular response to vascular endothelial growth factor stimulus,cytoplasm,extracellular region,growth factor binding,integral component of plasma membrane,lung alveolus development,lymph vessel development,lymphangiogenesis,negative regulation of apoptotic process,nucleus,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positive regulation of JNK cascade,positive regulation of MAPK cascade,positive regulation of cell proliferation,positive regulation of endothelial cell migration,positive regulation of endothelial cell proliferation,positive regulation of protein kinase C signaling,positive regulation of protein phosphorylation,positive regulation of vascular endothelial growth factor production,protein autophosphorylation,protein binding,protein homodimerization activity,protein phosphatase binding,protein phosphorylation,receptor complex,regulation of blood vessel remodeling,respiratory sAdnexal Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Hemangioma;Hemangioma, Capillary;Hemic and Lymphatic Diseases;Lymphatic Diseases;Lymphedema;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Vascular Tissue;Neoplastic Syndromes, Hereditary;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeABT-869,Axitinib,IMC-1C11,Lenvatinib,Nintedanib,Pazopanib,Regorafenib,Sorafenib,Sunitinib,TG-100801,VatalanibG=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=13/9

chr3:124802881 G/G A G SNV SLC12A8 SLC12A8:exonic:NM_024628.5 1 100 14 synonymous NM_024628.5c.1998T>C p.(=) -0.36 0.08(COSM5425187),0.08(COSM5425188),0.08(COSM5425189)Amino acid permeasers2981483 0.4816 YES 5.732E-1;0.0 (pos.124802881)acute_myeloid_leukaemia chloride transmembrane transport,integral component of membrane,potassium ion symporter activity,potassium ion transmembrane transport,potassium:chloride symporter activity,transmembrane transportA=0, G=44 A=0.0, G=1.0 0.00001 726.569 44 A=0/0, G=12/32

chr5:180486224 G/G T G SNV BTNL9 BTNL9:intronic:NM_152547.4 1 100 intronic NM_152547.4c.983-13T>Gp.? 0.01 Immunoglobulin V-set domain,SPRY domain,SPRY-associated domainrs7379015 0.158 YES 8.011E-1 (pos.180486224) integral component of membrane,plasma membrane T=0, G=79 T=0.0, G=1.0 0.00001 1269.33 79 T=0/0, G=49/30

chr3:124802888 T/T C T SNV SLC12A8 SLC12A8:exonic:NM_024628.5 1 100 14 missense NM_024628.5c.1991G>A p.Arg664Gln -0.95 0.59 43 0.022 Amino acid permeasers2981482 0.4793 YES 5.708E-1 (pos.124802888) chloride transmembrane transport,integral component of membrane,potassium ion symporter activity,potassium ion transmembrane transport,potassium:chloride symporter activity,transmembrane transportC=0, T=45 C=0.0, T=1.0 0.00001 747.388 45 C=0/0, T=12/33

chr5:180627224 G/A G A SNV TRIM7 TRIM7:intronic:NM_203293.2 1 50 intronic NM_203293.2c.619-143C>Tp.? -0.1 B-box zinc finger,RING-type zinc-finger,SPRY domain,SPRY-associated domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs2546397 YES Tripartite motif-containing protein 7cytoplasm,nucleus,protein binding,protein ubiquitination,transferase activity,zinc ion bindingG=15, A=15 G=0.5, A=0.5 0.00001 145.018 30 G=6/9, A=8/7

chr3:124837684 C/C T C SNV SLC12A8 SLC12A8:exonic:NM_024628.5 1 100 8 missense NM_024628.5c.841A>G p.Ile281Val 0.67 1 29 0 Amino acid permeasers621383 1.00E-04 9.999E-1 (pos.124837684) chloride transmembrane transport,integral component of membrane,potassium ion symporter activity,potassium ion transmembrane transport,potassium:chloride symporter activity,transmembrane transportT=0, C=54 T=0.0, C=1.0 0.00001 798.148 54 T=0/0, C=12/42

chr3:124839470 G/A G A SNV SLC12A8 SLC12A8:exonic:NM_024628.5 1 95.35 7 missense NM_024628.5c.797C>T p.Pro266Leu 6.07 1 98 0 Amino acid permeasers863642 2.00E-04 1.0 (pos.124839470) chloride transmembrane transport,integral component of membrane,potassium ion symporter activity,potassium ion transmembrane transport,potassium:chloride symporter activity,transmembrane transportG=2, A=41 G=0.0465, A=0.9535 0.00001 649.298 43 G=1/1, A=23/18

chr5:230980 G/G A G SNV SDHA SDHA:intronic:NM_004168.3 1 100 intronic NM_004168.3c.771-11A>Gp.? -0.49 FAD binding domain,Fumarate reductase flavoprotein C-termrs2288461 0.1183 YES 6.643E-1;0.0 (pos.230980) Succinate dehydrogenase complex, subunit A, flavoproteinanaerobic respiration,electron transfer activity,electron transport chain,flavin adenine dinucleotide binding,mitochondrial electron transport, succinate to ubiquinone,mitochondrial inner membrane,mitochondrial respiratory chain complex II, succinate dehydrogenase complex (ubiquinone),mitochondrion,myelin sheath,nervous system development,nucleolus,oxidation-reduction process,oxidoreductase activity,plasma membrane succinate dehydrogenase complex,protein binding,respiratory electron transport chain,succinate dehydrogenase (ubiquinone) activity,succinate dehydrogenase activity,succinate metabolic process,tricarboxylic acid cycleArthritis;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Central Nervous System Diseases;Chondroma;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Gastrointestinal Stromal Tumors;Genetic Diseases, Inborn;Heart Diseases;Joint Diseases;Leigh Disease;Leiomyosarcoma;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Germ Cell and Embryonal;Neoplasms, Muscle Tissue;Neoplasms, Nerve Tissue;Neoplastic Syndromes, Hereditary;Nervous System Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Nutritional and Metabolic Diseases;Osteoarthritis;Paragangliom2-Hexyloxy-6-Hydroxymethyl-Tetrahydro-Pyran-3,4,5-Triol,Carboxin,Succinic acid,Thenoyltrifluoroacetone,UBIQUINONE-1Benign/Likely benignA=0, G=83 A=0.0, G=1.0 0.00001 1349.13 83 A=0/0, G=60/23

chr7:100458795 C/C T C SNV SLC12A9 SLC12A9:exonic:NM_020246.3 1 100 10 synonymous NM_020246.3c.1254T>C p.(=) -5.47 0.06(COSM4004177),0.06(COSM4004178)Amino acid permease,Solute carrier family 12rs314378 0.4763 YES 8.18E-1 (pos.100458795) acute_myeloid_leukaemia,neoplasmSolute carrier family 12 (potassium/chloride transporter), member 9cation:chloride symporter activity,chloride transmembrane transport,extracellular exosome,integral component of membrane,plasma membrane,potassium ion symporter activity,potassium ion transmembrane transport,potassium:chloride symporter activity,transmembrane transportCardiovascular Diseases;Hypertension;Vascular DiseasesT=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=16/9

chr7:122809234 C/C T C SNV SLC13A1 SLC13A1:exonic:NM_022444.3 1 100 4 missense NM_022444.3c.521A>G p.Asn174Ser -0.43 0.34 46 0 0.03(COSM1582997)Citrate transporter,Sodium:sulfate symporter transmembrane regionrs2140516 0.3151 YES 3.525E-1 (pos.122809234)acute_myeloid_leukaemia,adenocarcinoma,secretorySolute carrier family 13 (sodium/sulfate symporters), member 1integral component of membrane,integral component of plasma membrane,plasma membrane,sodium ion transmembrane transport,sodium ion transport,sodium:sulfate symporter activity,sulfate transmembrane transport,sulfate transport,transmembrane transport,transporter activitySuccinic acid T=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=10/14

chr17:26817537 A/A G A SNV SLC13A2 SLC13A2:exonic:NM_001145975.1 1 100 3 synonymous NM_001145975.1c.444G>A p.(=) -5.35 0.01(COSM3755356),0.01(COSM3755357)Citrate transporter,Sodium:sulfate symporter transmembrane regionrs11568466 0.2103 YES 3.446E-2;0.0 (pos.26817537)adenocarcinomaSolute carrier family 13 (sodium-dependent dicarboxylate transporter), member 2,Solute carrier family 31 (copper transporter), member 2anion transmembrane transport,dicarboxylic acid transport,extracellular exosome,integral component of membrane,integral component of plasma membrane,low-affinity sodium:dicarboxylate symporter activity,membrane,plasma membrane,sodium ion transport,transmembrane transport,transport,transporter activitySodium Citrate,Succinic acidG=0, A=29 G=0.0, A=1.0 0.00001 427.601 29 G=0/0, A=12/17

chr7:135406176 G/G A G SNV SLC13A4 SLC13A4:exonic:NM_012450.3 1 100 2 synonymous NM_012450.3c.195T>C p.(=) 0.66 0.14(COSM1568616)Citrate transporter,Sodium:sulfate symporter transmembrane region,Tripartite ATP-independent periplasmic transporter, DctM componentrs4596594 0.4584 YES 4.625E-1 (pos.135406176)adenocarcinomaSolute carrier family 13 (sodium/sulfate symporters), member 4 (sulfate transporter 1)anion transmembrane transport,integral component of membrane,integral component of plasma membrane,plasma membrane,sodium ion transmembrane transport,sodium ion transport,sodium:sulfate symporter activity,sulfate transport,transmembrane transport,transporter activityA=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=21/6

chr18:43206985 G/G A G SNV SLC14A2 SLC14A2:exonic:NM_001242692.1 1 100 5 missense NM_001242692.1c.394A>G p.Ile132Val 7.11 1 29 0 Urea transporterrs1484873 0.0516 YES 8.58E-1 (pos.43206985) Solute carrier family 14 (urea transporter), member 2apical plasma membrane,cell adhesion molecule binding,integral component of membrane,membrane,plasma membrane,protein binding,transmembrane transport,urea transmembrane transport,urea transmembrane transporter activity,urea transportAlopecia;Hair Diseases;Hemic and Lymphatic Diseases;Hypotrichosis;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Follicular;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Skin Diseases;Skin and Connective Tissue DiseasesUrea A=0, G=94 A=0.0, G=1.0 0.00001 1576.17 94 A=0/0, G=17/77

chr18:43247001 G/G C G SNV SLC14A2 SLC14A2:exonic:NM_001242692.1 1 100 14 synonymous NM_001242692.1c.1659C>G p.(=) 0.72 0.89(COSM148425)Urea transporterrs2156609 0.1664 YES 4.042E-1 (pos.43247001) acute_myeloid_leukaemia,adenocarcinomaSolute carrier family 14 (urea transporter), member 2apical plasma membrane,cell adhesion molecule binding,integral component of membrane,membrane,plasma membrane,protein binding,transmembrane transport,urea transmembrane transport,urea transmembrane transporter activity,urea transportAlopecia;Hair Diseases;Hemic and Lymphatic Diseases;Hypotrichosis;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Follicular;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Skin Diseases;Skin and Connective Tissue DiseasesUrea C=0, G=20 C=0.0, G=1.0 0.00001 263.784 20 C=0/0, G=11/9

chr5:33643617 T/T C T SNV ADAMTS12 ADAMTS12:intronic:NM_030955.3 1 100 intronic NM_030955.3c.1480-42G>Ap.? -0.6 ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs4866409 0.357 YES 6.702E-1;0.0 (pos.33643617) A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 12cell migration,cell-matrix adhesion,cellular response to BMP stimulus,cellular response to interleukin-1,cellular response to tumor necrosis factor,extracellular matrix,metalloendopeptidase activity,negative regulation of cellular response to hepatocyte growth factor stimulus,negative regulation of cellular response to vascular endothelial growth factor stimulus,negative regulation of chondrocyte differentiation,negative regulation of hepatocyte growth factor receptor signaling pathway,protein binding,proteinaceous extracellular matrix,proteoglycan catabolic process,proteolysis involved in cellular protein catabolic process,regulation of endothelial tube morphogenesis,regulation of inflammatory response,zinc ion bindingC=0, T=55 C=0.0, T=1.0 0.00001 814.907 55 C=0/0, T=10/45

chr5:34811734 C/T C T SNV RAI14 RAI14:intronic:NM_001145520.1 1 97.3 intronic NM_001145520.1c.558-138C>Tp.? -1.64 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs17522578 YES Retinoic acid-induced 14apoptotic signaling pathway,cell cortex,cell differentiation,cell junction,cytoskeleton,cytosol,fibrillar center,mitochondrion,nucleus,regulation of NIK/NF-kappaB signaling,spermatogenesisC=1, T=36 C=0.027, T=0.973 0.00001 553.019 37 C=0/1, T=24/12

chr12:16369828 T/T A T SNV SLC15A5 SLC15A5:exonic:NM_001170798.1 1 100 7 missense NM_001170798.1c.1482T>A p.Asp494Glu 3.66 1 45 0 POT family rs1671511 0 1.0 (pos.16369828) integral component of membrane,protein transport,symporter activity,transmembrane transportA=0, T=24 A=0.0, T=1.0 0.00001 334.791 24 A=0/0, T=12/12

chr12:16430284 A/A G A SNV SLC15A5 SLC15A5:exonic:NM_001170798.1 1 100 1 synonymous NM_001170798.1c.336C>T p.(=) 0.1 POT family rs1671487 0 1.0 (pos.16430284) integral component of membrane,protein transport,symporter activity,transmembrane transportG=0, A=34 G=0.0, A=1.0 0.00001 524.185 34 G=0/0, A=18/16

chr5:354051 C/C T C SNV AHRR AHRR:intronic:NM_001242412.1 1 100 intronic NM_001242412.1c.256+25T>Cp.? -0.92 Helix-loop-helix DNA-binding domain,PAS domain,PAS foldrs2013782 0.3802 YES 2.795E-1 (pos.354051) Arylhydrocarbon receptor repressorDNA binding,cytosol,negative regulation of transcription from RNA polymerase II promoter,nuclear aryl hydrocarbon receptor complex,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,regulation of transcription, DNA-templated,response to xenobiotic stimulus,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription factor binding,xenobiotic metabolic processT=0, C=32 T=0.0, C=1.0 0.00001 485.102 32 T=0/0, C=21/11

chr17:6942108 T/T C T SNV SLC16A13 SLC16A13:exonic:NM_201566.2 1 100 3 synonymous NM_201566.2c.981C>T p.(=) -1.14 Major Facilitator Superfamilyrs11078663 0.3987 YES 5.089E-1 (pos.6942108) Golgi apparatus,Golgi membrane,integral component of plasma membrane,monocarboxylic acid transmembrane transporter activity,monocarboxylic acid transport,symporter activity,transmembrane transportDiabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesC=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=13/12

chr5:35753715 C/C T C SNV SPEF2 SPEF2:intronic:NM_024867.3 1 100 intronic NM_024867.3c.3331-11T>Cp.? 0.84 Adenylate kinase,CH-like domain in sperm proteinrs11957963 0.3336 YES 6.618E-1 (pos.35753715) Sperm flagellar 2 Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesBenign T=0, C=32 T=0.0, C=1.0 0.00001 485.141 32 T=0/0, C=15/17

chr5:35776544 G/A G A SNV SPEF2 SPEF2:intronic:NM_024867.3 1 47.62 intronic NM_024867.3c.4217+47G>Ap.? -0.37 Adenylate kinase,CH-like domain in sperm proteinrs374151576 2.00E-04 0.0 (pos.35776544) Sperm flagellar 2 Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesG=11, A=10 G=0.5238, A=0.4762 0.00001 82.2886 21 G=4/7, A=5/5

chr5:35792356 C/C A C SNV SPEF2 SPEF2:intronic:NM_024867.3 1 100 intronic NM_024867.3c.4448-86A>Cp.? -1.77 Adenylate kinase,CH-like domain in sperm proteinrs7730148 YES Sperm flagellar 2 Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesA=0, C=29 A=0.0, C=1.0 0.00001 427.486 29 A=0/0, C=21/8

chr5:35807070 T/C T C SNV SPEF2 SPEF2:intronic:NM_024867.3 1 47.62 intronic NM_024867.3c.5256+16T>Cp.? -0.09 Adenylate kinase,CH-like domain in sperm proteinrs36093359 0.2875 YES 2.213E-1 (pos.35807070) Sperm flagellar 2 Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesT=11, C=10 T=0.5238, C=0.4762 0.00001 80.9533 21 T=9/2, C=8/2

chr5:35957202 A/G A G SNV UGT3A1 UGT3A1:intronic:NM_152404.3 1 45.83 intronic NM_152404.3c.1075+88T>Cp.? -1.02 Glycosyltransferase family 28 C-terminal domain,UDP-glucoronosyl and UDP-glucosyl transferasers1478449 YES Uridine diphosphate glucuronosyltransferase 3 family, member A1UDP-N-acetylglucosamine transferase complex,UDP-glycosyltransferase activity,glucuronosyltransferase activity,integral component of membrane,metabolic processKaempherol,Quercetin A=13, G=11 A=0.5417, G=0.4583 0.00001 93.3594 24 A=8/5, G=5/6

chr5:36137620 G/G A G SNV LMBRD2 LMBRD2:intronic:NM_001007527.1 1 100 intronic NM_001007527.1c.369-77T>Cp.? 0.27 LMBR1-like membrane proteinrs267759 YES integral component of membrane,membrane A=0, G=58 A=0.0, G=1.0 0.00001 867.376 58 A=0/0, G=32/26

chr5:36201336 T/T C T SNV NADK2 NADK2:intronic:NM_001085411.2 1 100 intronic NM_001085411.2c.957-73G>Ap.? -0.1 ATP-NAD kinasers7705396 YES NAD kinase 2, mitochondrialATP binding,NAD metabolic process,NAD+ kinase activity,NADP biosynthetic process,mitochondrial matrix,mitochondrion,phosphorylation,protein homodimerization activityCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesC=0, T=69 C=0.0, T=1.0 0.00001 1072.74 69 C=0/0, T=34/35

chr5:36217764 G/GTTAATCA G GTTAATCA INDEL NADK2 NADK2:intronic:NM_001085411.2 7 95.65 intronic NM_001085411.2c.781+86C>TGATTAACp.? 0.64 ATP-NAD kinasers111441491,rs892856171 YES NAD kinase 2, mitochondrialATP binding,NAD metabolic process,NAD+ kinase activity,NADP biosynthetic process,mitochondrial matrix,mitochondrion,phosphorylation,protein homodimerization activityCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesG=1, GTTAATCA=22G=0.0435, GTTAATCA=0.95650.00001 288.42 23 G=1/0, GTTAATCA=8/14

chr5:36268217 AG/AG A AG INDEL RANBP3L RANBP3L:intronic:NM_001161429.2 1 100 intronic NM_001161429.2c.343+78T>CTp.? 2.03 RanBP1 domain RAN-binding protein 3-likeG1/S transition of mitotic cell cycle,GTPase activator activity,RNA export from nucleus,Ran GTPase binding,SMAD binding,centrosome,cytoplasm,mesenchymal cell differentiation involved in bone development,negative regulation of osteoblast differentiation,nucleus,positive regulation of GTPase activity,positive regulation of mitotic centrosome separation,positive regulation of myoblast differentiation,protein import into nucleus,spindle organization,ubiquitin-dependent protein catabolic processA=0, AG=71 A=0.0, AG=1.0 0.00001 953.287 71 A=0/0, AG=42/29

chr17:73089852 C/C T C SNV SLC16A5 SLC16A5:exonic:NM_001271765.1 1 100 3 synonymous NM_001271765.1c.121T>C p.(=) 2.52 0.21(COSM1479991),0.21(COSM437360)Major Facilitator Superfamilyrs4788863 0.2727 YES 3.527E-1 (pos.73089852) neoplasm integral component of membrane,integral component of plasma membrane,membrane,monocarboxylic acid transmembrane transporter activity,monocarboxylic acid transport,symporter activity,transmembrane transportPyruvic acid T=0, C=27 T=0.0, C=1.0 0.00001 389.974 27 T=0/0, C=12/15

chr17:73089706 G/A G A SNV SLC16A5 SLC16A5:utr_5:NM_001271765.1 1 57.14 3 utr_5 NM_001271765.1c.-26G>A p.? 2.67 Major Facilitator Superfamilyrs4789134 0.3445 YES 2.442E-1 (pos.73089706) integral component of membrane,integral component of plasma membrane,membrane,monocarboxylic acid transmembrane transporter activity,monocarboxylic acid transport,symporter activity,transmembrane transportPyruvic acid G=15, A=20 G=0.4286, A=0.5714 0.00001 218.655 35 G=10/5, A=14/6

chr5:38527228 T/G T G SNV LIFR LIFR:intronic:NM_002310.5 1 50 intronic NM_002310.5c.397+29A>Cp.? -0.41 Fibronectin type III domainrs2289779 0.4519 YES 5.834E-1 (pos.38527228) Leukemia inhibitory factor receptorcell surface receptor signaling pathway,ciliary neurotrophic factor receptor activity,ciliary neurotrophic factor receptor binding,ciliary neurotrophic factor-mediated signaling pathway,cytokine-mediated signaling pathway,extracellular exosome,growth factor binding,integral component of plasma membrane,leukemia inhibitory factor receptor activity,leukemia inhibitory factor signaling pathway,oncostatin-M receptor activity,oncostatin-M-mediated signaling pathway,plasma membrane,positive regulation of cell proliferation,protein binding,receptor complex,regulation of cytokine-mediated signaling pathway,response to cytokineAdnexal Diseases;Bone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Endocrine System Diseases;Exostoses;Exostoses, Multiple Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Hyperostosis;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplastic Syndromes, Hereditary;Osteochondrodysplasias;Osteochondroma;Osteochondromatosis;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=12, G=12 T=0.5, G=0.5 0.00001 106.71 24 T=5/7, G=7/5

chr5:38876573 C/C T C SNV OSMR OSMR:intronic:NM_003999.2 1 100 intronic NM_003999.2c.246+98T>Cp.? -0.62 Fibronectin type III domainrs357271 YES Oncostatin M receptorapical plasma membrane,growth factor binding,integral component of membrane,oncostatin-M receptor activity,oncostatin-M receptor complex,oncostatin-M-mediated signaling pathway,plasma membrane,positive regulation of acute inflammatory response,positive regulation of cell proliferation,response to cytokineAmyloidosis;Amyloidosis, Familial;Autoimmune Diseases;Bronchial Neoplasms;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nephritis;Nutritional and Metabolic Diseases;Proteostasis Deficiencies;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Urologic DiseasesT=0, C=44 T=0.0, C=1.0 0.00001 726.565 44 T=0/0, C=26/18

chr5:38953427 C/C T C SNV RICTOR RICTOR:intronic:NM_152756.4 1 100 intronic NM_152756.4c.2790+136A>Gp.? 0.56 Rapamycin-insensitive companion of mTOR RasGEF_N domain,Rapamycin-insensitive companion of mTOR, N-term,Rapamycin-insensitive companion of mTOR, domain 5,Rapamycin-insensitive companion of mTOR, middle domain,Rapamycin-insensitive companion of mTOR, phosphorylation-siters2115948 YES TOR signaling,TORC2 complex,actin cytoskeleton reorganization,activation of protein kinase B activity,cytosol,embryo development,enzyme activator activity,establishment of cell polarity,establishment or maintenance of actin cytoskeleton polarity,peptidyl-serine phosphorylation,positive regulation of TOR signaling,positive regulation of actin filament polymerization,positive regulation of endothelial cell proliferation,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of protein kinase B signaling,protein binding,protein kinase binding,regulation of GTPase activity,regulation of actin cytoskeleton organization,regulation of establishment of cell polarity,regulation of gene expression,regulation of inflammatory response,regulation of peptidyl-serine phosphorylation,regulation of phosphorylation,regulation of protein kinase B signaling,ribosome bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, C=68 T=0.0, C=1.0 0.00001 1053.45 68 T=0/0, C=34/34

chr5:38953447 T/A T A SNV RICTOR RICTOR:intronic:NM_152756.4 1 97.06 intronic NM_152756.4c.2790+116A>Tp.? 1.26 Rapamycin-insensitive companion of mTOR RasGEF_N domain,Rapamycin-insensitive companion of mTOR, N-term,Rapamycin-insensitive companion of mTOR, domain 5,Rapamycin-insensitive companion of mTOR, middle domain,Rapamycin-insensitive companion of mTOR, phosphorylation-siters2115947 YES TOR signaling,TORC2 complex,actin cytoskeleton reorganization,activation of protein kinase B activity,cytosol,embryo development,enzyme activator activity,establishment of cell polarity,establishment or maintenance of actin cytoskeleton polarity,peptidyl-serine phosphorylation,positive regulation of TOR signaling,positive regulation of actin filament polymerization,positive regulation of endothelial cell proliferation,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of protein kinase B signaling,protein binding,protein kinase binding,regulation of GTPase activity,regulation of actin cytoskeleton organization,regulation of establishment of cell polarity,regulation of gene expression,regulation of inflammatory response,regulation of peptidyl-serine phosphorylation,regulation of phosphorylation,regulation of protein kinase B signaling,ribosome bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=2, A=66 T=0.0294, A=0.9706 0.00001 988.813 68 T=2/0, A=32/34

chr5:38954994 C/C T C SNV RICTOR RICTOR:intronic:NM_152756.4 1 100 intronic NM_152756.4c.2610-31A>Gp.? -4.17 Rapamycin-insensitive companion of mTOR RasGEF_N domain,Rapamycin-insensitive companion of mTOR, N-term,Rapamycin-insensitive companion of mTOR, domain 5,Rapamycin-insensitive companion of mTOR, middle domain,Rapamycin-insensitive companion of mTOR, phosphorylation-siters9292726 0.0214 YES 9.921E-1 (pos.38954994) TOR signaling,TORC2 complex,actin cytoskeleton reorganization,activation of protein kinase B activity,cytosol,embryo development,enzyme activator activity,establishment of cell polarity,establishment or maintenance of actin cytoskeleton polarity,peptidyl-serine phosphorylation,positive regulation of TOR signaling,positive regulation of actin filament polymerization,positive regulation of endothelial cell proliferation,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of protein kinase B signaling,protein binding,protein kinase binding,regulation of GTPase activity,regulation of actin cytoskeleton organization,regulation of establishment of cell polarity,regulation of gene expression,regulation of inflammatory response,regulation of peptidyl-serine phosphorylation,regulation of phosphorylation,regulation of protein kinase B signaling,ribosome bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, C=33 T=0.0, C=1.0 0.00001 490.24 33 T=0/0, C=7/26

chr5:38962543 G/G A G SNV RICTOR RICTOR:intronic:NM_152756.4 1 100 intronic NM_152756.4c.1668+44T>Cp.? 0.6 Rapamycin-insensitive companion of mTOR RasGEF_N domain,Rapamycin-insensitive companion of mTOR, N-term,Rapamycin-insensitive companion of mTOR, domain 5,Rapamycin-insensitive companion of mTOR, middle domain,Rapamycin-insensitive companion of mTOR, phosphorylation-siters7729745 0.0212 YES 9.923E-1 (pos.38962543) TOR signaling,TORC2 complex,actin cytoskeleton reorganization,activation of protein kinase B activity,cytosol,embryo development,enzyme activator activity,establishment of cell polarity,establishment or maintenance of actin cytoskeleton polarity,peptidyl-serine phosphorylation,positive regulation of TOR signaling,positive regulation of actin filament polymerization,positive regulation of endothelial cell proliferation,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of protein kinase B signaling,protein binding,protein kinase binding,regulation of GTPase activity,regulation of actin cytoskeleton organization,regulation of establishment of cell polarity,regulation of gene expression,regulation of inflammatory response,regulation of peptidyl-serine phosphorylation,regulation of phosphorylation,regulation of protein kinase B signaling,ribosome bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=56 A=0.0, G=1.0 0.00001 832.055 56 A=0/0, G=35/21

chr5:39108309 G/G A G SNV FYB1 FYB1:intronic:NM_001243093.1 1 100 intronic NM_001243093.1c.2497+24T>Cp.? 0.13 Helically-extended SH3 domain,Variant SH3 domainrs377022 0.21 YES 6.215E-1 (pos.39108309) NLS-bearing protein import into nucleus,T cell receptor signaling pathway,actin cytoskeleton,biological_process,cell junction,cytosol,immune response,intracellular signal transduction,lipid binding,nucleus,plasma membrane,protein binding,protein complex binding,protein localization to plasma membrane,protein phosphorylation,receptor binding,signal transductionA=0, G=145 A=0.0, G=1.0 0.00001 2433.76 145 A=0/0, G=66/79

chr5:39108322 G/G A G SNV FYB1 FYB1:intronic:NM_001243093.1 1 100 intronic NM_001243093.1c.2497+11T>Cp.? -0.76 Helically-extended SH3 domain,Variant SH3 domainrs430630 0.1159 YES 8.401E-1 (pos.39108322) NLS-bearing protein import into nucleus,T cell receptor signaling pathway,actin cytoskeleton,biological_process,cell junction,cytosol,immune response,intracellular signal transduction,lipid binding,nucleus,plasma membrane,protein binding,protein complex binding,protein localization to plasma membrane,protein phosphorylation,receptor binding,signal transductionA=0, G=146 A=0.0, G=1.0 0.00001 2463.83 146 A=0/0, G=67/79

chr20:61598899 G/G A G SNV SLC17A9 SLC17A9:utr_3:NM_022082.3 1 100 13 utr_3 NM_022082.3c.1358A>G p.? -0.96 Major Facilitator Superfamilyrs3746750 0.384 YES 7.569E-1 (pos.61598899) Solute carrier family 17, member 9anion transport,exocytosis,integral component of membrane,positive regulation of protein targeting to mitochondrion,regulation of autophagy of mitochondrion,transmembrane transport,transmembrane transporter activityCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Keratosis;Porokeratosis;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesA=0, G=22 A=0.0, G=1.0 0.00001 297.885 22 A=0/0, G=11/11

chr5:39390061 A/A C A SNV DAB2 DAB2:intronic:NM_001343.3 1 100 intronic NM_001343.3c.463-27G>Tp.? 0.4 Phosphotyrosine interaction domain (PTB/PID)rs2855512 0.0034 YES 6.403E-1 (pos.39390061) Disabled, Drosophila, homolog of, 2 (differentially expressed in ovarian cancer-2)SMAD binding,Wnt signaling pathway,apoptotic process,cargo receptor activity,cell proliferation,clathrin adaptor activity,clathrin-coated pit,clathrin-coated vesicle,clathrin-coated vesicle membrane,cytosol,extracellular exosome,fibrillar center,focal adhesion,integrin-mediated signaling pathway,intracellular membrane-bounded organelle,leading edge cell differentiation,lysosomal membrane,membrane organization,multicellular organism development,negative regulation of androgen receptor signaling pathway,negative regulation of apoptotic process,negative regulation of canonical Wnt signaling pathway,negative regulation of protein binding,negative regulation of protein localization to plasma membrane,negative regulation of transcription, DNA-templated,nucleolus,plasma membrane,positive regulation of SMAD protein import into nucleus,positive regulation of Wnt signaling pathway, planar cell polarity pathway,positive regulation of cell migration,positive regulation of clathrin-dependent endocytosis,positive regulatioDigestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Pancreatic Diseases;Pancreatic Neoplasms;Renal Insufficiency;Renal Insufficiency, Chronic;Urologic DiseasesC=0, A=41 C=0.0, A=1.0 0.00001 664.662 41 C=0/0, A=27/14

chr8:20036713 G/G A G SNV SLC18A1 SLC18A1:exonic:NM_003053.3 1 100 3 missense NM_003053.3c.407T>C p.Ile136Thr 5.54 0.42 89 0 Major Facilitator Superfamilyrs1390938 0.2387 YES 7.224E-1 (pos.20036713) Solute carrier family 18 (vesicular monoamine), member 1aminergic neurotransmitter loading into synaptic vesicle,clathrin-sculpted monoamine transport vesicle membrane,drug transmembrane transport,drug transmembrane transporter activity,endoplasmic reticulum membrane,integral component of membrane,integral component of plasma membrane,monoamine transmembrane transporter activity,monoamine transport,presynapse,serotonin transmembrane transporter activity,serotonin transportEphedra,MMDA,Methamphetamine,Norepinephrine,ReserpineA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=9/12

chr5:40949997 C/T C T SNV C7 C7:intronic:NM_000587.3 1 53.49 intronic NM_000587.3c.983-9C>T p.? -0.67 0(COSM4418698)Low-density lipoprotein receptor domain class A,MAC/Perforin domain,Sushi repeat (SCR repeat),Thrombospondin type 1 domainrs1450656 0.354 YES 7.4E-1 (pos.40949997) acute_myeloid_leukaemiaComplement component-7cellular sodium ion homeostasis,complement activation,complement activation, alternative pathway,complement activation, classical pathway,cytolysis,extracellular exosome,extracellular region,membrane attack complex,regulation of complement activationImmune System Diseases;Immunologic Deficiency SyndromesC=20, T=23 C=0.4651, T=0.5349 0.00001 265.073 43 C=5/15, T=8/15

chr5:40958027 A/A G A SNV C7 C7:intronic:NM_000587.3 1 100 intronic NM_000587.3c.1261-108G>Ap.? -0.42 Low-density lipoprotein receptor domain class A,MAC/Perforin domain,Sushi repeat (SCR repeat),Thrombospondin type 1 domainrs2652323 Complement component-7cellular sodium ion homeostasis,complement activation,complement activation, alternative pathway,complement activation, classical pathway,cytolysis,extracellular exosome,extracellular region,membrane attack complex,regulation of complement activationImmune System Diseases;Immunologic Deficiency SyndromesG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=6/14

chr5:40964816 A/A C A SNV C7 C7:intronic:NM_000587.3 1 100 intronic NM_000587.3c.1750-27C>Ap.? 0.11 Low-density lipoprotein receptor domain class A,MAC/Perforin domain,Sushi repeat (SCR repeat),Thrombospondin type 1 domainrs7713884 0.2295 YES 3.417E-1 (pos.40964816) Complement component-7cellular sodium ion homeostasis,complement activation,complement activation, alternative pathway,complement activation, classical pathway,cytolysis,extracellular exosome,extracellular region,membrane attack complex,regulation of complement activationImmune System Diseases;Immunologic Deficiency SyndromesC=0, A=35 C=0.0, A=1.0 0.00001 543.902 35 C=0/0, A=18/17

chr5:40980102 T/T C T SNV C7 C7:intronic:NM_000587.3 1 100 intronic NM_000587.3c.2350+91C>Tp.? 0.07 Low-density lipoprotein receptor domain class A,MAC/Perforin domain,Sushi repeat (SCR repeat),Thrombospondin type 1 domainrs2292727 YES Complement component-7cellular sodium ion homeostasis,complement activation,complement activation, alternative pathway,complement activation, classical pathway,cytolysis,extracellular exosome,extracellular region,membrane attack complex,regulation of complement activationImmune System Diseases;Immunologic Deficiency SyndromesC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=5/16

chr8:20036827 C/G C G SNV SLC18A1 SLC18A1:exonic:NM_003053.3 1 50 3 missense NM_003053.3c.293G>C p.Ser98Thr -0.75 0.74 58 0.033 0.12(COSM1455977)Major Facilitator Superfamilyrs2270637,rs757551885 0.1907 YES 0.0 (pos.20036823),1.452E-1 (pos.20036827)acute_myeloid_leukaemia,neoplasmSolute carrier family 18 (vesicular monoamine), member 1aminergic neurotransmitter loading into synaptic vesicle,clathrin-sculpted monoamine transport vesicle membrane,drug transmembrane transport,drug transmembrane transporter activity,endoplasmic reticulum membrane,integral component of membrane,integral component of plasma membrane,monoamine transmembrane transporter activity,monoamine transport,presynapse,serotonin transmembrane transporter activity,serotonin transportEphedra,MMDA,Methamphetamine,Norepinephrine,ReserpineC=28, G=28 C=0.5, G=0.5 0.00001 272.091 56 C=18/10, G=19/9

chr5:41032998 G/G A G SNV MROH2B MROH2B:intronic:NM_173489.4 1 100 intronic NM_173489.4c.2362-75T>Cp.? -0.39 rs325831 YES acrosomal vesicle,cell differentiation,cytoplasm,protein kinase A signaling,sperm flagellum,sperm midpiece,spermatogenesisA=0, G=62 A=0.0, G=1.0 0.00001 940.32 62 A=0/0, G=26/36

chr10:50818762 T/T C T SNV SLC18A3 SLC18A3:utr_5:NM_003055.2 1 100 1 utr_5 NM_003055.2c.-25C>T p.? 0.21 Major Facilitator Superfamily,Sugar (and other) transporterrs1880675 0.0056 YES 6.77E-1 (pos.50818762) Solute carrier family 18 (vesicular acetylcholine), member 3AP-1 adaptor complex,AP-2 adaptor complex,acetylcholine binding,acetylcholine transmembrane transporter activity,acetylcholine transport,ammonium transmembrane transport,clathrin-coated vesicle membrane,clathrin-sculpted acetylcholine transport vesicle membrane,integral component of plasma membrane,membrane,membrane organization,neurotransmitter secretion,plasma membrane,presynapseC=0, T=24 C=0.0, T=1.0 0.00001 334.762 24 C=0/0, T=21/3

chr1:169435027 T/T C T SNV SLC19A2 SLC19A2:utr_3:NM_006996.2 1 100 6 utr_3 NM_006996.2c.1554G>A p.? 0.35 Major Facilitator Superfamily,Reduced folate carrierrs2678166 Solute carrier family 19 (thiamine transporter), member 2folic acid transport,folic acid transporter activity,integral component of membrane,plasma membrane,protein binding,thiamine transmembrane transport,thiamine transmembrane transporter activity,thiamine transport,thiamine-containing compound metabolic processAnemia;Anemia, Macrocytic;Anemia, Megaloblastic;Avitaminosis;Deficiency Diseases;Diabetes Mellitus;Ear Diseases;Endocrine System Diseases;Glucose Metabolism Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hematologic Diseases;Hemic and Lymphatic Diseases;Malnutrition;Metabolic Diseases;Nervous System Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Sensation Disorders;Thiamine Deficiency;Vitamin B DeficiencyThiamine Benign C=0, T=33 C=0.0, T=1.0 0.00001 508.97 33 C=0/0, T=21/12

chr1:53553702 G/G A G SNV SLC1A7 SLC1A7:exonic:NM_006671.5 1 100 11 synonymous NM_006671.5c.1662T>C p.(=) -2.17 Sodium:dicarboxylate symporter familyrs1288400 0.0012 YES 9.998E-1 (pos.53553702) L-glutamate transmembrane transport,L-glutamate transmembrane transporter activity,amino acid transmembrane transporter activity,dicarboxylic acid transport,glutamate secretion,high-affinity glutamate transmembrane transporter activity,integral component of membrane,ion transport,plasma membrane,symporter activity,transmembrane transportGlutamic Acid A=0, G=42 A=0.0, G=1.0 0.00001 685.21 42 A=0/0, G=24/18

chr1:53558270 G/G A G SNV SLC1A7 SLC1A7:exonic:NM_006671.5 1 100 7 synonymous NM_006671.5c.987T>C p.(=) -2.92 0.02(COSM4144082)Sodium:dicarboxylate symporter familyrs1288406 0.1598 YES 9.595E-1 (pos.53558270) neoplasm L-glutamate transmembrane transport,L-glutamate transmembrane transporter activity,amino acid transmembrane transporter activity,dicarboxylic acid transport,glutamate secretion,high-affinity glutamate transmembrane transporter activity,integral component of membrane,ion transport,plasma membrane,symporter activity,transmembrane transportGlutamic Acid A=0, G=28 A=0.0, G=1.0 0.00001 408.697 28 A=0/0, G=12/16

chr5:43292908 C/A C A SNV HMGCS1 HMGCS1:intronic:NM_002130.7 1 50 intronic NM_002130.7c.1309+42G>Tp.? -0.15 Hydroxymethylglutaryl-coenzyme A synthase C terminal,Hydroxymethylglutaryl-coenzyme A synthase N terminalrs55794239 0.48 YES 1.44E-1 (pos.43292908) 3-hydroxy-3-methylglutaryl-Coenzyme A synthase 1brain development,cellular response to cholesterol,cellular response to follicle-stimulating hormone stimulus,cholesterol biosynthetic process,cytoplasm,cytosol,drug binding,hydroxymethylglutaryl-CoA synthase activity,isomerase activity,isoprenoid biosynthetic process,lipid metabolic process,liver development,male gonad development,organic acid binding,protein homodimerization activity,regulation of cholesterol biosynthetic process,regulation of lipid metabolic process,response to drug,response to low light intensity stimulus,response to low-density lipoprotein particle stimulus,response to purine-containing compound,response to tellurium ion,response to vitamin ENutritional and Metabolic Diseases(3R,5S,7R,12S,13R)-13-FORMYL-12,14-DIHYDROXY-3,5,7-TRIMETHYLTETRADECANOIC ACIDC=28, A=28 C=0.5, A=0.5 0.00001 272.138 56 C=12/16, A=15/13

chr5:466811 C/C T C SNV EXOC3 EXOC3:intronic:NM_007277.4 1 100 intronic NM_007277.4c.2067-31T>Cp.? -6.35 Exocyst complex component Sec6rs2434697 0.1151 YES 5.682E-1 (pos.466811) Exocyst complex component 3Golgi apparatus,SNARE binding,cadherin binding,cytosol,exocyst,exocyst localization,exocytosis,growth cone,midbody,perinuclear region of cytoplasm,protein binding,protein transport,secretory granule membraneCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Hypospadias;Male Urogenital Diseases;Penile Diseases;Urogenital AbnormalitiesT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=20/14

chr5:476530 G/G C G SNV

SLC9A3,SLC

9A3-AS1 SLC9A3:intronic:NM_004174.3, SLC9A3-AS1:exonic_nc:NR_125375.1 1
100

intronic NM_004174.3, NR_125375.1c.1891-37G>Cp.? -0.3 Sodium/hydrogen exchanger familyrs2244240 0.1297 YES 5.257E-1 (pos.476530) Solute carrier family 9 (sodium/hydrogen exchanger), member 3PDZ domain binding,apical plasma membrane,brush border,brush border membrane,cell surface,extracellular exosome,hydrogen ion transmembrane transport,integral component of membrane,ion transport,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,protein binding,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activity,solute:proton antiporter activityCardiovascular Diseases;Diabetes Mellitus;Diabetes Mellitus, Experimental;Digestive System Diseases;Endocrine System Diseases;Gastrointestinal Diseases;Glucose Metabolism Disorders;Hypertension;Hypotension;Intestinal Diseases;Intestinal Obstruction;Metabolic Diseases;Nutritional and Metabolic Diseases;Vascular DiseasesC=0, G=32 C=0.0, G=1.0 0.00001 484.753 32 C=0/0, G=17/15

chr5:479879 GC/GC G GC INDEL

SLC9A3,SLC

9A3-AS1 SLC9A3:intronic:NM_004174.3, SLC9A3-AS1:intronic_nc:NR_125375.11
100

intronic NM_004174.3, NR_125375.1c.1647+72C>GCp.? 0.08 Sodium/hydrogen exchanger familyrs376525752,rs5865334 YES Solute carrier family 9 (sodium/hydrogen exchanger), member 3PDZ domain binding,apical plasma membrane,brush border,brush border membrane,cell surface,extracellular exosome,hydrogen ion transmembrane transport,integral component of membrane,ion transport,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,protein binding,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activity,solute:proton antiporter activityCardiovascular Diseases;Diabetes Mellitus;Diabetes Mellitus, Experimental;Digestive System Diseases;Endocrine System Diseases;Gastrointestinal Diseases;Glucose Metabolism Disorders;Hypertension;Hypotension;Intestinal Diseases;Intestinal Obstruction;Metabolic Diseases;Nutritional and Metabolic Diseases;Vascular DiseasesG=0, GC=34 G=0.0, GC=1.0 0.00001 381.24 34 G=0/0, GC=23/11

chr5:479905 C/C A C SNV

SLC9A3,SLC

9A3-AS1 SLC9A3:intronic:NM_004174.3, SLC9A3-AS1:exonic_nc:NR_125375.1 1
100

intronic NM_004174.3, NR_125375.1c.1647+46T>Gp.? -1.12 Sodium/hydrogen exchanger familyrs890986 0.1163 YES 5.636E-1 (pos.479905) Solute carrier family 9 (sodium/hydrogen exchanger), member 3PDZ domain binding,apical plasma membrane,brush border,brush border membrane,cell surface,extracellular exosome,hydrogen ion transmembrane transport,integral component of membrane,ion transport,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,protein binding,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activity,solute:proton antiporter activityCardiovascular Diseases;Diabetes Mellitus;Diabetes Mellitus, Experimental;Digestive System Diseases;Endocrine System Diseases;Gastrointestinal Diseases;Glucose Metabolism Disorders;Hypertension;Hypotension;Intestinal Diseases;Intestinal Obstruction;Metabolic Diseases;Nutritional and Metabolic Diseases;Vascular DiseasesA=0, C=34 A=0.0, C=1.0 0.00001 523.6 34 A=0/0, C=23/11

chr5:49698180 A/A G A SNV EMB EMB:intronic:NM_198449.2 1 100 intronic NM_198449.2c.878-27C>Tp.? -0.14 Immunoglobulin I-set domain,Immunoglobulin domainrs13172025 0.4538 YES 4.906E-1 (pos.49698180) Embigin cell junction,integral component of membrane,integral component of plasma membrane,monocarboxylic acid transmembrane transporter activity,plasma membrane,plasma membrane lactate transport,synapseDermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesG=0, A=74 G=0.0, A=1.0 0.00001 1170.13 74 G=0/0, A=42/32

chr5:5146223 C/C G C SNV ADAMTS16 ADAMTS16:intronic:NM_139056.3 1 100 intronic NM_139056.3c.176-20G>Cp.? -0.27 ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,PLAC (protease and lacunin) domain,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs1871468 0.1427 YES 6.407E-1 (pos.5146223) A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 16branching involved in ureteric bud morphogenesis,male gamete generation,metal ion binding,metalloendopeptidase activity,proteinaceous extracellular matrix,proteolysis,regulation of cilium assembly,regulation of systemic arterial blood pressure,zinc ion bindingG=0, C=29 G=0.0, C=1.0 0.00001 427.603 29 G=0/0, C=14/15

chr6:160551204 C/C G C SNV SLC22A1 SLC22A1:exonic:NM_003057.2 1 100 2 missense NM_003057.2c.480G>C p.Leu160Phe 0.21 0.69 22 0.004 Major Facilitator Superfamily,Sugar (and other) transporterrs683369,rs763052165 0.2213 YES 0.0 (pos.160551201),8.593E-1 (pos.160551204)Solute carrier family 22 (organic cation transporter), member 1acetate ester transport,acetylcholine transmembrane transporter activity,ammonium transmembrane transport,basolateral plasma membrane,dopamine transmembrane transporter activity,dopamine transport,drug transmembrane transport,epinephrine transport,establishment or maintenance of transmembrane electrochemical gradient,integral component of membrane,integral component of plasma membrane,membrane,neurotransmitter transport,norepinephrine transmembrane transporter activity,norepinephrine transport,organic anion transmembrane transporter activity,organic anion transport,organic cation transmembrane transporter activity,organic cation transport,plasma membrane,protein binding,protein homodimerization activity,protein homooligomerization,quaternary ammonium group transmembrane transporter activity,quaternary ammonium group transport,secondary active organic cation transmembrane transporter activityBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionAcebutolol,Acepromazine,Acetylcholine,Aciclovir,Agmatine,Amantadine,Amiloride,Aminohippuric acid,Bilastine,Buformin,Caspofungin,Chlorphenamine,Chlorpromazine,Choline,Cimetidine,Cladribine,Clonidine,Codeine,Cytarabine,Deoxythymidine,Desipramine,Dexchlorpheniramine maleate,Dinoprostone,Diphenhydramine,Disopyramide,Dopamine,Epinephrine,Estradiol,Estrone sulfate,Ganciclovir,Gentian Violet,Guanidine,Histamine,Imatinib,Imipramine,Indinavir,Lamivudine,Latanoprost,Metformin,Midazolam,Nafamostat,Nelfinavir,Nicotine,Norepinephrine,Oxaliplatin,Pancuronium,Phenformin,Phenoxybenzamine,Pipotiazine,Pramipexole,Prazosin,Probenecid,Procainamide,Progesterone,Quinidine,Quinine,Ranitidine,Reserpine,Rocuronium,Saquinavir,Spermidine,Spermine,Taurocholic Acid,Testosterone,Tetraethylammonium,Thiamine,Thioproperazine,Thiothixene,Tubocurarine,Vecuronium,VerapamilG=0, C=31 G=0.0, C=1.0 0.00001 465.752 31 G=0/0, C=16/15

chr5:52193414 CA/CA C CA INDEL ITGA1 ITGA1:intronic:NM_181501.1 1 100 intronic NM_181501.1c.1164+55C>CAp.? -0.81 FG-GAP repeat,Integrin alpha,von Willebrand factor type A domainrs201620281,rs377107895,rs386403765,rs386403766,rs761995282.00E-04 YES Integrin, alpha-1acrosomal vesicle,activation of MAPK activity,basal part of cell,cell surface,cell-matrix adhesion,cellular extravasation,collagen binding,collagen binding involved in cell-matrix adhesion,external side of plasma membrane,extracellular exosome,extracellular matrix organization,focal adhesion,integrin alpha1-beta1 complex,integrin complex,integrin-mediated signaling pathway,membrane,membrane raft,metal ion binding,muscle contraction,negative regulation of cell proliferation,negative regulation of epidermal growth factor receptor signaling pathway,neuron projection,neuron projection morphogenesis,neutrophil chemotaxis,perikaryon,plasma membrane,positive regulation of neuron apoptotic process,positive regulation of phosphoprotein phosphatase activity,protein binding,protein phosphatase binding,receptor binding,vasodilationC=0, CA=33 C=0.0, CA=1.0 0.00001 388.628 33 C=0/0, CA=16/17

chr5:52322721 G/T G T SNV ITGA2 ITGA2:intronic:NM_002203.3 1 53.49 intronic NM_002203.3c.185+23G>Tp.? -1.3 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,von Willebrand factor type A domainrs26678 0.3129 YES 2.548E-1 (pos.52322721) Integrin, alpha-2 (CD49B; alpha-2 subunit of VLA-2 receptor; platelet antigen Br)amyloid-beta binding,animal organ morphogenesis,axon,axon terminus,basal part of cell,blood coagulation,cell adhesion,cell adhesion mediated by integrin,cell proliferation,cell surface,cell-matrix adhesion,cell-substrate adhesion,cellular response to estradiol stimulus,cellular response to mechanical stimulus,collagen binding,collagen binding involved in cell-matrix adhesion,collagen receptor activity,collagen-activated signaling pathway,detection of mechanical stimulus involved in sensory perception of pain,establishment of protein localization,external side of plasma membrane,extracellular matrix organization,female pregnancy,focal adhesion,focal adhesion assembly,heparan sulfate proteoglycan binding,hepatocyte differentiation,hypotonic response,integrin alpha2-beta1 complex,integrin binding,integrin complex,integrin-mediated signaling pathway,laminin binding,mammary gland development,mesodermal cell differentiation,metal ion binding,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulatioAutoimmune Diseases;Cardiovascular Diseases;Embolism and Thrombosis;Endometriosis;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Hyperalgesia;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nervous System Diseases;Neurologic Manifestations;Retinal Diseases;Retinal Vein Occlusion;Sensation Disorders;Somatosensory Disorders;Thrombosis;Urologic Diseases;Vascular Diseases;Venous ThrombosisG=20, T=23 G=0.4651, T=0.5349 0.00001 261.02 43 G=14/6, T=13/10

chr1:116534852 T/T C T SNV SLC22A15 SLC22A15:exonic:NM_018420.2 1 100 2 synonymous NM_018420.2c.288C>T p.(=) -0.52 0.18(COSM5427800),0.18(COSM5427801)Major Facilitator Superfamily,Sugar (and other) transporterrs4046190 0.3771 YES 4.712E-1 (pos.116534852)acute_myeloid_leukaemiaSolute carrier family 22 (organic cation transporter), member 15integral component of membrane,organic anion transmembrane transporter activity,organic anion transport,transmembrane transportColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesC=0, T=119 C=0.0, T=1.0 0.00001 1909.41 119 C=0/0, T=45/74

chr5:52351746 G/A G A SNV ITGA2 ITGA2:intronic:NM_002203.3 1 57.58 intronic NM_002203.3c.931-68G>Ap.? -0.94 FG-GAP repeat,Integrin alpha,Integrin alpha cytoplasmic region,von Willebrand factor type A domainrs3212522 YES Integrin, alpha-2 (CD49B; alpha-2 subunit of VLA-2 receptor; platelet antigen Br)amyloid-beta binding,animal organ morphogenesis,axon,axon terminus,basal part of cell,blood coagulation,cell adhesion,cell adhesion mediated by integrin,cell proliferation,cell surface,cell-matrix adhesion,cell-substrate adhesion,cellular response to estradiol stimulus,cellular response to mechanical stimulus,collagen binding,collagen binding involved in cell-matrix adhesion,collagen receptor activity,collagen-activated signaling pathway,detection of mechanical stimulus involved in sensory perception of pain,establishment of protein localization,external side of plasma membrane,extracellular matrix organization,female pregnancy,focal adhesion,focal adhesion assembly,heparan sulfate proteoglycan binding,hepatocyte differentiation,hypotonic response,integrin alpha2-beta1 complex,integrin binding,integrin complex,integrin-mediated signaling pathway,laminin binding,mammary gland development,mesodermal cell differentiation,metal ion binding,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulatioAutoimmune Diseases;Cardiovascular Diseases;Embolism and Thrombosis;Endometriosis;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Hyperalgesia;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nervous System Diseases;Neurologic Manifestations;Retinal Diseases;Retinal Vein Occlusion;Sensation Disorders;Somatosensory Disorders;Thrombosis;Urologic Diseases;Vascular Diseases;Venous ThrombosisG=14, A=19 G=0.4242, A=0.5758 0.00001 204.373 33 G=11/3, A=9/10

chr5:5262766 A/A G A SNV ADAMTS16 ADAMTS16:intronic:NM_139056.3 1 100 intronic NM_139056.3c.2663-4G>Ap.? 0.16 0(COSM6351341),0(COSM6351342)ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,PLAC (protease and lacunin) domain,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs34433845 0.2382 YES 1.024E-1 (pos.5262766) carcinoma A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 16branching involved in ureteric bud morphogenesis,male gamete generation,metal ion binding,metalloendopeptidase activity,proteinaceous extracellular matrix,proteolysis,regulation of cilium assembly,regulation of systemic arterial blood pressure,zinc ion bindingG=0, A=23 G=0.0, A=1.0 0.00001 322.73 23 G=0/0, A=14/9

chr1:116569530 C/C G C SNV SLC22A15 SLC22A15:exonic:NM_018420.2 1 100 5 synonymous NM_018420.2c.615G>C p.(=) 1.01 Major Facilitator Superfamily,Sugar (and other) transporterrs2488429 0.0496 YES 8.953E-1 (pos.116569530) Solute carrier family 22 (organic cation transporter), member 15integral component of membrane,organic anion transmembrane transporter activity,organic anion transport,transmembrane transportColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesG=0, C=46 G=0.0, C=1.0 0.00001 768.307 46 G=0/0, C=27/19

chr11:2920666 T/T C T SNV

SLC22A18,S

LC22A18AS SLC22A18AS:exonic:NM_007105.3, SLC22A18:upstream:NM_183233.21
100

3 missense NM_007105.3, NM_183233.2c.266G>A, c.-3910C>Tp.Gly89Asp, p.? -0.38 0.97 94 0 0(COSM4145646) rs365605 0.3407 YES 3.662E-1 (pos.2920666) neoplasm apical plasma membrane,biological_process,cellular_component,cytoplasm,drug export,drug transmembrane transport,drug transmembrane transporter activity,drug transport,drug:proton antiporter activity,excretion,integral component of membrane,membrane,molecular_function,nuclear envelope,organic cation transport,plasma membrane,symporter activity,transmembrane transport,transporter activity,ubiquitin protein ligase bindingBreast Diseases;Breast Neoplasms;Lung Diseases;Lung Neoplasms;Myosarcoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Muscle Tissue;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rhabdomyosarcoma;Sarcoma;Skin Diseases;Skin and Connective Tissue Diseases;Thoracic NeoplasmsC=0, T=20 C=0.0, T=1.0 0.00001 263.781 20 C=0/0, T=12/8

chr6:160679400 C/A C A SNV SLC22A2 SLC22A2:exonic:NM_003058.3 1 46.43 1 synonymous NM_003058.3c.390G>T p.(=) -0.57 0.21(COSM3761633)Major Facilitator Superfamily,Sugar (and other) transporterrs624249 0.4065 YES 1.749E-1 (pos.160679400)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,haemangioblastoma,neoplasmSolute carrier family 22 (organic cation transporter), member 2acetate ester transport,acetylcholine transmembrane transporter activity,ammonium transmembrane transport,body fluid secretion,dopamine transmembrane transporter activity,dopamine transport,drug transmembrane transport,extracellular exosome,integral component of membrane,integral component of plasma membrane,membrane,neurotransmitter biosynthetic process,neurotransmitter secretion,neurotransmitter transport,neurotransmitter transporter activity,norepinephrine transmembrane transporter activity,norepinephrine transport,organic anion transmembrane transporter activity,organic anion transport,organic cation transmembrane transporter activity,organic cation transport,plasma membrane,presynapse,quaternary ammonium group transmembrane transporter activity,quaternary ammonium group transport,secondary active organic cation transmembrane transporter activity,transmembrane transport,transmembrane transporter activityBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Urologic DiseasesAgmatine,Amantadine,Amiloride,Aminohippuric acid,Chlorphenamine,Choline,Cimetidine,Cisplatin,Cladribine,Cocaine,Cytarabine,Daunorubicin,Desipramine,Dexchlorpheniramine maleate,Dinoprost Tromethamine,Dinoprostone,Diphenhydramine,Disopyramide,Dopamine,Epinephrine,Estradiol,Famotidine,Flurazepam,Grepafloxacin,Guanidine,Histamine,Imatinib,Imipramine,Lamivudine,Levofloxacin,Memantine,Metformin,Metoprolol,Nafamostat,Nicotine,Norepinephrine,Oxaliplatin,Oxprenolol,Pancuronium,Phenformin,Phenoxybenzamine,Pimagedine,Pramipexole,Prazosin,Probenecid,Procainamide,Progesterone,Propranolol,Quinacrine,Quinidine,Quinine,Reserpine,Tetraethylammonium,Thiamine,Tubocurarine,Vinblastine,ZidovudineC=15, A=13 C=0.5357, A=0.4643 0.00001 117.927 28 C=4/11, A=9/4

chr11:64981853 T/T G T SNV SLC22A20 SLC22A20:exonic_nc:NR_033396.1 1 100 2 exonic_nc NR_033396.1 9.24 0.96(COSM429602),0.96(COSM429603)Sugar (and other) transporterrs239259 0.4269 YES 3.891E-1 (pos.64981853) adenocarcinoma,carcinoma,ductal_carcinoma,hepatocellular_carcinomaSolute carrier family 22, member 20 G=0, T=108 G=0.0, T=1.0 0.00001 1699.89 108 G=0/0, T=56/52

chr5:54706325 T/TTTTAAA T TTTTAAA INDEL SKIV2L2 SKIV2L2:intronic:NM_015360.4 6 95.38 intronic NM_015360.4c.2646-27T>TTTTAAAp.? 1.16 DEAD/DEAH box helicase,DSHCT (NUC185) domain,Helicase conserved C-terminal domain,rRNA-processing arch domainrs139320115,rs8667182200.1103 YES 7.315E-1;0.0 (pos.54706325) ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA catabolic process,catalytic step 2 spliceosome,exosome (RNase complex),mRNA splicing, via spliceosome,maturation of 5.8S rRNA,nucleolus,nucleoplasm,nucleus,protein binding,rRNA processingT=3, TTTTAAA=62T=0.0462, TTTTAAA=0.9538 0.00001 894.52 65 T=0/3, TTTTAAA=33/29

chr5:54709943 A/A G A SNV SKIV2L2 SKIV2L2:intronic:NM_015360.4 1 100 intronic NM_015360.4c.2752-67G>Ap.? 0.21 DEAD/DEAH box helicase,DSHCT (NUC185) domain,Helicase conserved C-terminal domain,rRNA-processing arch domainrs230766 0.1009 YES ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA catabolic process,catalytic step 2 spliceosome,exosome (RNase complex),mRNA splicing, via spliceosome,maturation of 5.8S rRNA,nucleolus,nucleoplasm,nucleus,protein binding,rRNA processingG=0, A=46 G=0.0, A=1.0 0.00001 749.733 46 G=0/0, A=35/11

chr5:54721642 C/C A C SNV

PLPP1,SKIV

2L2 SKIV2L2:downstream:NM_015360.4, PLPP1:intronic:NM_176895.2 1
100

intronic NM_015360.4, NM_176895.2c.*1042A>C, c.729+49T>Gp.?, p.? -0.47 PAP2 superfamilyrs230750 0.0991 YES 7.366E-1 (pos.54721642) Phopshplipid phosphatase 1ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA catabolic process,androgen receptor signaling pathway,catalytic step 2 spliceosome,dephosphorylation,exosome (RNase complex),extracellular exosome,germ cell migration,integral component of membrane,integral component of plasma membrane,intracellular steroid hormone receptor signaling pathway,lipid metabolic process,lipid phosphatase activity,mRNA splicing, via spliceosome,maturation of 5.8S rRNA,membrane,negative regulation of cell proliferation,nucleolus,nucleoplasm,nucleus,phosphatidate phosphatase activity,phospholipid dephosphorylation,phospholipid metabolic process,plasma membrane,protein binding,protein dephosphorylation,protein kinase C-activating G-protein coupled receptor signaling pathway,rRNA processing,regulation of lipid metabolic process,sphingolipid biosynthetic process,sphingosine-1-phosphate phosphatase activityA=0, C=75 A=0.0, C=1.0 0.00001 1193.86 75 A=0/0, C=43/32

chr5:54944976 C/C G C SNV SLC38A9 SLC38A9:intronic:NM_173514.3 1 100 intronic NM_173514.3c.1060+59C>Gp.? -0.41 Transmembrane amino acid transporter proteinrs11738633 YES Solute carrier family 38, member 9Ragulator complex,amino acid transmembrane transport,amino acid transmembrane transporter activity,cell cycle arrest,cellular response to amino acid stimulus,integral component of membrane,intracellular membrane-bounded organelle,late endosome,lysosomal membrane,lysosome,nucleoplasm,positive regulation of TOR signaling,protein binding,regulation of macroautophagyDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteG=0, C=154 G=0.0, C=1.0 0.00001 2466.85 154 G=0/0, C=97/57

chr6:3287118 C/C T C SNV SLC22A23 SLC22A23:exonic:NM_015482.1 1 100 7 synonymous NM_015482.1c.1521A>G p.(=) -5.04 0.02(COSM4161046),0.02(COSM4161047)Major Facilitator Superfamily,Sugar (and other) transporterrs6910086 0.0631 YES 7.262E-1 (pos.3287118) hepatocellular_carcinoma,neoplasmSolute carrier family 22, member 23integral component of membrane,organic anion transmembrane transporter activity,organic anion transport,protein binding,transmembrane transport,transmembrane transporter activityCrohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, C=52 T=0.0, C=1.0 0.00001 766.998 52 T=0/0, C=35/17

chr11:62847453 C/C T C SNV SLC22A24 SLC22A24:exonic:NM_001136506.2 1 100 10 missense NM_001136506.2c.1618A>G p.Ile540Val -1.32 0.33 29 0 Major Facilitator Superfamily,Sugar (and other) transporterrs7945121 0.198 YES 8.232E-1 (pos.62847453) Solute carrier family 22, member 24Acute Kidney Injury;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Urologic DiseasesT=0, C=50 T=0.0, C=1.0 0.00001 852.722 50 T=0/0, C=30/20

chr5:54993829 G/G A G SNV SLC38A9 SLC38A9:intronic:NM_173514.3 1 100 intronic NM_173514.3c.-33-9T>C p.? 3.07 Transmembrane amino acid transporter proteinrs3761766 0.3503 YES 4.617E-1 (pos.54993829) Solute carrier family 38, member 9Ragulator complex,amino acid transmembrane transport,amino acid transmembrane transporter activity,cell cycle arrest,cellular response to amino acid stimulus,integral component of membrane,intracellular membrane-bounded organelle,late endosome,lysosomal membrane,lysosome,nucleoplasm,positive regulation of TOR signaling,protein binding,regulation of macroautophagyDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteA=0, G=33 A=0.0, G=1.0 0.00001 504.24 33 A=0/0, G=18/15

chr5:55212379 G/G A G SNV IL31RA IL31RA:intronic:NM_139017.5 1 100 intronic NM_139017.5c.1819-93A>Gp.? -0.09 Fibronectin type III domain,Interleukin-6 receptor alpha chain, bindingrs161700 YES Interleukin 31 receptor AJAK-STAT cascade,MAPK cascade,T-helper 2 cell cytokine production,acute inflammatory response to antigenic stimulus,axon,cell junction,cytokine binding,cytokine receptor activity,cytokine-mediated signaling pathway,defense response,defense response to other organism,external side of plasma membrane,glandular epithelial cell differentiation,homeostatic process,integral component of membrane,intracellular,macrophage differentiation,monocyte differentiation,negative regulation of apoptotic process,negative regulation of macrophage activation,plasma membrane,positive regulation of cell proliferation,positive regulation of transcription, DNA-templated,positive regulation of tyrosine phosphorylation of STAT protein,presynaptic membrane,protein kinase binding,transcription coactivator activity,transmembrane receptor protein tyrosine kinase signaling pathwayA=0, G=46 A=0.0, G=1.0 0.00001 772.683 46 A=0/0, G=28/18

chr11:62848445 G/G A G SNV SLC22A24 SLC22A24:exonic:NM_001136506.2 1 100 9 synonymous NM_001136506.2c.1545T>C p.(=) -1.03 0.1(COSM467168)Major Facilitator Superfamily,Sugar (and other) transporterrs11231340 0.4683 YES 4.426E-1 (pos.62848445) adenocarcinoma,carcinoma,clear_cell_renal_cell_carcinomaSolute carrier family 22, member 24Acute Kidney Injury;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Urologic DiseasesA=0, G=85 A=0.0, G=1.0 0.00001 1383.77 85 A=0/0, G=46/39

chr11:62848487 C/C A C SNV SLC22A24 SLC22A24:exonic:NM_001136506.2 1 100 9 nonsense NM_001136506.2c.1503T>G p.Tyr501Ter 0.02 Major Facilitator Superfamily,Sugar (and other) transporterrs11231341 0.1986 YES 8.219E-1 (pos.62848487) Solute carrier family 22, member 24Acute Kidney Injury;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Urologic DiseasesA=0, C=84 A=0.0, C=1.0 0.00001 1369.97 84 A=0/0, C=42/42

chr11:62848568 G/G C G SNV SLC22A24 SLC22A24:exonic:NM_001136506.2 1 100 9 synonymous NM_001136506.2c.1422G>C p.(=) -0.42 0.03(COSM6350540)Major Facilitator Superfamily,Sugar (and other) transporterrs11231342 0.4683 YES 4.281E-1 (pos.62848568) carcinoma Solute carrier family 22, member 24Acute Kidney Injury;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Urologic DiseasesC=0, G=55 C=0.0, G=1.0 0.00001 814.906 55 C=0/0, G=6/49

chr5:56526819 G/G GT G INDEL GPBP1 GPBP1:intronic:NM_001127236.2 1 100 intronic NM_001127236.2c.208+23GT>Gp.? -0.01, 0.24 Vascular protein family Vasculin-like 1rs202155609,rs3214438 0.2632 YES 7.013E-1 (pos.56526819) GC-rich promoter-binding protein 1DNA binding,DNA binding transcription factor activity,cytosol,intracellular membrane-bounded organelle,nucleus,plasma membrane,positive regulation of transcription, DNA-templated,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedGT=0, G=57 GT=0.0, G=1.0 0.00001 829.626 57 GT=0/0, G=32/25

chr5:57753456 T/T C T SNV PLK2 PLK2:intronic:NM_006622.3 1 100 intronic NM_006622.3c.714-46G>Ap.? -0.3 POLO box duplicated region,Protein kinase domain,Protein tyrosine kinasers702723 0.4037 YES 9.029E-1 (pos.57753456) Polo-like kinase 2ATP binding,ATP-dependent protein binding,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,G1/S transition of mitotic cell cycle,Rap protein signal transduction,Ras protein signal transduction,centriole,centrosome,chromatin,cytoplasm,cytosol,dendrite,intracellular,long term synaptic depression,long-term synaptic potentiation,memory,mitotic cell cycle checkpoint,mitotic spindle organization,negative regulation of apoptotic process,negative regulation of dendritic spine development,peptidyl-serine phosphorylation,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of autophagy,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,positive regulation of protein binding,positive regulation of protein catabolic process,protein binding,protein complex binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of centriole replication,regulation of synaptic plasticity,signal transducer activityArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Rheumatic Diseases;Skin and Connective Tissue DiseasesC=0, T=20 C=0.0, T=1.0 0.00001 263.523 20 C=0/0, T=9/11

chr5:57754808 A/A G A SNV PLK2 PLK2:intronic:NM_006622.3 1 100 intronic NM_006622.3c.378+4C>Tp.? 0 0.19(COSM4407355)POLO box duplicated region,Protein kinase domain,Protein tyrosine kinasers697133 0.4023 YES 9.039E-1 (pos.57754808) hepatocellular_carcinomaPolo-like kinase 2ATP binding,ATP-dependent protein binding,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,G1/S transition of mitotic cell cycle,Rap protein signal transduction,Ras protein signal transduction,centriole,centrosome,chromatin,cytoplasm,cytosol,dendrite,intracellular,long term synaptic depression,long-term synaptic potentiation,memory,mitotic cell cycle checkpoint,mitotic spindle organization,negative regulation of apoptotic process,negative regulation of dendritic spine development,peptidyl-serine phosphorylation,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of autophagy,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,positive regulation of protein binding,positive regulation of protein catabolic process,protein binding,protein complex binding,protein phosphorylation,protein serine/threonine kinase activity,regulation of centriole replication,regulation of synaptic plasticity,signal transducer activityArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=0, A=60 G=0.0, A=1.0 0.00001 903.531 60 G=0/0, A=27/33

chr5:58271696 T/T C T SNV PDE4D PDE4D:intronic:NM_001104631.1 1 100 intronic NM_001104631.1c.1831-30G>Ap.? 0.21 3'5'-cyclic nucleotide phosphodiesterasers10051847 0.1549 YES 1.741E-1 (pos.58271696) Phosphodiesterase-4D, cAMP-specific (dunce, Drosophila, homolog of, phosphodiesterase-E3)3',5'-cyclic-AMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,ATPase binding,G-protein coupled receptor signaling pathway,T cell receptor signaling pathway,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in positive regulation of heart rate,aging,apical plasma membrane,beta-2 adrenergic receptor binding,cAMP binding,cAMP catabolic process,cAMP-mediated signaling,calcium channel complex,cellular response to cAMP,cellular response to epinephrine stimulus,cellular response to lipopolysaccharide,centrosome,cytosol,drug binding,enzyme binding,establishment of endothelial barrier,ion channel binding,membrane,metal ion binding,multicellular organism growth,negative regulation of heart contraction,negative regulation of peptidyl-serine phosphorylation,negative regulation of relaxation of cardiac muscle,neutrophil chemotaxis,nuclear membrane,plasma membrane,positive regulation of interferon-gamma production,positive regulation of interleukin-2 produAmphetamine-Related Disorders;Asthma;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Carcinoma;Carcinoma, Squamous Cell;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dysostoses;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Head and Neck Neoplasms;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Intellectual Disability;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Osteochondrody(4R)-4-(3-butoxy-4-methoxybenzyl)imidazolidin-2-one,(R)-Rolipram,(S)-Rolipram,1-(4-Aminophenyl)-3,5-Dimethyl-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,1-(4-Methoxyphenyl)-3,5-Dimethyl-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,2-3-(2-Hydroxy-1,1-Dihydroxymethyl-Ethylamino)-Propylamino-2-Hydroxymethyl-Propane-1,3-Diol,3,5-DIMETHYL-1-PHENYL-1H-PYRAZOLE-4-CARBOXYLIC ACID ETHYL ESTER,3,5-Dimethyl-1-(3-Nitrophenyl)-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,3,5-Dimethyl-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,3-isobutyl-1-methyl-7H-xanthine,4-8-(3-nitrophenyl)-1,7-naphthyridin-6-ylbenzoic acid,6-(4-Difluoromethoxy-3-Methoxy-Phenyl)-2h-Pyridazin-3-One,Adenosine monophosphate,Apremilast,Caffeine,Cilomilast,Crisaborole,Dyphylline,Ibudilast,Iloprost,Piclamilast,Roflumilast,Rolipram,Tetomilast,TrapidilC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=21/8

chr5:58272361 T/T C T SNV PDE4D PDE4D:intronic:NM_001104631.1 1 100 intronic NM_001104631.1c.1708-62G>Ap.? -1.48 3'5'-cyclic nucleotide phosphodiesterasers3763083 YES Phosphodiesterase-4D, cAMP-specific (dunce, Drosophila, homolog of, phosphodiesterase-E3)3',5'-cyclic-AMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,ATPase binding,G-protein coupled receptor signaling pathway,T cell receptor signaling pathway,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in positive regulation of heart rate,aging,apical plasma membrane,beta-2 adrenergic receptor binding,cAMP binding,cAMP catabolic process,cAMP-mediated signaling,calcium channel complex,cellular response to cAMP,cellular response to epinephrine stimulus,cellular response to lipopolysaccharide,centrosome,cytosol,drug binding,enzyme binding,establishment of endothelial barrier,ion channel binding,membrane,metal ion binding,multicellular organism growth,negative regulation of heart contraction,negative regulation of peptidyl-serine phosphorylation,negative regulation of relaxation of cardiac muscle,neutrophil chemotaxis,nuclear membrane,plasma membrane,positive regulation of interferon-gamma production,positive regulation of interleukin-2 produAmphetamine-Related Disorders;Asthma;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Carcinoma;Carcinoma, Squamous Cell;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dysostoses;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Head and Neck Neoplasms;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Intellectual Disability;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Osteochondrody(4R)-4-(3-butoxy-4-methoxybenzyl)imidazolidin-2-one,(R)-Rolipram,(S)-Rolipram,1-(4-Aminophenyl)-3,5-Dimethyl-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,1-(4-Methoxyphenyl)-3,5-Dimethyl-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,2-3-(2-Hydroxy-1,1-Dihydroxymethyl-Ethylamino)-Propylamino-2-Hydroxymethyl-Propane-1,3-Diol,3,5-DIMETHYL-1-PHENYL-1H-PYRAZOLE-4-CARBOXYLIC ACID ETHYL ESTER,3,5-Dimethyl-1-(3-Nitrophenyl)-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,3,5-Dimethyl-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,3-isobutyl-1-methyl-7H-xanthine,4-8-(3-nitrophenyl)-1,7-naphthyridin-6-ylbenzoic acid,6-(4-Difluoromethoxy-3-Methoxy-Phenyl)-2h-Pyridazin-3-One,Adenosine monophosphate,Apremilast,Caffeine,Cilomilast,Crisaborole,Dyphylline,Ibudilast,Iloprost,Piclamilast,Roflumilast,Rolipram,Tetomilast,TrapidilC=0, T=50 C=0.0, T=1.0 0.00001 852.747 50 C=0/0, T=20/30

chr5:58285422 C/C CTTGA C INDEL PDE4D PDE4D:intronic:NM_001104631.1 4 100 intronic NM_001104631.1c.1452+160TCAAG>Gp.? -1.75, -0.23, -0.41, -0.47, 0.3 3'5'-cyclic nucleotide phosphodiesterasers149962845,rs80307266 YES Phosphodiesterase-4D, cAMP-specific (dunce, Drosophila, homolog of, phosphodiesterase-E3)3',5'-cyclic-AMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,ATPase binding,G-protein coupled receptor signaling pathway,T cell receptor signaling pathway,adrenergic receptor signaling pathway,adrenergic receptor signaling pathway involved in positive regulation of heart rate,aging,apical plasma membrane,beta-2 adrenergic receptor binding,cAMP binding,cAMP catabolic process,cAMP-mediated signaling,calcium channel complex,cellular response to cAMP,cellular response to epinephrine stimulus,cellular response to lipopolysaccharide,centrosome,cytosol,drug binding,enzyme binding,establishment of endothelial barrier,ion channel binding,membrane,metal ion binding,multicellular organism growth,negative regulation of heart contraction,negative regulation of peptidyl-serine phosphorylation,negative regulation of relaxation of cardiac muscle,neutrophil chemotaxis,nuclear membrane,plasma membrane,positive regulation of interferon-gamma production,positive regulation of interleukin-2 produAmphetamine-Related Disorders;Asthma;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Carcinoma;Carcinoma, Squamous Cell;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dysostoses;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Head and Neck Neoplasms;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Intellectual Disability;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Osteochondrody(4R)-4-(3-butoxy-4-methoxybenzyl)imidazolidin-2-one,(R)-Rolipram,(S)-Rolipram,1-(4-Aminophenyl)-3,5-Dimethyl-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,1-(4-Methoxyphenyl)-3,5-Dimethyl-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,2-3-(2-Hydroxy-1,1-Dihydroxymethyl-Ethylamino)-Propylamino-2-Hydroxymethyl-Propane-1,3-Diol,3,5-DIMETHYL-1-PHENYL-1H-PYRAZOLE-4-CARBOXYLIC ACID ETHYL ESTER,3,5-Dimethyl-1-(3-Nitrophenyl)-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,3,5-Dimethyl-1h-Pyrazole-4-Carboxylic Acid Ethyl Ester,3-isobutyl-1-methyl-7H-xanthine,4-8-(3-nitrophenyl)-1,7-naphthyridin-6-ylbenzoic acid,6-(4-Difluoromethoxy-3-Methoxy-Phenyl)-2h-Pyridazin-3-One,Adenosine monophosphate,Apremilast,Caffeine,Cilomilast,Crisaborole,Dyphylline,Ibudilast,Iloprost,Piclamilast,Roflumilast,Rolipram,Tetomilast,TrapidilCTTGA=0, C=36CTTGA=0.0, C=1.0 0.00001 570.235 36 CTTGA=0/0, C=21/15

chr5:59940502 T/T A T SNV DEPDC1B DEPDC1B:intronic:NM_018369.2 1 100 intronic NM_018369.2c.709+70T>Ap.? -4.28 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),RhoGAP domainrs6877561 YES DEP domain-containing protein 1BGTPase activator activity,cell migration,cytosol,intracellular signal transduction,positive regulation of GTPase activity,positive regulation of Wnt signaling pathway,regulation of small GTPase mediated signal transductionA=0, T=47 A=0.0, T=1.0 0.00001 789.328 47 A=0/0, T=26/21

chr5:60083275 A/A C A SNV ELOVL7 ELOVL7:intronic:NM_001104558.1 1 100 intronic NM_001104558.1c.-33-17G>Tp.? -0.33 GNS1/SUR4 familyrs10072745 0.4787 YES 8.983E-1;0.0 (pos.60083275) Elongation of very long chain fatty acids-like 63-oxo-arachidoyl-CoA synthase activity,3-oxo-cerotoyl-CoA synthase activity,3-oxo-lignoceronyl-CoA synthase activity,endoplasmic reticulum,endoplasmic reticulum membrane,fatty acid elongase activity,fatty acid elongation, monounsaturated fatty acid,fatty acid elongation, polyunsaturated fatty acid,fatty acid elongation, saturated fatty acid,integral component of endoplasmic reticulum membrane,integral component of membrane,long-chain fatty-acyl-CoA biosynthetic process,protein binding,sphingolipid biosynthetic process,very long-chain fatty acid biosynthetic process,very-long-chain 3-ketoacyl-CoA synthase activityC=0, A=60 C=0.0, A=1.0 0.00001 903.529 60 C=0/0, A=13/47

chr11:62910849 C/C T C SNV SLC22A24 SLC22A24:splicesite_5:NM_001136506.2 1 100 1 splicesite NM_001136506.2c.402+1A>Gp.? 2.51 Major Facilitator Superfamily,Sugar (and other) transporterrs1939749 0.1719 YES 9.184E-1 (pos.62910849) Solute carrier family 22, member 24Acute Kidney Injury;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Urologic DiseasesT=0, C=69 T=0.0, C=1.0 0.00001 1072.78 69 T=0/0, C=32/37

chr5:60448947 A/A G A SNV NDUFAF2 NDUFAF2:downstream:NM_174889.4 1 100 intronic NM_174889.4c.*165G>A p.? 0.04 rs810883 YES NADH dehydrogenase 1 alpha subcomplex, assembly factor 2NADH dehydrogenase (ubiquinone) activity,cellular respiration,electron transfer activity,mitochondrial inner membrane,mitochondrial respiratory chain complex I assembly,mitochondrion,negative regulation of insulin secretion involved in cellular response to glucose stimulus,reactive oxygen species metabolic process,respiratory electron transport chainBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Leigh Disease;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Nervous System Diseases;Nutritional and Metabolic Diseases;Pyruvate Metabolism, Inborn ErrorsG=0, A=83 G=0.0, A=1.0 0.00001 1349.74 83 G=0/0, A=33/50

chr5:61733348 A/A G A SNV IPO11 IPO11:intronic:NM_001134779.1 1 100 intronic NM_001134779.1c.258+104G>Ap.? -1.39 Importin-beta N-terminal domainrs153857 YES Importin 11 Ran GTPase binding,cytosol,fibrillar center,intracellular,intracellular protein transport,nuclear envelope,nucleus,protein binding,protein transporter activity,ribosomal protein import into nucleus,transcription factor import into nucleusG=0, A=28 G=0.0, A=1.0 0.00001 408.718 28 G=0/0, A=17/11

chr5:61762864 T/G T G SNV IPO11 IPO11:intronic:NM_001134779.1 1 45.83 intronic NM_001134779.1c.637-94T>Gp.? -0.6 Importin-beta N-terminal domainrs75500070 YES Importin 11 Ran GTPase binding,cytosol,fibrillar center,intracellular,intracellular protein transport,nuclear envelope,nucleus,protein binding,protein transporter activity,ribosomal protein import into nucleus,transcription factor import into nucleusT=13, G=11 T=0.5417, G=0.4583 0.00001 93.44 24 T=9/4, G=10/1

chr5:61762880 A/G A G SNV IPO11 IPO11:intronic:NM_001134779.1 1 45.83 intronic NM_001134779.1c.637-78A>Gp.? 0.51 Importin-beta N-terminal domainrs35119 YES Importin 11 Ran GTPase binding,cytosol,fibrillar center,intracellular,intracellular protein transport,nuclear envelope,nucleus,protein binding,protein transporter activity,ribosomal protein import into nucleus,transcription factor import into nucleusA=13, G=11 A=0.5417, G=0.4583 0.00001 93.4398 24 A=9/4, G=10/1

chr5:61781127 A/A C A SNV IPO11 IPO11:intronic:NM_001134779.1 1 100 intronic NM_001134779.1c.1295-119C>Ap.? -0.33 Importin-beta N-terminal domainrs26640 YES Importin 11 Ran GTPase binding,cytosol,fibrillar center,intracellular,intracellular protein transport,nuclear envelope,nucleus,protein binding,protein transporter activity,ribosomal protein import into nucleus,transcription factor import into nucleusC=0, A=42 C=0.0, A=1.0 0.00001 685.22 42 C=0/0, A=20/22

chr5:61785936 C/C T C SNV IPO11 IPO11:intronic:NM_001134779.1 1 100 intronic NM_001134779.1c.1478-6T>Cp.? 0.22 0.05(COSM4407610),0.05(COSM4407611)Importin-beta N-terminal domainrs26644 0.4082 YES 3.97E-1 (pos.61785936) acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinoma,neoplasmImportin 11 Ran GTPase binding,cytosol,fibrillar center,intracellular,intracellular protein transport,nuclear envelope,nucleus,protein binding,protein transporter activity,ribosomal protein import into nucleus,transcription factor import into nucleusT=0, C=34 T=0.0, C=1.0 0.00001 524.178 34 T=0/0, C=19/15

chr11:62984868 C/C T C SNV SLC22A25 SLC22A25:exonic:NM_199352.4 1 100 4 missense NM_199352.4c.748A>G p.Ser250Gly 0.21 1 56 0.001 0(COSM3998528)Major Facilitator Superfamily,Sugar (and other) transporterrs11231409 0.3791 YES 5.761E-1 (pos.62984868) acute_myeloid_leukaemia inorganic anion exchanger activity,inorganic anion transport,integral component of membrane,integral component of plasma membrane,organic acid transmembrane transport,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transmembrane transport,urate transmembrane transporter activity,urate transportT=0, C=52 T=0.0, C=1.0 0.00001 765.08 52 T=0/0, C=13/39

chr20:4854682 A/G A G SNV SLC23A2 SLC23A2:exonic:NM_203327.1 1 50 11 synonymous NM_203327.1c.1002T>C p.(=) -0.85 0.02(COSM1130608)Permease familyrs1110277 0.3337 YES 2.31E-1 (pos.4854682) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmSolute carrier family 23 (nucleobase transporters), member 2 (sodium-dependent vitamin C transporter 2)L-ascorbate:sodium symporter activity,L-ascorbic acid metabolic process,L-ascorbic acid transmembrane transporter activity,L-ascorbic acid transport,apical plasma membrane,basal plasma membrane,basolateral plasma membrane,cytoplasm,integral component of membrane,integral component of plasma membrane,membrane,molecular hydrogen transport,nucleobase transmembrane transporter activity,nucleobase transport,nucleobase-containing compound metabolic process,plasma membrane,response to oxidative stress,sodium ion transport,sodium-dependent L-ascorbate transmembrane transporter activity,sodium-dependent multivitamin transmembrane transporter activity,transepithelial L-ascorbic acid transport,transmembrane transport,vitamin transmembrane transportBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Digestive System DiseasesA=12, G=12 A=0.5, G=0.5 0.00001 106.709 24 A=5/7, G=5/7

chr20:19560664 A/A G A SNV SLC24A3 SLC24A3:exonic:NM_020689.3 1 100 4 synonymous NM_020689.3c.369G>A p.(=) -2.31 0.02(COSM4001849)Sodium/calcium exchanger proteinrs3790261 0.2415 YES 6.564E-1 (pos.19560664) acute_myeloid_leukaemia,neoplasmSolute carrier family 24 (sodium/potassium/calcium exchanger), member 3calcium channel activity,calcium ion binding,calcium ion transmembrane transport,calcium, potassium:sodium antiporter activity,cellular calcium ion homeostasis,integral component of plasma membrane,ion transport,plasma membrane,potassium ion binding,potassium ion transport,sodium ion binding,sodium ion transmembrane transport,symporter activityAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Head and Neck Neoplasms;Mental Disorders;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Psychotic Disorders;Salivary Gland Diseases;Salivary Gland Neoplasms;Schizophrenia Spectrum and Other Psychotic Disorders;Stomatognathic DiseasesG=0, A=84 G=0.0, A=1.0 0.00001 1370.16 84 G=0/0, A=49/35

chr20:19634732 A/A G A SNV SLC24A3 SLC24A3:exonic:NM_020689.3 1 100 7 synonymous NM_020689.3c.639G>A p.(=) 0.78 0.59(COSM3758470)Sodium/calcium exchanger proteinrs3790278 0.3753 YES 2.534E-1 (pos.19634732) acute_myeloid_leukaemia,adenocarcinomaSolute carrier family 24 (sodium/potassium/calcium exchanger), member 3calcium channel activity,calcium ion binding,calcium ion transmembrane transport,calcium, potassium:sodium antiporter activity,cellular calcium ion homeostasis,integral component of plasma membrane,ion transport,plasma membrane,potassium ion binding,potassium ion transport,sodium ion binding,sodium ion transmembrane transport,symporter activityAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Head and Neck Neoplasms;Mental Disorders;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Psychotic Disorders;Salivary Gland Diseases;Salivary Gland Neoplasms;Schizophrenia Spectrum and Other Psychotic Disorders;Stomatognathic DiseasesG=0, A=112 G=0.0, A=1.0 0.00001 1776.44 112 G=0/0, A=86/26

chr5:64447777 T/T C T SNV ADAMTS6 ADAMTS6:intronic:NM_197941.3 1 100 intronic NM_197941.3c.3245-5G>Ap.? -0.2 ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,PLAC (protease and lacunin) domain,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs17206779 0.4862 YES 3.593E-1 (pos.64447777) A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 6metalloendopeptidase activity,metallopeptidase activity,proteinaceous extracellular matrix,proteolysis,zinc ion bindingNeoplasms;Neoplasms by Histologic Type;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Osteosarcoma;SarcomaC=0, T=349 C=0.0, T=1.0 0.00001 5928.51 349 C=0/0, T=164/185

chr5:64556640 C/C T C SNV ADAMTS6 ADAMTS6:intronic:NM_197941.3 1 100 intronic NM_197941.3c.1767-150A>Gp.? 0.01 ADAM-TS Spacer 1,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,PLAC (protease and lacunin) domain,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptide,Thrombospondin type 1 domainrs10940023 YES A disintegrin-like and metalloproteinase with thrombospondin type 1 motif, 6metalloendopeptidase activity,metallopeptidase activity,proteinaceous extracellular matrix,proteolysis,zinc ion bindingNeoplasms;Neoplasms by Histologic Type;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Osteosarcoma;SarcomaT=0, C=65 T=0.0, C=1.0 0.00001 996.419 65 T=0/0, C=25/40

chr20:19634747 C/C T C SNV SLC24A3 SLC24A3:exonic:NM_020689.3 1 100 7 synonymous NM_020689.3c.654T>C p.(=) 0.03 0.33(COSM3758471)Sodium/calcium exchanger proteinrs3790279 0.3752 YES 2.539E-1 (pos.19634747) acute_myeloid_leukaemia,adenocarcinomaSolute carrier family 24 (sodium/potassium/calcium exchanger), member 3calcium channel activity,calcium ion binding,calcium ion transmembrane transport,calcium, potassium:sodium antiporter activity,cellular calcium ion homeostasis,integral component of plasma membrane,ion transport,plasma membrane,potassium ion binding,potassium ion transport,sodium ion binding,sodium ion transmembrane transport,symporter activityAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Head and Neck Neoplasms;Mental Disorders;Mouth Diseases;Mouth Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Psychotic Disorders;Salivary Gland Diseases;Salivary Gland Neoplasms;Schizophrenia Spectrum and Other Psychotic Disorders;Stomatognathic DiseasesT=0, C=112 T=0.0, C=1.0 0.00001 1775.9 112 T=0/0, C=85/27

chr5:64825102 T/T C T SNV CENPK CENPK:intronic:NM_001267038.1 1 100 intronic NM_001267038.1c.289-76G>Ap.? -0.23 Centromere-associated protein Krs1017576 YES CENP-A containing nucleosome assembly,condensed chromosome kinetochore,cytosol,nucleoplasm,nucleus,protein binding,sister chromatid cohesionC=0, T=57 C=0.0, T=1.0 0.00001 849.615 57 C=0/0, T=24/33

chr5:64838584 A/A G A SNV CENPK CENPK:intronic:NM_001267038.1 1 100 intronic NM_001267038.1c.288+45C>Tp.? -2.21 Centromere-associated protein Krs6891597 0.3714 YES 6.284E-1 (pos.64838584) CENP-A containing nucleosome assembly,condensed chromosome kinetochore,cytosol,nucleoplasm,nucleus,protein binding,sister chromatid cohesionG=0, A=40 G=0.0, A=1.0 0.00001 644.284 40 G=0/0, A=22/18

chr5:64881688 GT/G GT G INDEL PPWD1 PPWD1:intronic:NM_015342.3 1 45.83 intronic NM_015342.3c.1615-138GT>Gp.? 0.01, -1.39 Cyclophilin type peptidyl-prolyl cis-trans isomerase/CLD,WD domain, G-beta repeatrs35368186 YES catalytic step 2 spliceosome,mRNA splicing, via spliceosome,nuclear body,nucleoplasm,peptidyl-prolyl cis-trans isomerase activity,protein peptidyl-prolyl isomerizationGT=26, G=22GT=0.5417, G=0.4583 0.00001 221.688 48 GT=13/13, G=8/14

chr14:92792255 A/A G A SNV SLC24A4 SLC24A4:exonic:NM_153646.3 1 100 2 synonymous NM_153646.3c.174G>A p.(=) -1.49 Sodium/calcium exchanger proteinrs941646 9.00E-04 YES 1.0 (pos.92792255) Solute carrier family 24 (sodium/potassium/calcium exchanger), member 4amelogenesis,calcium channel activity,calcium ion binding,calcium ion transmembrane transport,calcium, potassium:sodium antiporter activity,cellular calcium ion homeostasis,cytoplasm,integral component of plasma membrane,ion transport,membrane,plasma membrane,potassium ion binding,potassium ion transport,response to stimulus,sensory perception of smell,sodium ion binding,sodium ion transmembrane transport,symporter activityAlzheimer Disease;Amelogenesis Imperfecta;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Dental Enamel Hypoplasia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tauopathies;Tooth Abnormalities;Tooth DiseasesG=0, A=128 G=0.0, A=1.0 0.00001 2094.83 128 G=0/0, A=52/76

chr5:65016452 G/G A G SNV SGTB SGTB:intronic:NM_019072.2 1 100 intronic NM_019072.2c.100+83T>Cp.? 0.81 Homodimerisation domain of SGTA,TPR repeat,Tetratricopeptide repeatrs9291846 YES protein binding A=0, G=80 A=0.0, G=1.0 0.00001 1289.37 80 A=0/0, G=42/38

chr5:6602544 C/C T C SNV NSUN2 NSUN2:intronic:NM_017755.5 1 100 intronic NM_017755.5c.1997+30A>Gp.? -0.14 16S rRNA methyltransferase RsmB/Frs2303711 0.3152 YES 6.584E-1 (pos.6602544) NOP2/SUN RNA methyltransferase family, member 2RNA binding,cell division,chromatoid body,cytoplasm,hair follicle maturation,meiotic cell cycle checkpoint,nucleolus,nucleoplasm,spermatid development,spindle,tRNA (cytosine-5-)-methyltransferase activity,tRNA binding,tRNA methylation,tRNA modificationCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dermatitis;Eczema;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesT=0, C=37 T=0.0, C=1.0 0.00001 583.706 37 T=0/0, C=21/16

chr5:6611757 T/T A T SNV NSUN2 NSUN2:intronic:NM_017755.5 1 100 intronic NM_017755.5c.1095+81T>Ap.? -0.78 16S rRNA methyltransferase RsmB/Frs10454287,rs777200149 YES NOP2/SUN RNA methyltransferase family, member 2RNA binding,cell division,chromatoid body,cytoplasm,hair follicle maturation,meiotic cell cycle checkpoint,nucleolus,nucleoplasm,spermatid development,spindle,tRNA (cytosine-5-)-methyltransferase activity,tRNA binding,tRNA methylation,tRNA modificationCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dermatitis;Eczema;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesA=0, T=29 A=0.0, T=1.0 0.00001 427.6 29 A=0/0, T=16/13

chr5:66195701 T/T C T SNV MAST4 MAST4:intronic:NM_001164664.1 1 100 intronic NM_001164664.1c.643-78C>Tp.? -0.88 Domain of unknown function (DUF1908),PDZ domain,PDZ domain (Also known as DHR or GLGF),Protein kinase domain,Protein tyrosine kinasers458115 0.4525 YES Brain Diseases;Central Nervous System Diseases;Epilepsy;Nervous System DiseasesC=0, T=30 C=0.0, T=1.0 0.00001 446.639 30 C=0/0, T=23/7

chr14:92920371 T/T C T SNV SLC24A4 SLC24A4:exonic:NM_153646.3 1 100 11 synonymous NM_153646.3c.1008C>T p.(=) 0.99 0.84(COSM1371609),0.84(COSM5828181)Sodium/calcium exchanger proteinrs7144273 0.4941 YES 5.448E-1 (pos.92920371) adenocarcinomaSolute carrier family 24 (sodium/potassium/calcium exchanger), member 4amelogenesis,calcium channel activity,calcium ion binding,calcium ion transmembrane transport,calcium, potassium:sodium antiporter activity,cellular calcium ion homeostasis,cytoplasm,integral component of plasma membrane,ion transport,membrane,plasma membrane,potassium ion binding,potassium ion transport,response to stimulus,sensory perception of smell,sodium ion binding,sodium ion transmembrane transport,symporter activityAlzheimer Disease;Amelogenesis Imperfecta;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Dental Enamel Hypoplasia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tauopathies;Tooth Abnormalities;Tooth DiseasesC=0, T=65 C=0.0, T=1.0 0.00001 996.464 65 C=0/0, T=42/23

chr17:79682051 C/T C T SNV SLC25A10 SLC25A10:exonic:NM_001270953.1 1 59.09 2 synonymous NM_001270953.1c.162C>T p.(=) -4.09 0.05(COSM3756032),0.05(COSM437798)Mitochondrial carrier proteinrs3204270 0.1032 YES 3.544E-4 (pos.79682051) adenocarcinoma,endometrioid_carcinoma,neoplasmSolute carrier family 25 (mitochondrial carrier), member 10 (dicarboxylate ion carrier)antiporter activity,dicarboxylic acid transmembrane transporter activity,dicarboxylic acid transport,gluconeogenesis,integral component of membrane,ion transport,malate transmembrane transport,malate transmembrane transporter activity,mitochondrial inner membrane,mitochondrial transport,mitochondrion,nucleoplasm,nucleus,oxaloacetate transmembrane transporter activity,oxaloacetate transport,oxaloacetate(2-) transmembrane transport,phosphate ion transmembrane transport,phosphate transmembrane transporter activity,protein binding,succinate transmembrane transport,succinate transmembrane transporter activity,sulfate transmembrane transport,sulfate transmembrane transporter activity,sulfate transport,sulfide oxidation, using sulfide:quinone oxidoreductase,thiosulfate transmembrane transporter activity,thiosulfate transport,transportMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalSuccinic acid C=9, T=13 C=0.4091, T=0.5909 0.00001 122.568 22 C=3/6, T=12/1

chr9:130864676 C/C T C SNV SLC25A25 SLC25A25:exonic:NM_001006641.3 1 100 4 synonymous NM_001006641.3c.504T>C p.(=) -0.26 EF hand,EF-hand domain pair,Mitochondrial carrier proteinrs7859709 7.00E-04 YES 1.0 (pos.130864676) ADP transmembrane transporter activity,ADP transport,ATP metabolic process,ATP transmembrane transporter activity,ATP transport,adipose tissue development,calcium ion binding,calcium ion transmembrane transport,camera-type eye development,cellular respiration,extracellular exosome,integral component of membrane,mitochondrial inner membrane,mitochondrial transport,multicellular organism growth,response to activity,response to dietary excess,response to food,transmembrane transportT=0, C=46 T=0.0, C=1.0 0.00001 767.919 46 T=0/0, C=13/33

chr3:66287056 A/A G A SNV SLC25A26 SLC25A26:exonic:NM_173471.3 1 100 3 missense NM_173471.3c.122G>A p.Ser41Asn 0.88 0.41 46 0 0.09(COSM1048156)Mitochondrial carrier proteinrs146159281 0.2872 YES 4.102E-1 (pos.66287056) adenocarcinoma,ductal_carcinoma,endometrioid_carcinomaSolute carrier family 25 (mitochondrial carrier, phosphate carrier), member 26S-adenosyl-L-methionine transmembrane transport,S-adenosyl-L-methionine transmembrane transporter activity,S-adenosyl-L-methionine transport,integral component of membrane,ion transport,mitochondrial inner membrane,mitochondrial transport,mitochondrion,transportG=0, A=23 G=0.0, A=1.0 0.00001 316.746 23 G=0/0, A=10/13



chr5:68412048 AT/AT A AT INDEL SLC30A5 SLC30A5:intronic:NM_022902.4 1 100 intronic NM_022902.4c.1072+7A>ATp.? 0.66 Cation efflux familyrs34215592,rs3864040540.3876 YES 8.57E-1 (pos.68412048) osteosarcoma Solute carrier family 30 (zinc transporter), member 5Golgi apparatus,apical plasma membrane,cation transmembrane transport,cation transmembrane transporter activity,cellular zinc ion homeostasis,cobalt ion transport,integral component of membrane,integral component of plasma membrane,membrane,nucleolus,nucleus,regulation of proton transport,regulation of sequestering of zinc ion,response to zinc ion,secretory granule,secretory granule membrane,zinc II ion transmembrane transport,zinc II ion transport,zinc ion binding,zinc ion transmembrane transporter activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, AT=22 A=0.0, AT=1.0 0.00001 240.69 22 A=0/0, AT=15/7

chr5:68412051 C/T C T SNV SLC30A5 SLC30A5:intronic:NM_022902.4 1 45.45 intronic NM_022902.4c.1072+10C>Tp.? 0.18 0(COSM3784939)Cation efflux familyrs17330153 0.0;0.0 (pos.68412051) adenocarcinoma,ductal_carcinomaSolute carrier family 30 (zinc transporter), member 5Golgi apparatus,apical plasma membrane,cation transmembrane transport,cation transmembrane transporter activity,cellular zinc ion homeostasis,cobalt ion transport,integral component of membrane,integral component of plasma membrane,membrane,nucleolus,nucleus,regulation of proton transport,regulation of sequestering of zinc ion,response to zinc ion,secretory granule,secretory granule membrane,zinc II ion transmembrane transport,zinc II ion transport,zinc ion binding,zinc ion transmembrane transporter activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=12, T=10 C=0.5455, T=0.4545 0.00001 77.5974 22 C=11/1, T=4/6

chr3:39431081 A/A G A SNV SLC25A38 SLC25A38:exonic:NM_017875.2 1 100 2 synonymous NM_017875.2c.165G>A p.(=) 0.94 0.85(COSM5618913)Mitochondrial carrier proteinrs2270770 0.485 YES 6.216E-1 (pos.39431081) ductal_carcinomaSolute carrier family 25, member 38erythrocyte differentiation,glycine import,glycine transmembrane transporter activity,heme biosynthetic process,integral component of membrane,mitochondrial inner membrane,mitochondrial transport,transportAnemia;Anemia, Sideroblastic;Bone Marrow Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Myelodysplastic SyndromesBenign G=0, A=48 G=0.0, A=1.0 0.00001 810.431 48 G=0/0, A=20/28

chr14:100795139 T/T G T SNV SLC25A47 SLC25A47:exonic:NM_207117.3 1 100 5 missense NM_207117.3c.404G>T p.Arg135Leu 1.6 0.41 102 0.936 0.92(COSM432666)Mitochondrial carrier proteinrs35007880 0.48 YES 2.26E-1;1.182E-4 (pos.100795139)ductal_carcinoma carnitine transmembrane transporter activity,carnitine transport,carnitine:acyl carnitine antiporter activity,integral component of membrane,mitochondrial inner membrane,mitochondrial transport,transmembrane transport,transmembrane transporter activity,transportG=0, T=45 G=0.0, T=1.0 0.00001 747.388 45 G=0/0, T=18/27

chr5:135178124 T/C T C SNV SLC25A48 SLC25A48:exonic:NM_145282.4 1 97.56 2 synonymous NM_145282.4c.66T>C p.(=) -2.39 Mitochondrial carrier proteinrs2304075 0.177 YES 7.069E-1 (pos.135178124) Solute carrier family 25, member 48L-ornithine transmembrane transporter activity,integral component of membrane,mitochondrial inner membrane,mitochondrial ornithine transport,mitochondrial transport,protein binding,transmembrane transport,transmembrane transporter activity,transportT=1, C=40 T=0.0244, C=0.9756 0.00001 631.844 41 T=0/1, C=12/28

chr18:29339910 G/T G T SNV SLC25A52 SLC25A52:exonic:NM_001034172.2 1 96.67 1 missense NM_001034172.2c.745C>A p.Leu249Ile 2.33 5 0.04(COSM4130950),0.04(COSM4130951)Mitochondrial carrier proteinrs3859364 1.00E-04 1.0 (pos.29339910) neoplasm Solute carrier family 25, member 52integral component of membrane,mitochondrial inner membrane,mitochondrial transport,transmembrane transport,transmembrane transporter activity,transportG=1, T=29 G=0.0333, T=0.9667 0.00001 420.834 30 G=1/0, T=19/10

chr7:107414419 G/G A G SNV SLC26A3 SLC26A3:exonic:NM_000111.2 1 100 17 synonymous NM_000111.2c.1953T>C p.(=) -1.64 STAS domain,Sulfate permease familyrs41669 0.0119 9.998E-1 (pos.107414419) Solute carrier family 26 (sulfate transporter), member 3DNA binding transcription factor activity,anion transport,anion:anion antiporter activity,apical plasma membrane,bicarbonate transmembrane transporter activity,bicarbonate transport,brush border membrane,cellular response to cAMP,chloride channel activity,chloride transmembrane transport,chloride transmembrane transporter activity,chloride transport,excretion,inorganic anion exchanger activity,integral component of plasma membrane,intracellular pH elevation,ion transport,membrane,membrane hyperpolarization,oxalate transmembrane transporter activity,oxalate transport,plasma membrane,protein binding,regulation of intracellular pH,regulation of membrane potential,regulation of transcription, DNA-templated,secondary active sulfate transmembrane transporter activity,sperm capacitation,sperm midpiece,sulfate transmembrane transport,sulfate transmembrane transporter activity,transcription cofactor activity,transporter activityColitis;Colitis, Ulcerative;Colonic Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Inflammatory Bowel Diseases;Intestinal Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesBenign A=0, G=50 A=0.0, G=1.0 0.00001 852.737 50 A=0/0, G=8/42

chr5:72112430 G/G C G SNV TNPO1 1 100 intronic 0.8 rs34647 YES Transportin 1 C=0, G=29 C=0.0, G=1.0 0.00001 426.426 29 C=0/0, G=19/10

chr6:35980121 T/T C T SNV SLC26A8 SLC26A8:exonic:NM_001193476.1 1 100 3 missense NM_001193476.1c.217G>A p.Val73Met 0.03 0.38 21 0.003 STAS domain,Sulfate permease familyrs743923 0.2464 YES 1.068E-1 (pos.35980121) Solute carrier family 26 (sulfate transporter), member 8anion transport,anion:anion antiporter activity,bicarbonate transmembrane transporter activity,bicarbonate transport,chloride channel activity,chloride transmembrane transport,chloride transport,flagellated sperm motility,integral component of membrane,integral component of plasma membrane,meiotic cell cycle,membrane,multicellular organism development,oxalate transmembrane transporter activity,oxalate transport,plasma membrane,protein binding,regulation of intracellular pH,regulation of membrane potential,secondary active sulfate transmembrane transporter activity,sperm capacitation,sulfate transmembrane transport,sulfate transmembrane transporter activity,sulfate transportAzoospermia;Genital Diseases, Male;Infertility;Infertility, Male;Male Urogenital Diseases;Mental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersC=0, T=27 C=0.0, T=1.0 0.00001 389.987 27 C=0/0, T=14/13

chr5:72347090 A/T A T SNV FCHO2 FCHO2:intronic:NM_138782.2 1 50 intronic NM_138782.2c.940-86A>Tp.? -1.58 Fes/CIP4, and EFC/F-BAR homology domain,Muniscin C-terminal mu homology domainrs7712673 YES FCH domain-only protein 2clathrin coat assembly,clathrin-coated pit,clathrin-coated vesicle,clathrin-dependent endocytosis,cytosol,identical protein binding,membrane invagination,membrane organization,phosphatidylinositol binding,phosphatidylinositol-4,5-bisphosphate binding,phosphatidylserine binding,plasma membrane,presynaptic endocytic zone membrane,protein binding,protein localization to plasma membrane,synaptic vesicle endocytosisA=15, T=15 A=0.5, T=0.5 0.00001 145.021 30 A=10/5, T=6/9

chr15:50474766 C/C A C SNV SLC27A2 SLC27A2:exonic:NM_003645.3 1 100 1 missense NM_003645.3c.142A>C p.Lys48Gln 0.03 0.56 53 0 0.02(COSM3754349)AMP-binding enzyme,AMP-binding enzyme C-terminal domainrs1648348 0.335 YES 8.166E-1 (pos.50474766) adenocarcinoma,ductal_carcinoma,hepatocellular_carcinoma,neoplasmSolute carrier family 27 (fatty acid transporter), member 2 (fatty acid CoA ligase, very long-chain 1)ATP binding,bile acid biosynthetic process,decanoate--CoA ligase activity,endoplasmic reticulum lumen,endoplasmic reticulum membrane,enzyme binding,extracellular exosome,fatty acid alpha-oxidation,fatty acid beta-oxidation,fatty acid transport,fatty acid transporter activity,integral component of endoplasmic reticulum membrane,integral component of membrane,integral component of peroxisomal membrane,long-chain fatty acid import,long-chain fatty acid metabolic process,long-chain fatty acid-CoA ligase activity,methyl-branched fatty acid metabolic process,mitochondrion,neutrophil degranulation,peroxisomal membrane,phytanate-CoA ligase activity,plasma membrane,pristanate-CoA ligase activity,receptor binding,specific granule membrane,very long-chain fatty acid catabolic process,very long-chain fatty acid-CoA ligase activityA=0, C=28 A=0.0, C=1.0 0.00001 408.718 28 A=0/0, C=14/14

chr5:128362830 A/G A G SNV SLC27A6 SLC27A6:exonic:NM_014031.4 1 50 8 synonymous NM_014031.4c.1260A>G p.(=) 1.48 AMP-binding enzyme,AMP-binding enzyme C-terminal domainrs2304578 0.0171 YES 1.203E-2 (pos.128362830) fatty acid transport,fatty acid transporter activity,integral component of membrane,long-chain fatty acid metabolic process,long-chain fatty acid transport,long-chain fatty acid-CoA ligase activity,nucleotide binding,plasma membrane,sarcolemma,very long-chain fatty acid metabolic process,very long-chain fatty acid-CoA ligase activityA=13, G=13 A=0.5, G=0.5 0.00001 121.363 26 A=5/8, G=12/1

chr10:73115941 CA/CA TG CA MNV SLC29A3 SLC29A3:exonic:NM_018344.5 2 100 5 missense NM_018344.5c.714_715delTGinsCAp.Val239Ile -0.48, 0.14 0.44 29 0.002 Nucleoside transporterrs2252996,rs2252997,rs34040486,rs8793531610.111 YES 6.838E-1 (pos.73115942),6.857E-1 (pos.73115941)Solute carrier family 29 (nucleoside transporter), member 3Golgi apparatus,integral component of membrane,intracellular membrane-bounded organelle,late endosome membrane,lysosomal membrane,nucleoside transmembrane transport,nucleoside transmembrane transporter activity,protein bindingAutoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Ear Diseases;Endocrine System Diseases;Glucose Metabolism Disorders;Gonadal Disorders;Hair Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Defects, Congenital;Heart Diseases;Hemic and Lymphatic Diseases;Hepatomegaly;Histiocytosis;Histiocytosis, Non-Langerhans-Cell;Histiocytosis, Sinus;Hyperpigmentation;Hypertrichosis;Hypogonadism;Immune System Diseases;Joint Diseases;Liver Diseases;Lymphatic Diseases;Metabolic Diseases;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Osteochondrodysplasias;Osteosclerosis;Otorhinolaryngologic Diseases;Overnutrition;Pigmentation Disorders;Sensation Disorders;Skin DiConflicting interpretations of pathogenicityTG=0, CA=69TG=0.0, CA=1.0 0.00001 1060.88 69 TG=0/0, CA=26/43

chr10:73121945 C/C T C SNV SLC29A3 SLC29A3:exonic:NM_018344.5 1 100 6 synonymous NM_018344.5c.1008T>C p.(=) 0.32 Nucleoside transporterrs1084004 0.0823 YES 7.219E-1 (pos.73121945) Solute carrier family 29 (nucleoside transporter), member 3Golgi apparatus,integral component of membrane,intracellular membrane-bounded organelle,late endosome membrane,lysosomal membrane,nucleoside transmembrane transport,nucleoside transmembrane transporter activity,protein bindingAutoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Ear Diseases;Endocrine System Diseases;Glucose Metabolism Disorders;Gonadal Disorders;Hair Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Defects, Congenital;Heart Diseases;Hemic and Lymphatic Diseases;Hepatomegaly;Histiocytosis;Histiocytosis, Non-Langerhans-Cell;Histiocytosis, Sinus;Hyperpigmentation;Hypertrichosis;Hypogonadism;Immune System Diseases;Joint Diseases;Liver Diseases;Lymphatic Diseases;Metabolic Diseases;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Osteochondrodysplasias;Osteosclerosis;Otorhinolaryngologic Diseases;Overnutrition;Pigmentation Disorders;Sensation Disorders;Skin DiBenign/Likely benignT=0, C=43 T=0.0, C=1.0 0.00001 705.837 43 T=0/0, C=36/7

chr10:73122468 G/T G T SNV SLC29A3 SLC29A3:utr_3:NM_018344.5 1 57.58 6 utr_3 NM_018344.5c.1531G>T p.? 1.53 Nucleoside transporterrs780680 YES 1.313E-1;0.0 (pos.73122468) Solute carrier family 29 (nucleoside transporter), member 3Golgi apparatus,integral component of membrane,intracellular membrane-bounded organelle,late endosome membrane,lysosomal membrane,nucleoside transmembrane transport,nucleoside transmembrane transporter activity,protein bindingAutoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Diabetes Mellitus;Diabetes Mellitus, Type 1;Digestive System Diseases;Ear Diseases;Endocrine System Diseases;Glucose Metabolism Disorders;Gonadal Disorders;Hair Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Defects, Congenital;Heart Diseases;Hemic and Lymphatic Diseases;Hepatomegaly;Histiocytosis;Histiocytosis, Non-Langerhans-Cell;Histiocytosis, Sinus;Hyperpigmentation;Hypertrichosis;Hypogonadism;Immune System Diseases;Joint Diseases;Liver Diseases;Lymphatic Diseases;Metabolic Diseases;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Osteochondrodysplasias;Osteosclerosis;Otorhinolaryngologic Diseases;Overnutrition;Pigmentation Disorders;Sensation Disorders;Skin DiBenign G=14, T=19 G=0.4242, T=0.5758 0.00001 204.397 33 G=8/6, T=5/14

chr5:74526489 GT/G GT G INDEL ANKRD31 ANKRD31:intronic:NM_001164443.1 1 45.45 intronic NM_001164443.1c.105-29AC>Cp.? -0.79, 0.75 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies)rs11295265,rs147304016,rs7968034400.373 YES 4.756E-1 (pos.74526489) GT=12, G=10GT=0.5455, G=0.4545 0.00001 81.3096 22 GT=5/7, G=6/4

chr5:74988369 A/G A G SNV POC5 POC5:intronic:NM_001099271.1 1 47.37 intronic NM_001099271.1c.691-44T>Cp.? 1.92 rs888789 0.4607 YES 5.359E-1 (pos.74988369) cell cycle,centriole,centrosome,protein bindingNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=40, G=36 A=0.5263, G=0.4737 0.00001 364.013 76 A=14/26, G=13/23

chr4:10022981 T/T C T SNV SLC2A9 SLC2A9:exonic:NM_020041.2 1 100 1 missense NM_020041.2c.73G>A p.Gly25Arg -0.13 0.03 125 0.013 0.07(COSM149645)Major Facilitator Superfamily,Sugar (and other) transporterrs2276961 0.463 YES 4.246E-1 (pos.10022981) adenocarcinoma,carcinoma,ductal_carcinoma,neoplasmSolute carrier family 2 (facilitated glucose transporter), member 9apical plasma membrane,basolateral plasma membrane,glucose transmembrane transport,glucose transmembrane transporter activity,glucose transport,hexose transport,integral component of membrane,organic acid transmembrane transport,organic anion transport,plasma membrane,proton transport,substrate-specific transmembrane transporter activity,sugar:proton symporter activity,transmembrane transport,transmembrane transporter activity,urate metabolic process,urate transmembrane transporter activityArthritis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gout;Joint Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Purine-Pyrimidine Metabolism, Inborn Errors;Renal Tubular Transport, Inborn Errors;Rheumatic Diseases;Urinary Calculi;Urolithiasis;Urologic DiseasesFludeoxyglucose F-18,Glucose,Losartan,Probenecid,Uric AcidBenign C=0, T=33 C=0.0, T=1.0 0.00001 499.444 33 C=0/0, T=16/17

chr5:75888788 A/A G A SNV IQGAP2 IQGAP2:intronic:NM_006633.3 1 100 intronic NM_006633.3c.907+38G>Ap.? -2.75 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs3736394 0.4415 YES 4.691E-1 (pos.75888788) IQ motif-containing GTPase-activating protein-2Arp2/3 complex binding,Arp2/3 complex-mediated actin nucleation,GTPase inhibitor activity,Rac GTPase binding,Rho GTPase binding,actin binding,actin cytoskeleton,actin filament binding,calmodulin binding,cell surface,cytoplasm,cytosol,extracellular exosome,filamentous actin,filopodium,lamellipodium,microtubule,microvillus,negative regulation of GTPase activity,neutrophil degranulation,phosphatidylinositol-3,4,5-trisphosphate binding,plasma membrane,regulation of GTPase activity,secretory granule membrane,signal transduction,thrombin-activated receptor signaling pathwayAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Ear Diseases;Hearing Disorders;Hearing Loss;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersG=0, A=41 G=0.0, A=1.0 0.00001 664.696 41 G=0/0, A=24/17

chr4:9909923 A/A G A SNV SLC2A9 SLC2A9:exonic:NM_020041.2 1 100 8 missense NM_020041.2c.1049C>T p.Pro350Leu -0.07 0.31 98 0.064 0.04(COSM4999530),0.04(COSM4999531)Major Facilitator Superfamily,Sugar (and other) transporterrs2280205 0.4788 YES 2.383E-1;0.0 (pos.9909923)ductal_carcinomaSolute carrier family 2 (facilitated glucose transporter), member 9apical plasma membrane,basolateral plasma membrane,glucose transmembrane transport,glucose transmembrane transporter activity,glucose transport,hexose transport,integral component of membrane,organic acid transmembrane transport,organic anion transport,plasma membrane,proton transport,substrate-specific transmembrane transporter activity,sugar:proton symporter activity,transmembrane transport,transmembrane transporter activity,urate metabolic process,urate transmembrane transporter activityArthritis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gout;Joint Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Purine-Pyrimidine Metabolism, Inborn Errors;Renal Tubular Transport, Inborn Errors;Rheumatic Diseases;Urinary Calculi;Urolithiasis;Urologic DiseasesFludeoxyglucose F-18,Glucose,Losartan,Probenecid,Uric AcidBenign G=0, A=28 G=0.0, A=1.0 0.00001 408.718 28 G=0/0, A=15/13

chr5:68414385 C/A C A SNV SLC30A5 SLC30A5:exonic:NM_022902.4 1 57.14 12 missense NM_022902.4c.1499C>A p.Ala500Glu 7.8 0 107 1 0.99(COSM3429595)Cation efflux familyrs768665809 0.0;0.0 (pos.68414385) adenocarcinomaSolute carrier family 30 (zinc transporter), member 5Golgi apparatus,apical plasma membrane,cation transmembrane transport,cation transmembrane transporter activity,cellular zinc ion homeostasis,cobalt ion transport,integral component of membrane,integral component of plasma membrane,membrane,nucleolus,nucleus,regulation of proton transport,regulation of sequestering of zinc ion,response to zinc ion,secretory granule,secretory granule membrane,zinc II ion transmembrane transport,zinc II ion transport,zinc ion binding,zinc ion transmembrane transporter activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=57, A=76 C=0.4286, A=0.5714 0.00001 885.065 133 C=28/29, A=36/40

chr5:75960825 C/C G C SNV IQGAP2 IQGAP2:intronic:NM_006633.3 1 100 intronic NM_006633.3c.2530-26G>Cp.? -0.33 Calponin homology (CH) domain,GTPase-activator protein for Ras-like GTPase,IQ calmodulin-binding motif,RasGAP C-terminusrs253092,rs386689235,rs669359210.13,0.2621YES 9.116E-1 (pos.75960825) IQ motif-containing GTPase-activating protein-2Arp2/3 complex binding,Arp2/3 complex-mediated actin nucleation,GTPase inhibitor activity,Rac GTPase binding,Rho GTPase binding,actin binding,actin cytoskeleton,actin filament binding,calmodulin binding,cell surface,cytoplasm,cytosol,extracellular exosome,filamentous actin,filopodium,lamellipodium,microtubule,microvillus,negative regulation of GTPase activity,neutrophil degranulation,phosphatidylinositol-3,4,5-trisphosphate binding,plasma membrane,regulation of GTPase activity,secretory granule membrane,signal transduction,thrombin-activated receptor signaling pathwayAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Ear Diseases;Hearing Disorders;Hearing Loss;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersG=0, C=30 G=0.0, C=1.0 0.00001 446.602 30 G=0/0, C=9/21

chr11:45832935 A/A G A SNV SLC35C1 SLC35C1:utr_3:NM_001145266.1 1 100 3 utr_3 NM_001145266.1c.1105G>A p.? -0.23 Triose-phosphate Transporter familyrs1139266 0.2084 YES 3.562E-1 (pos.45832935) Solute carrier family 35, member C1 (GDP-Fucose transporter 1)GDP-fucose import into Golgi lumen,GDP-fucose transmembrane transporter activity,Golgi apparatus,Golgi membrane,carbohydrate transport,integral component of membrane,lipid glycosylation,negative regulation of Notch signaling pathwayCarbohydrate Metabolism, Inborn Errors;Congenital Disorders of Glycosylation;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesBenign G=0, A=28 G=0.0, A=1.0 0.00001 419.051 28 G=0/0, A=9/19

chr17:7386055 C/T C T SNV

SLC35G6,ZB

TB4 SLC35G6:exonic:NM_001102614.1, ZBTB4:intronic:NM_020899.3 1
95.65

2 missense NM_020899.3, NM_001102614.1c.-80+1268G>A, c.752C>Tp.?, p.Pro251Leu 2.17 0.09 98 0 0.01(COSM4130643)BTB/POZ domain,zinc-finger of a C2HC-typers4491591 0.001 YES 1.0 (pos.7386055) neoplasm Zinc finger and BTB domain-containing 4RNA polymerase II regulatory region sequence-specific DNA binding,cellular response to DNA damage stimulus,chromosome,cytosol,integral component of membrane,metal ion binding,methyl-CpG binding,methyl-CpNpG binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear body,nucleoplasm,nucleus,protein binding,protein homodimerization activity,protein kinase binding,sequence-specific DNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=1, T=22 C=0.0435, T=0.9565 0.00001 289.745 23 C=1/0, T=13/9

chr5:76259350 T/C T C SNV CRHBP CRHBP:intronic:NM_001882.3 1 45.83 intronic NM_001882.3c.811+65T>Cp.? -1.16 Corticotropin-releasing factor binding protein (CRF-BP)rs7728378 YES Corticotropin releasing hormone-binding proteinGolgi apparatus,axon terminus,behavioral response to ethanol,cellular response to cAMP,cellular response to calcium ion,cellular response to cocaine,cellular response to drug,cellular response to estradiol stimulus,cellular response to estrogen stimulus,cellular response to gonadotropin-releasing hormone,cellular response to potassium ion,cellular response to stress,cellular response to tumor necrosis factor,corticotropin-releasing hormone binding,dendrite,dense core granule,endoplasmic reticulum,extracellular region,extracellular space,female pregnancy,hormone-mediated signaling pathway,inflammatory response,intracellular,learning or memory,microtubule,multivesicular body,negative regulation of corticotropin secretion,negative regulation of corticotropin-releasing hormone receptor activity,nucleus,peptide binding,perikaryon,protein binding,regulated exocytosis,regulation of NMDA receptor activity,regulation of corticotropin secretion,secondary lysosome,secretory granule,signal transduction,synaptic transmissCocaine-Related Disorders;Mental Disorders;Substance-Related DisordersT=26, C=22 T=0.5417, C=0.4583 0.00001 242.99 48 T=6/20, C=2/20

chr21:43985955 A/A G A SNV SLC37A1 SLC37A1:exonic:NM_018964.3 1 100 16 missense NM_018964.3c.1240G>A p.Val414Ile 0.32 1 29 0.001 0.01(COSM4002047)Major Facilitator Superfamilyrs228104 0.1042 YES 5.044E-1 (pos.43985955) acute_myeloid_leukaemiaSolute carrier family 37 (glycerol-3-phosphate transporter), member 1carbohydrate transport,endoplasmic reticulum membrane,glucose 6-phosphate:inorganic phosphate antiporter activity,glucose-6-phosphate transport,integral component of endoplasmic reticulum membrane,membrane,phosphate ion transmembrane transportG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=10/15

chr7:140082363 G/A G A SNV SLC37A3 SLC37A3:utr_5:NM_207113.2 1 95.65 2 utr_5 NM_207113.2c.-37C>T p.? -1.68 Major Facilitator Superfamilyrs6968618 0.2952 YES 8.066E-1 (pos.140082363) carbohydrate transport,cytosol,glucose 6-phosphate:inorganic phosphate antiporter activity,glucose-6-phosphate transport,integral component of endoplasmic reticulum membrane,integral component of membrane,phosphate ion transmembrane transport,transmembrane transportG=1, A=22 G=0.0435, A=0.9565 0.00001 288.952 23 G=1/0, A=15/7

chr5:76734222 G/A G A SNV WDR41 WDR41:intronic:NM_018268.3 1 53.13 intronic NM_018268.3c.883-36C>Tp.? 0.58 WD domain, G-beta repeatrs7720548 0.0228 YES 1.194E-1 (pos.76734222) WD repeat-containing protein 41ATG1/ULK1 kinase complex,Rab guanyl-nucleotide exchange factor activity,autophagy,cytoplasm,guanyl-nucleotide exchange factor complex,lysosomal membrane,protein binding,regulation of autophagy,regulation of molecular functionG=15, A=17 G=0.4688, A=0.5313 0.00001 173.56 32 G=3/12, A=7/10

chr5:76926651 C/C A C SNV OTP OTP:intronic:NM_032109.2 1 100 intronic NM_032109.2c.448-32T>Gp.? 0.56 Homeobox domain,OAR domainrs62362480 0.4426 YES 3.331E-1 (pos.76926651) Orthopedia, Drosophila, homolog offorebrain neuron differentiation,hypothalamus cell differentiation,neurohypophysis development,nucleus,positive regulation of neuroblast proliferation,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templatedA=0, C=62 A=0.0, C=1.0 0.00001 940.248 62 A=0/0, C=21/41

chr5:7695845 A/A C A SNV ADCY2 ADCY2:intronic:NM_020546.2 1 100 intronic NM_020546.2c.870-20C>Ap.? -1.9 Adenylate and Guanylate cyclase catalytic domain,Adenylyl cyclase N-terminal extracellular and transmembrane region,Domain of Unknown Function (DUF1053)rs11134251 0.4524 YES 8.154E-1 (pos.7695845) Adenylyl cyclase-2, brainATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase binding,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,adenylate cyclase-modulating G-protein coupled receptor signaling pathway,cAMP biosynthetic process,cAMP-mediated signaling,cGMP biosynthetic process,cellular response to forskolin,cellular response to glucagon stimulus,cyclic nucleotide biosynthetic process,cytoplasm,dendrite,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,magnesium ion binding,manganese ion binding,membrane,membrane raft,phosphorus-oxygen lyase activity,plasma membrane,protein heterodimerization activity,renal water homeostasis,signal transductionAsthma;Bipolar Disorder;Bipolar and Related Disorders;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Mental Disorders;Respiratory Hypersensitivity;Respiratory Tract Diseases2',5'-DIDEOXY-ADENOSINE 3'-MONOPHOSPHATE,ColforsinC=0, A=31 C=0.0, A=1.0 0.00001 465.161 31 C=0/0, A=17/14

chr5:77412068 C/T C T SNV AP3B1 AP3B1:intronic:NM_003664.4 1 45.83 intronic NM_003664.4c.1969-10G>Ap.? 0.51 Adaptin N terminal region,Clathrin-adaptor complex-3 beta-1 subunit C-terminal,Serine-rich region of AP3B1, clathrin-adaptor complex,non-SMC mitotic condensation complex subunit 1rs77009095 0.0747 YES 4.703E-4 (pos.77412068) Adaptor-related protein complex 3, beta 1 subunit (adaptin, beta-3a)AP-3 adaptor complex,GTP-dependent protein binding,Golgi apparatus,anterograde axonal transport,anterograde synaptic vesicle transport,antigen processing and presentation, exogenous lipid antigen via MHC class Ib,axon cytoplasm,blood coagulation,clathrin adaptor complex,clathrin-coated vesicle membrane,intracellular protein transport,lysosomal membrane,melanosome organization,membrane,positive regulation of NK T cell differentiation,protein binding,protein phosphatase binding,protein targeting to lysosome,vesicle-mediated transportAlbinism;Albinism, Oculocutaneous;Amino Acid Metabolism, Inborn Errors;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hermanski-Pudlak Syndrome;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Pigmentation Disorders;Platelet Storage Pool Deficiency;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesBenign/Likely benignC=13, T=11 C=0.5417, T=0.4583 0.00001 93.44 24 C=6/7, T=1/10

chr5:77755035 C/C T C SNV SCAMP1 SCAMP1:intronic:NM_004866.5 1 100 intronic NM_004866.5c.734-33T>Cp.? 1.41 SCAMP family rs6453391 0.2014 YES 9.261E-1 (pos.77755035) Secretory carrier membrane protein 1clathrin-coated vesicle,integral component of membrane,neutrophil degranulation,plasma membrane,post-Golgi vesicle-mediated transport,protein binding,protein transport,recycling endosome membrane,specific granule membrane,synaptic vesicle membrane,trans-Golgi network,zymogen granule membraneT=0, C=77 T=0.0, C=1.0 0.00001 1229.38 77 T=0/0, C=58/19

chr17:79220224 G/C G C SNV SLC38A10 SLC38A10:exonic:NM_001037984.2 1 57.14 16 missense NM_001037984.2c.2492C>G p.Ala831Gly 0.37 0 60 0.666 0.15(COSM3756020)Transmembrane amino acid transporter proteinrs2725405 0.4377 YES 7.394E-1 (pos.79220224) adenocarcinomaSolute carrier family 38 (amino acid transporter), member 10Golgi apparatus,amino acid transmembrane transport,amino acid transmembrane transporter activity,bone development,integral component of membrane,sodium ion transportG=12, C=16 G=0.4286, C=0.5714 0.00001 160.36 28 G=7/5, C=10/6

chr12:47168898 A/A G A SNV SLC38A4 SLC38A4:exonic:NM_001143824.1 1 100 13 synonymous NM_001143824.1c.1233C>T p.(=) 0.11 Transmembrane amino acid transporter proteinrs180414 0 1.0 (pos.47168898) Solute carrier family 38 (amino acid transporter), member 4amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,integral component of membrane,integral component of plasma membrane,plasma membrane,sodium ion transport,symporter activityG=0, A=68 G=0.0, A=1.0 0.00001 1053.56 68 G=0/0, A=12/56

chr5:54960673 G/G C G SNV SLC38A9 SLC38A9:exonic:NM_173514.3 1 100 8 missense NM_173514.3c.545G>C p.Ser182Thr 1.2 0.81 58 0 0.12(COSM1226338),0.12(COSM4778140)Transmembrane amino acid transporter proteinrs4865615 0.3469 YES 4.55E-1 (pos.54960673) adenocarcinoma,carcinomaSolute carrier family 38, member 9Ragulator complex,amino acid transmembrane transport,amino acid transmembrane transporter activity,cell cycle arrest,cellular response to amino acid stimulus,integral component of membrane,intracellular membrane-bounded organelle,late endosome,lysosomal membrane,lysosome,nucleoplasm,positive regulation of TOR signaling,protein binding,regulation of macroautophagyDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteC=0, G=46 C=0.0, G=1.0 0.00001 755.107 46 C=0/0, G=20/26

chr5:78340411 C/C T C SNV DMGDH DMGDH:intronic:NM_013391.3 1 100 intronic NM_013391.3c.746-36A>Gp.? -0.7 Aminomethyltransferase folate-binding domain,FAD dependent oxidoreductase,FAD dependent oxidoreductase central domain,Glycine cleavage T-protein C-terminal barrel domain,Sarcosine oxidase, gamma subunit familyrs531982 0.4908 YES 6.525E-1;0.0 (pos.78340411) Dimethylglycine dehydrogenaseRNA binding,amino-acid betaine catabolic process,choline catabolic process,choline metabolic process,dimethylglycine dehydrogenase activity,electron transfer activity,electron transport chain,mitochondrial matrix,mitochondrion,oxidation-reduction process,oxidoreductase activityAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesT=0, C=81 T=0.0, C=1.0 0.00001 1309.45 81 T=0/0, C=38/43

chr5:7866135 T/T TTGAGG T INDEL FASTKD3 FASTKD3:intronic:NM_024091.3 5 100 intronic NM_024091.3c.1439-39CCTCAA>Ap.? -2.29, -0.16, -0.6, -2.09, 0.53, 0.27 FAST kinase-like protein, subdomain 1,FAST kinase-like protein, subdomain 2,RAP domainrs10059339,rs141939619,rs3832335,rs756727451,rs7667162070.3105 YES 0.0 (pos.7866139),0.0 (pos.7866140),2.759E-1 (pos.7866135)Fast kinase domains 3RNA binding,cellular respiration,mitochondrion,nucleus,protein binding,protein kinase activity,protein phosphorylationTTGAGG=0, T=73TTGAGG=0.0, T=1.0 0.00001 1149.27 73 TTGAGG=0/0, T=37/36

chr5:54960687 T/T C T SNV SLC38A9 SLC38A9:exonic:NM_173514.3 1 100 8 synonymous NM_173514.3c.531G>A p.(=) 0.13 0.16(COSM6351364),0.16(COSM6351365)Transmembrane amino acid transporter proteinrs4865616 0.3469 YES 4.579E-1 (pos.54960687) carcinoma Solute carrier family 38, member 9Ragulator complex,amino acid transmembrane transport,amino acid transmembrane transporter activity,cell cycle arrest,cellular response to amino acid stimulus,integral component of membrane,intracellular membrane-bounded organelle,late endosome,lysosomal membrane,lysosome,nucleoplasm,positive regulation of TOR signaling,protein binding,regulation of macroautophagyDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteC=0, T=44 C=0.0, T=1.0 0.00001 730.942 44 C=0/0, T=19/25

chr10:18242304 C/C T C SNV SLC39A12 SLC39A12:exonic:NM_001145195.1 1 100 2 synonymous NM_001145195.1c.99T>C p.(=) -0.45 ZIP Zinc transporterrs691112 0.0886 YES 9.236E-1;0.0 (pos.18242304) cellular zinc ion homeostasis,extracellular vesicle,integral component of plasma membrane,perinuclear region of cytoplasm,regulation of microtubule polymerization,regulation of neuron projection development,signal transduction,zinc II ion transmembrane import,zinc ion transmembrane transporter activityMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasT=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=6/19

chr10:18266989 A/A G A SNV SLC39A12 SLC39A12:exonic:NM_001145195.1 1 100 5 missense NM_001145195.1c.910G>A p.Val304Ile -4.1 0.41 29 0 ZIP Zinc transporterrs2478568 0.3685 YES 6.74E-1 (pos.18266989) cellular zinc ion homeostasis,extracellular vesicle,integral component of plasma membrane,perinuclear region of cytoplasm,regulation of microtubule polymerization,regulation of neuron projection development,signal transduction,zinc II ion transmembrane import,zinc ion transmembrane transporter activityMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasG=0, A=157 G=0.0, A=1.0 0.00001 2522.48 157 G=0/0, A=74/83

chr11:47431728 G/G A G SNV SLC39A13 SLC39A13:exonic:NM_001128225.2 1 100 2 missense NM_001128225.2c.83A>G p.Glu28Gly 0.64 1 98 0 ZIP Zinc transporterrs2010519 8.00E-04 YES 1.0 (pos.47431728) Solute carrier family 39 (zinc transporter), member 13Golgi apparatus,cellular zinc ion homeostasis,connective tissue development,endoplasmic reticulum,integral component of Golgi membrane,integral component of membrane,metal ion transmembrane transporter activity,metal ion transport,perinuclear region of cytoplasm,protein binding,protein homodimerization activity,response to zinc ion,transmembrane transport,zinc II ion transmembrane transport,zinc ion transmembrane transporter activityBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Kyphosis;Musculoskeletal Diseases;Osteochondrodysplasias;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Spinal Curvatures;Spinal Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth Diseases;Vascular DiseasesBenign A=0, G=60 A=0.0, G=1.0 0.00001 892.789 60 A=0/0, G=32/28

chr19:2732986 C/C T C SNV SLC39A3 SLC39A3:exonic:NM_144564.4 1 100 3 synonymous NM_144564.4c.708A>G p.(=) 0.72 0.4(COSM439145)ZIP Zinc transporterrs759073 0.4517 YES 6.471E-1;0.0 (pos.2732986)NS,adenocarcinoma,carcinomaSolute carrier family 39, zinc transporter, member 3T cell homeostasis,cell morphogenesis,embryonic cranial skeleton morphogenesis,in utero embryonic development,integral component of membrane,limb development,membrane,metal ion transmembrane transporter activity,metal ion transport,plasma membrane,transmembrane transport,zinc II ion transmembrane transport,zinc ion transmembrane transporter activityT=0, C=29 T=0.0, C=1.0 0.00001 427.563 29 T=0/0, C=17/12

chr18:33706614 G/G C G SNV SLC39A6 SLC39A6:exonic:NM_012319.3 1 100 2 missense NM_012319.3c.357G>C p.Glu119Asp -0.03 1 45 0 ZIP Zinc transporterrs1789528,rs370143194,rs763886503,rs7749283834.00E-04 YES 2.425E-4;1.213E-4 (pos.33706599),2.485E-4;0.0;0.0 (pos.33706611),9.996E-1;0.0 (pos.33706614)cell surface,cellular zinc ion homeostasis,endoplasmic reticulum,integral component of membrane,integral component of plasma membrane,lamellipodium membrane,metal ion transmembrane transporter activity,metal ion transport,plasma membrane,transmembrane transport,zinc II ion transmembrane import,zinc II ion transmembrane transport,zinc ion transmembrane transporter activityBreast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Skin Diseases;Skin and Connective Tissue DiseasesC=0, G=128 C=0.0, G=1.0 0.00001 2092.64 128 C=0/0, G=93/35

chr5:79735858 G/G A G SNV ZFYVE16 ZFYVE16:intronic:NM_014733.5 1 100 intronic NM_014733.5c.2419+7A>Gp.? -0.33 0.05(COSM4407270)Domain of unknown function (DUF3480),FYVE zinc fingerrs168939 0.0946 YES 9.316E-1 (pos.79735858) hepatocellular_carcinomaZinc finger FYVE domain-containing protein 16 A=0, G=58 A=0.0, G=1.0 0.00001 867.38 58 A=0/0, G=16/42

chr5:79741018 T/A T A SNV ZFYVE16 ZFYVE16:intronic:NM_014733.5 1 96.77 intronic NM_014733.5c.2582-64T>Ap.? 0.07 Domain of unknown function (DUF3480),FYVE zinc fingerrs259034 YES Zinc finger FYVE domain-containing protein 16 T=1, A=30 T=0.0323, A=0.9677 0.00001 435.431 31 T=1/0, A=18/12

chr5:79743819 TA/TA T TA INDEL ZFYVE16 ZFYVE16:intronic:NM_014733.5 1 100 intronic NM_014733.5c.2725-26T>TAp.? -0.43 Domain of unknown function (DUF3480),FYVE zinc finger Zinc finger FYVE domain-containing protein 16 T=0, TA=26 T=0.0, TA=1.0 0.00001 378.971 26 T=0/0, TA=19/7

chr1:75681511 C/C T C SNV SLC44A5 SLC44A5:exonic:NM_152697.4 1 100 19 synonymous NM_152697.4c.1656A>G p.(=) -0.86 Plasma-membrane choline transporterrs595009 0.1564 YES 9.945E-1 (pos.75681511) choline transmembrane transporter activity,choline transport,integral component of membrane,phosphatidylcholine biosynthetic process,plasma membrane,transmembrane transportT=0, C=55 T=0.0, C=1.0 0.00001 814.905 55 T=0/0, C=16/39

chr5:79974646 C/C T C SNV MSH3 MSH3:intronic:NM_002439.4 1 100 intronic NM_002439.4c.1174-100T>Cp.? -0.87 MutS domain I,MutS domain II,MutS domain III,MutS domain Vrs836807 mutS, E. coli, homolog of, 3ATP binding,DNA repair,DNA-dependent ATPase activity,MutSbeta complex,Y-form DNA binding,damaged DNA binding,dinucleotide insertion or deletion binding,dinucleotide repeat insertion binding,double-strand/single-strand DNA junction binding,enzyme binding,guanine/thymine mispair binding,heteroduplex DNA loop binding,maintenance of DNA repeat elements,membrane,mismatch repair,mismatched DNA binding,negative regulation of DNA recombination,nucleoplasm,oxidized purine DNA binding,positive regulation of helicase activity,protein binding,protein homodimerization activity,single guanine insertion binding,single-stranded DNA binding,somatic recombination of immunoglobulin gene segmentsAdenocarcinoma;Carcinoma;Endometrial Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsT=0, C=42 T=0.0, C=1.0 0.00001 682.507 42 T=0/0, C=26/16

chr5:80256909 T/C T C SNV

RASGRF2,RA

SGRF2-AS1 RASGRF2:intronic:NM_006909.2, RASGRF2-AS1:upstream:NR_105015.11

45.45

intronic NR_105015.1, NM_006909.2c.288+64T>Cp.? -0.21 IQ calmodulin-binding motif,PH domain,RasGEF N-terminal motif,RasGEF domain,RhoGEF domainrs888821 YES Ras protein-specific guanine nucleotide-releasing factor 2G-protein coupled receptor signaling pathway,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,calmodulin binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,guanyl-nucleotide exchange factor activity,intracellular,plasma membrane,positive regulation of apoptotic process,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transduction,response to endoplasmic reticulum stress,small GTPase mediated signal transductionMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalT=24, C=20 T=0.5455, C=0.4545 0.00001 207.664 44 T=10/14, C=6/14

chr5:80382806 T/T G T SNV RASGRF2 RASGRF2:intronic:NM_006909.2 1 100 intronic NM_006909.2c.1390+34G>Tp.? 0.18 IQ calmodulin-binding motif,PH domain,RasGEF N-terminal motif,RasGEF domain,RhoGEF domainrs7733625 0.2881 YES 2.708E-1 (pos.80382806) Ras protein-specific guanine nucleotide-releasing factor 2G-protein coupled receptor signaling pathway,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,calmodulin binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,guanyl-nucleotide exchange factor activity,intracellular,plasma membrane,positive regulation of apoptotic process,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transduction,response to endoplasmic reticulum stress,small GTPase mediated signal transductionMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalG=0, T=37 G=0.0, T=1.0 0.00001 583.707 37 G=0/0, T=13/24

chr5:80390225 T/T C T SNV RASGRF2 RASGRF2:intronic:NM_006909.2 1 100 intronic NM_006909.2c.1618+44C>Tp.? 0.02 IQ calmodulin-binding motif,PH domain,RasGEF N-terminal motif,RasGEF domain,RhoGEF domainrs505748 0.4708 YES 4.508E-1 (pos.80390225) Ras protein-specific guanine nucleotide-releasing factor 2G-protein coupled receptor signaling pathway,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Rho guanyl-nucleotide exchange factor activity,calmodulin binding,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,guanyl-nucleotide exchange factor activity,intracellular,plasma membrane,positive regulation of apoptotic process,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transduction,response to endoplasmic reticulum stress,small GTPase mediated signal transductionMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=4/16

chr5:80562120 A/A G A SNV

CKMT2,CKM

T2-

AS1,RNU5D-

1,RNU5E-1 CKMT2:utr_3:NM_001099735.1, RNU5E-1:intronic_nc:NR_002754.2, RNU5D-1:intronic_nc:NR_002755.3, CKMT2-AS1:intronic_nc:NR_034121.11

100

intronic NR_002754.2, NR_002755.3, NM_001099735.1, NR_034121.1c.1303G>A p.? 1.47 ATP:guanido phosphotransferase, C-terminal catalytic domain,ATP:guanido phosphotransferase, N-terminal domainrs545 0.283 YES 8.407E-2 (pos.80562120) Creatine kinase, mitochondrial-2 (sarcomeric)ATP binding,creatine kinase activity,creatine metabolic process,kinase activity,mitochondrial inner membrane,mitochondrion,muscle contraction,phosphorylationCreatine G=0, A=31 G=0.0, A=1.0 0.00001 460.638 31 G=0/0, A=19/12

chr5:80631511 A/A G A SNV

ACOT12,RN

U5D-

1,RNU5E-1 RNU5E-1:intronic_nc:NR_002754.2, RNU5D-1:intronic_nc:NR_002755.3, ACOT12:intronic:NM_130767.21

100

intronic NR_002754.2, NR_002755.3, NM_130767.2c.1262+76C>Tp.? 2.33 START domain,Thioesterase superfamilyrs6452399 YES Acyl-CoA thioesterase 12ATP binding,acetyl-CoA hydrolase activity,acetyl-CoA metabolic process,acyl-CoA hydrolase activity,acyl-CoA metabolic process,carboxylic ester hydrolase activity,cytosol,fatty acid metabolic process,lipid binding,pyruvate metabolic processG=0, A=64 G=0.0, A=1.0 0.00001 977.635 64 G=0/0, A=27/37

chr5:82360783 C/C T C SNV

SCARNA18,T

MEM167A TMEM167A:intronic:NM_174909.4, SCARNA18:upstream:NR_003139.11
100

intronic NM_174909.4, NR_003139.1c.113+44A>Gp.? -2.87 Protein of unknown function (DUF1242)rs2306336 YES 1.835E-1 (pos.82360783) Small cajal body-specific RNA 18Golgi membrane,endomembrane system,integral component of membrane,intracellular transport,protein secretionT=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=7/15

chr5:82407098 G/A G A SNV XRCC4 XRCC4:intronic:NM_022406.3 1 58.33 intronic NM_022406.3c.315+76G>Ap.? 0.39 DNA double-strand break repair and V(D)J recombination protein XRCC4rs1478482 YES X-ray repair, complementing defective, repair in Chinese hamster cells-4DNA binding,DNA ligase IV complex,DNA ligation involved in DNA repair,DNA recombination,DNA-dependent protein kinase-DNA ligase 4 complex,cellular response to lithium ion,condensed chromosome,cytosol,double-strand break repair,double-strand break repair via nonhomologous end joining,establishment of integrated proviral latency,identical protein binding,ligase activity,nonhomologous end joining complex,nucleoplasm,nucleus,positive regulation of ligase activity,protein C-terminus binding,protein binding,response to X-rayBone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dwarfism;Dwarfism, Pituitary;Endocrine System Diseases;Hypertension;Hypopituitarism;Hypothalamic Diseases;Musculoskeletal Diseases;Nervous System Diseases;Pituitary Diseases;Vascular DiseasesS-(Dimethylarsenic)CysteineG=10, A=14 G=0.4167, A=0.5833 0.00001 135.339 24 G=5/5, A=5/9

chr5:82407105 A/G A G SNV XRCC4 XRCC4:intronic:NM_022406.3 1 58.33 intronic NM_022406.3c.315+83A>Gp.? 0.05 DNA double-strand break repair and V(D)J recombination protein XRCC4rs1478481 YES X-ray repair, complementing defective, repair in Chinese hamster cells-4DNA binding,DNA ligase IV complex,DNA ligation involved in DNA repair,DNA recombination,DNA-dependent protein kinase-DNA ligase 4 complex,cellular response to lithium ion,condensed chromosome,cytosol,double-strand break repair,double-strand break repair via nonhomologous end joining,establishment of integrated proviral latency,identical protein binding,ligase activity,nonhomologous end joining complex,nucleoplasm,nucleus,positive regulation of ligase activity,protein C-terminus binding,protein binding,response to X-rayBone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dwarfism;Dwarfism, Pituitary;Endocrine System Diseases;Hypertension;Hypopituitarism;Hypothalamic Diseases;Musculoskeletal Diseases;Nervous System Diseases;Pituitary Diseases;Vascular DiseasesS-(Dimethylarsenic)CysteineA=10, G=14 A=0.4167, G=0.5833 0.00001 135.336 24 A=5/5, G=5/9

chr1:8404169 A/A T A SNV SLC45A1 SLC45A1:utr_3:NM_001080397.2 1 100 9 utr_3 NM_001080397.2c.2445T>A p.? -0.29 MFS/sugar transport protein,Major Facilitator Superfamilyrs6685844 Solute carrier family 45, member 1 T=0, A=26 T=0.0, A=1.0 0.00001 371.418 26 T=0/0, A=17/9

chr17:42333071 C/T C T SNV SLC4A1 SLC4A1:exonic:NM_000342.3 1 45.83 14 synonymous NM_000342.3c.1770G>A p.(=) 0.72 Band 3 cytoplasmic domain,HCO3- transporter familyrs35807245 0.0219 YES 1.156E-4 (pos.42333071) Solute carrier family 4, anion exchanger, member 1 (erythrocyte membrane protein band 3, Diego blood group)Z disc,anion transmembrane transport,anion transmembrane transporter activity,anion transport,anion:anion antiporter activity,ankyrin binding,basolateral plasma membrane,bicarbonate transmembrane transporter activity,bicarbonate transport,blood microparticle,cellular ion homeostasis,chloride transmembrane transport,chloride transmembrane transporter activity,chloride transport,cortical cytoskeleton,extracellular exosome,inorganic anion exchanger activity,inorganic anion transport,integral component of membrane,integral component of plasma membrane,plasma membrane,protein binding,protein homodimerization activity,protein membrane anchor,regulation of intracellular pH,sodium ion transmembrane transport,sodium:bicarbonate symporter activityAcid-Base Imbalance;Acidosis;Acidosis, Renal Tubular;Anemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Elliptocytosis, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hyperkalemia;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Renal Tubular Transport, Inborn Errors;Spherocytosis, Hereditary;Urologic Diseases;Water-Electrolyte ImbalanceBenign/Likely benignC=13, T=11 C=0.5417, T=0.4583 0.00001 93.3332 24 C=8/5, T=6/5

chr7:150765065 C/C T C SNV SLC4A2 SLC4A2:exonic:NM_003040.3 1 100 8 synonymous NM_003040.3c.1071T>C p.(=) -7.95 0.02(COSM4161958)Band 3 cytoplasmic domain,HCO3- transporter familyrs2229550 0.1738 YES 9.51E-1 (pos.150765065) neoplasm Solute carrier family 4, anion exchanger, member 2 (erythrocyte membrane protein band 3-like 1)anion transmembrane transport,anion transmembrane transporter activity,anion transport,anion:anion antiporter activity,apical plasma membrane,basolateral plasma membrane,bicarbonate transport,digestive tract development,enzyme binding,focal adhesion,inorganic anion exchanger activity,inorganic anion transport,integral component of plasma membrane,membrane,plasma membrane,regulation of intracellular pH,sodium ion transmembrane transport,sodium:bicarbonate symporter activity,spermatogenesisBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Digestive System Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Metabolic Diseases;Nutritional and Metabolic DiseasesT=0, C=50 T=0.0, C=1.0 0.00001 838.891 50 T=0/0, C=42/8

chr2:220494118 C/C A C SNV SLC4A3 SLC4A3:exonic:NM_201574.2 1 100 4 missense NM_201574.2c.470A>C p.His157Pro 0.9 1 77 0 0(COSM4133512)Band 3 cytoplasmic domain,HCO3- transporter familyrs597306,rs7598838149.00E-04 YES 2.088E-3;0.0;0.0;0.0 (pos.220494117),9.98E-1;0.0;0.0 (pos.220494118)neoplasm anion transmembrane transport,anion:anion antiporter activity,bicarbonate transport,inorganic anion exchanger activity,inorganic anion transport,integral component of membrane,integral component of plasma membrane,membrane,plasma membrane,regulation of intracellular pH,sodium ion transmembrane transport,sodium:bicarbonate symporter activity,transportCardiovascular Diseases;Heart Diseases A=0, C=34 A=0.0, C=1.0 0.00001 524.185 34 A=0/0, C=23/11

chr4:72433759 T/T C T SNV SLC4A4 SLC4A4:utr_3:NM_001134742.1 1 100 25 utr_3 NM_001134742.1c.3434C>T p.? 1.35 Band 3 cytoplasmic domain,HCO3- transporter familyrs1453453 YES Solute carrier family 4, sodium bicarbonate cotransporter, member 4Acid-Base Imbalance;Acidosis;Acidosis, Renal Tubular;Cataract;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Opacity;Developmental Disabilities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glaucoma;Intellectual Disability;Kidney Diseases;Lens Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutritional and Metabolic Diseases;Ocular Hypertension;Renal Tubular Transport, Inborn Errors;Urologic DiseasesSodium bicarbonate C=0, T=35 C=0.0, T=1.0 0.00001 543.903 35 C=0/0, T=20/15

chr3:195955762 G/A G A SNV SLC51A SLC51A:exonic:NM_152672.5 1 50 6 missense NM_152672.5c.604G>A p.Val202Ile -0.1 0.8 29 0 0.01(COSM3759998)Organic solute transporter Ostalphars939885 0.4777 YES 7.716E-1 (pos.195955762)adenocarcinoma,ductal_carcinomabile acid and bile salt transport,endoplasmic reticulum membrane,integral component of membrane,plasma membrane,protein complex,protein heterodimerization activity,protein homodimerization activity,transport,transporter activityBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Digestive System Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver DiseasesConjugated estrogens,Digoxin,Dinoprostone,Taurocholic AcidG=21, A=21 G=0.5, A=0.5 0.00001 231.07 42 G=13/8, A=6/15

chr16:24902194 C/C T C SNV SLC5A11 SLC5A11:exonic:NM_052944.4 1 100 9 synonymous NM_052944.4c.669T>C p.(=) 0.35 0.58(COSM4595250)Sodium:solute symporter familyrs274081,rs386789922 9.993E-1 (pos.24902194) squamous_cell_carcinomaSolute carrier family 5 (sodium/glucose cotransporter), member 11apoptotic process,glucose transmembrane transport,glucose:sodium symporter activity,integral component of membrane,integral component of plasma membrane,myo-inositol transport,plasma membrane,polyol transmembrane transporter activity,protein binding,sodium ion transport,transmembrane transport,transporter activityAutoimmune Diseases;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Immune System Diseases;Kidney Diseases;Lupus Erythematosus, Systemic;Lupus Nephritis;Male Urogenital Diseases;Nephritis;Skin and Connective Tissue Diseases;Urologic DiseasesT=0, C=28 T=0.0, C=1.0 0.00001 407.998 28 T=0/0, C=17/11

chr5:870555 A/G A G SNV BRD9 BRD9:intronic:NM_023924.4 1 57.14 intronic NM_023924.4c.1525+33T>Cp.? -1.7 Bromodomain,Domain of unknown function (DUF3512)rs28497180 0.0567 YES 1.517E-3 (pos.870555) biological_process,cellular_component,covalent chromatin modification,lysine-acetylated histone binding,nucleic acid binding,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Sezary SyndromeA=9, G=12 A=0.4286, G=0.5714 0.00001 109.101 21 A=4/5, G=9/3

chr11:26702664 T/T C T SNV SLC5A12 SLC5A12:exonic:NM_178498.3 1 100 12 synonymous NM_178498.3c.1413G>A p.(=) -0.26 Sodium:solute symporter familyrs10734383 1.00E-04 1.0 (pos.26702664) Solute carrier family 5 (sodium/glucose cotransporter), member 12apical plasma membrane,extracellular exosome,integral component of membrane,ion transport,lactate transmembrane transport,lactate transmembrane transporter activity,organic acid:sodium symporter activity,plasma membrane,sodium ion transport,transmembrane transport,transporter activityC=0, T=84 C=0.0, T=1.0 0.00001 1369.83 84 C=0/0, T=43/41

chr11:26734209 T/T C T SNV SLC5A12 SLC5A12:exonic:NM_178498.3 1 100 2 synonymous NM_178498.3c.384G>A p.(=) -2.12 Sodium:solute symporter familyrs10742156 0.0433 YES 8.707E-1 (pos.26734209) Solute carrier family 5 (sodium/glucose cotransporter), member 12apical plasma membrane,extracellular exosome,integral component of membrane,ion transport,lactate transmembrane transport,lactate transmembrane transporter activity,organic acid:sodium symporter activity,plasma membrane,sodium ion transport,transmembrane transport,transporter activityC=0, T=48 C=0.0, T=1.0 0.00001 810.401 48 C=0/0, T=14/34

chr2:27424636 A/A G A SNV SLC5A6 SLC5A6:exonic:NM_021095.2 1 100 14 missense NM_021095.2c.1442C>T p.Ser481Phe 2.02 0.04 155 0.012 0.7(COSM4133773)Sodium:solute symporter familyrs1395 0.3101 YES 8.526E-1 (pos.27424636) ductal_carcinoma,neoplasmSolute carrier family 5 (sodium dependent vitamin transporter), member 6biotin metabolic process,biotin transport,brush border membrane,integral component of membrane,integral component of plasma membrane,membrane,pantothenate metabolic process,pantothenate transmembrane transport,plasma membrane,sodium ion transport,sodium-dependent multivitamin transmembrane transporter activity,transmembrane transport,transport,transporter activity,vesicle membraneBiotin,Gabapentin Enacarbil,Lipoic AcidG=0, A=39 G=0.0, A=1.0 0.00001 616.614 39 G=0/0, A=13/26

chr5:89924976 A/A C A SNV ADGRV1 ADGRV1:intronic:NM_032119.3 1 100 intronic NM_032119.3c.1510-51C>Ap.? -1.2 7 transmembrane receptor (Secretin family),Calx-beta domain,Concanavalin A-like lectin/glucanases superfamily,EPTP domainrs2366771,rs386690000 0.3281 YES Adhesion G protein-coupled receptor V1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell communication,cell surface,cell surface receptor signaling pathway,cell-cell adhesion,cytoplasm,extracellular exosome,integral component of membrane,maintenance of animal organ identity,membrane,nervous system development,nervous system process,photoreceptor cell maintenance,plasma membrane,protein binding,receptor complex,sensory perception of light stimulus,sensory perception of sound,stereocilium,synapse,visual perceptionC=0, A=22 C=0.0, A=1.0 0.00001 298.892 22 C=0/0, A=8/14

chr5:1225613 A/A G A SNV

SLC6A18,SL

C6A19 SLC6A19:downstream:NM_001003841.2, SLC6A18:exonic:NM_182632.21
100

1 synonymous NM_001003841.2, NM_182632.2c.*3594G>A, c.21G>Ap.?, p.(=) -2.75 0(COSM149781)Sodium:neurotransmitter symporter familyrs7704058 0.2205 YES 5.904E-1 (pos.1225613) adenocarcinoma,neoplasmSolute carrier family 6 (neurotransmitter transporter), member 18,Solute carrier family 6 (neurotransmitter transporter), member 19amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,brush border membrane,extracellular exosome,integral component of membrane,integral component of plasma membrane,neurotransmitter transport,neurotransmitter:sodium symporter activity,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membrane,response to nutrient,transmembrane transport,transport,transporter activityAmino Acid Metabolism, Inborn Errors;Amino Acid Transport Disorders, Inborn;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hartnup Disease;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Renal Aminoacidurias;Renal Tubular Transport, Inborn Errors;Urolithiasis;Urologic Diseases;Vascular DiseasesG=0, A=54 G=0.0, A=1.0 0.00001 774.187 54 G=0/0, A=28/26

chr5:90049238 G/G A G SNV ADGRV1 ADGRV1:intronic:NM_032119.3 1 100 intronic NM_032119.3c.11122-153A>Gp.? -2.96 7 transmembrane receptor (Secretin family),Calx-beta domain,Concanavalin A-like lectin/glucanases superfamily,EPTP domainrs2438339 YES Adhesion G protein-coupled receptor V1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,calcium ion binding,cell communication,cell surface,cell surface receptor signaling pathway,cell-cell adhesion,cytoplasm,extracellular exosome,integral component of membrane,maintenance of animal organ identity,membrane,nervous system development,nervous system process,photoreceptor cell maintenance,plasma membrane,protein binding,receptor complex,sensory perception of light stimulus,sensory perception of sound,stereocilium,synapse,visual perceptionA=0, G=44 A=0.0, G=1.0 0.00001 725.44 44 A=0/0, G=37/7

chr5:1225626 A/A T A SNV

SLC6A18,SL

C6A19 SLC6A19:downstream:NM_001003841.2, SLC6A18:exonic:NM_182632.21
100

1 missense NM_001003841.2, NM_182632.2c.*3607T>A, c.34T>Ap.?, p.Cys12Ser 0.82 0.82 112 0 0.01(COSM5452262)Sodium:neurotransmitter symporter familyrs7728667 0.22 YES 5.893E-1 (pos.1225626) adenocarcinomaSolute carrier family 6 (neurotransmitter transporter), member 18,Solute carrier family 6 (neurotransmitter transporter), member 19amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,brush border membrane,extracellular exosome,integral component of membrane,integral component of plasma membrane,neurotransmitter transport,neurotransmitter:sodium symporter activity,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membrane,response to nutrient,transmembrane transport,transport,transporter activityAmino Acid Metabolism, Inborn Errors;Amino Acid Transport Disorders, Inborn;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hartnup Disease;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Renal Aminoacidurias;Renal Tubular Transport, Inborn Errors;Urolithiasis;Urologic Diseases;Vascular DiseasesT=0, A=53 T=0.0, A=1.0 0.00001 786.518 53 T=0/0, A=28/25

chr5:94619545 GC/GC G GC INDEL MCTP1 MCTP1:intronic:NM_024717.5 1 100 intronic NM_024717.5c.720+15C>GCp.? 0.36 C2 domain,Plant phosphoribosyltransferase C-terminalrs5869672,rs774776912 0.0075 YES 1.0;0.0 (pos.94619545) Multiple C2 domains-containing transmembrane protein 1calcium ion binding,calcium-dependent phospholipid binding,calcium-mediated signaling,cell junction,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,negative regulation of cell migration,negative regulation of endocytosis,negative regulation of response to oxidative stress,recycling endosome,regulation of neuronal synaptic plasticity,regulation of neurotransmitter secretion,synaptic vesicle membraneBipolar Disorder;Bipolar and Related Disorders;Mental DisordersG=0, GC=26 G=0.0, GC=1.0 0.00001 317.269 26 G=0/0, GC=20/6

chr5:1225687 TC/TC CT TC MNV

SLC6A18,SL

C6A19 SLC6A19:downstream:NM_001003841.2, SLC6A18:exonic:NM_182632.22
100

1 missense NM_001003841.2, NM_182632.2c.*3668CT>TC, c.95_96delCTinsTCp.?, p.Thr32Ile 6.07, -1.81 1 89 0 0.07(COSM149782)Sodium:neurotransmitter symporter familyrs386684404,rs7705355,rs7728814,rs8798591750.0945 YES 5.889E-1;1.16E-4 (pos.1225688),6.243E-1 (pos.1225687)adenocarcinoma,carcinoma,neoplasmSolute carrier family 6 (neurotransmitter transporter), member 18,Solute carrier family 6 (neurotransmitter transporter), member 19amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,brush border membrane,extracellular exosome,integral component of membrane,integral component of plasma membrane,neurotransmitter transport,neurotransmitter:sodium symporter activity,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membrane,response to nutrient,transmembrane transport,transport,transporter activityAmino Acid Metabolism, Inborn Errors;Amino Acid Transport Disorders, Inborn;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hartnup Disease;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Renal Aminoacidurias;Renal Tubular Transport, Inborn Errors;Urolithiasis;Urologic Diseases;Vascular DiseasesCT=0, TC=57CT=0.0, TC=1.0 0.00001 849.61 57 CT=0/0, TC=26/31

chr5:94749903 C/CT C CT INDEL FAM81B FAM81B:intronic:NM_152548.2 1 100 intronic NM_152548.2c.537+9C>CTp.? -1.41 rs11418250,rs397705547,rs770924026,rs7714073880.297 YES 0.0;0.0 (pos.94749901),1.263E-1;0.0 (pos.94749903) nucleus,protein binding C=0, CT=24 C=0.0, CT=1.0 0.00001 132.719 24 C=0/0, CT=7/17

chr5:1225703 G/G A G SNV

SLC6A18,SL

C6A19 SLC6A19:downstream:NM_001003841.2, SLC6A18:exonic:NM_182632.21
100

1 synonymous NM_001003841.2, NM_182632.2c.*3684A>G, c.111A>Gp.?, p.(=) -1.06 0.05(COSM149784)Sodium:neurotransmitter symporter familyrs199774515,rs7724858 0.05 YES 6.266E-1 (pos.1225703) adenocarcinoma,neoplasmSolute carrier family 6 (neurotransmitter transporter), member 18,Solute carrier family 6 (neurotransmitter transporter), member 19amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,brush border membrane,extracellular exosome,integral component of membrane,integral component of plasma membrane,neurotransmitter transport,neurotransmitter:sodium symporter activity,neutral amino acid transmembrane transporter activity,neutral amino acid transport,plasma membrane,response to nutrient,transmembrane transport,transport,transporter activityAmino Acid Metabolism, Inborn Errors;Amino Acid Transport Disorders, Inborn;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hartnup Disease;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Renal Aminoacidurias;Renal Tubular Transport, Inborn Errors;Urolithiasis;Urologic Diseases;Vascular DiseasesA=0, G=58 A=0.0, G=1.0 0.00001 852.515 58 A=0/0, G=27/31

chr3:45817418 G/G A G SNV SLC6A20 SLC6A20:exonic:NM_020208.3 1 100 4 synonymous NM_020208.3c.417T>C p.(=) -0.19 Sodium:neurotransmitter symporter familyrs758386 0.0431 YES 9.148E-1 (pos.45817418) X transporter protein 3amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,apical plasma membrane,glycine transport,integral component of plasma membrane,neurotransmitter transport,neurotransmitter:sodium symporter activity,plasma membrane,proline transport,protein binding,transmembrane transportAdenoma;Amino Acid Metabolism, Inborn Errors;Autoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Mesothelioma;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neoplasms, Mesothelial;Nephritis;Nutritional and Metabolic Diseases;Renal Tubular Transport, Inborn Errors;Urolithiasis;Urologic DiseasesLikely benign A=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=9/20

chr5:96122260 G/G T G SNV ERAP1 ERAP1:intronic:NM_016442.4 1 100 intronic NM_016442.4c.1680-7A>Cp.? -0.08 0(COSM4416865)ERAP1-like C-terminal domain,Peptidase family M1 domainrs30379 0.3565 YES 4.787E-1 (pos.96122260) acute_myeloid_leukaemiaEndoplasmic reticulum aminopeptidase 1adaptive immune response,aminopeptidase activity,angiogenesis,antigen processing and presentation of endogenous peptide antigen via MHC class I,antigen processing and presentation of peptide antigen via MHC class I,cell-cell signaling,cytosol,endopeptidase activity,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum membrane,extracellular exosome,extracellular region,extracellular space,fat cell differentiation,integral component of membrane,interleukin-1, Type II receptor binding,interleukin-6 receptor binding,membrane,membrane protein ectodomain proteolysis,metalloaminopeptidase activity,metalloexopeptidase activity,peptide binding,peptide catabolic process,plasma membrane,positive regulation of angiogenesis,protein binding,proteolysis,regulation of blood pressure,regulation of innate immune response,response to bacterium,signal transduction,zinc ion bindingAnkylosis;Arthritis;Behcet Syndrome;Bone Diseases;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hereditary Autoinflammatory Diseases;Hypertension;Joint Diseases;Mouth Diseases;Musculoskeletal Diseases;Panuveitis;Psoriasis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, Ankylosing;Stomatognathic Diseases;Uveal Diseases;Uveitis;Uveitis, Anterior;Vascular Diseases;VasculitisT=0, G=23 T=0.0, G=1.0 0.00001 316.746 23 T=0/0, G=11/12

chr5:96122281 C/C A C SNV ERAP1 ERAP1:intronic:NM_016442.4 1 100 intronic NM_016442.4c.1680-28T>Gp.? 1.28 ERAP1-like C-terminal domain,Peptidase family M1 domainrs30380 0.3567 YES 4.818E-1 (pos.96122281) Endoplasmic reticulum aminopeptidase 1adaptive immune response,aminopeptidase activity,angiogenesis,antigen processing and presentation of endogenous peptide antigen via MHC class I,antigen processing and presentation of peptide antigen via MHC class I,cell-cell signaling,cytosol,endopeptidase activity,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum membrane,extracellular exosome,extracellular region,extracellular space,fat cell differentiation,integral component of membrane,interleukin-1, Type II receptor binding,interleukin-6 receptor binding,membrane,membrane protein ectodomain proteolysis,metalloaminopeptidase activity,metalloexopeptidase activity,peptide binding,peptide catabolic process,plasma membrane,positive regulation of angiogenesis,protein binding,proteolysis,regulation of blood pressure,regulation of innate immune response,response to bacterium,signal transduction,zinc ion bindingAnkylosis;Arthritis;Behcet Syndrome;Bone Diseases;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hereditary Autoinflammatory Diseases;Hypertension;Joint Diseases;Mouth Diseases;Musculoskeletal Diseases;Panuveitis;Psoriasis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, Ankylosing;Stomatognathic Diseases;Uveal Diseases;Uveitis;Uveitis, Anterior;Vascular Diseases;VasculitisA=0, C=24 A=0.0, C=1.0 0.00001 334.791 24 A=0/0, C=11/13

chr5:96126197 G/G A G SNV ERAP1 ERAP1:intronic:NM_016442.4 1 100 intronic NM_016442.4c.1452+18T>Cp.? 0.34 ERAP1-like C-terminal domain,Peptidase family M1 domainrs27710 0.3563 YES 4.761E-1 (pos.96126197) Endoplasmic reticulum aminopeptidase 1adaptive immune response,aminopeptidase activity,angiogenesis,antigen processing and presentation of endogenous peptide antigen via MHC class I,antigen processing and presentation of peptide antigen via MHC class I,cell-cell signaling,cytosol,endopeptidase activity,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum membrane,extracellular exosome,extracellular region,extracellular space,fat cell differentiation,integral component of membrane,interleukin-1, Type II receptor binding,interleukin-6 receptor binding,membrane,membrane protein ectodomain proteolysis,metalloaminopeptidase activity,metalloexopeptidase activity,peptide binding,peptide catabolic process,plasma membrane,positive regulation of angiogenesis,protein binding,proteolysis,regulation of blood pressure,regulation of innate immune response,response to bacterium,signal transduction,zinc ion bindingAnkylosis;Arthritis;Behcet Syndrome;Bone Diseases;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hereditary Autoinflammatory Diseases;Hypertension;Joint Diseases;Mouth Diseases;Musculoskeletal Diseases;Panuveitis;Psoriasis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, Ankylosing;Stomatognathic Diseases;Uveal Diseases;Uveitis;Uveitis, Anterior;Vascular Diseases;VasculitisA=0, G=32 A=0.0, G=1.0 0.00001 485.13 32 A=0/0, G=19/13

chr5:96127905 C/C T C SNV ERAP1 ERAP1:intronic:NM_016442.4 1 100 intronic NM_016442.4c.1189-10A>Gp.? -1.68 0.01(COSM4003632)ERAP1-like C-terminal domain,Peptidase family M1 domainrs27640 0.2199 YES 4.801E-1 (pos.96127905) acute_myeloid_leukaemiaEndoplasmic reticulum aminopeptidase 1adaptive immune response,aminopeptidase activity,angiogenesis,antigen processing and presentation of endogenous peptide antigen via MHC class I,antigen processing and presentation of peptide antigen via MHC class I,cell-cell signaling,cytosol,endopeptidase activity,endoplasmic reticulum,endoplasmic reticulum lumen,endoplasmic reticulum membrane,extracellular exosome,extracellular region,extracellular space,fat cell differentiation,integral component of membrane,interleukin-1, Type II receptor binding,interleukin-6 receptor binding,membrane,membrane protein ectodomain proteolysis,metalloaminopeptidase activity,metalloexopeptidase activity,peptide binding,peptide catabolic process,plasma membrane,positive regulation of angiogenesis,protein binding,proteolysis,regulation of blood pressure,regulation of innate immune response,response to bacterium,signal transduction,zinc ion bindingAnkylosis;Arthritis;Behcet Syndrome;Bone Diseases;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hereditary Autoinflammatory Diseases;Hypertension;Joint Diseases;Mouth Diseases;Musculoskeletal Diseases;Panuveitis;Psoriasis;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, Ankylosing;Stomatognathic Diseases;Uveal Diseases;Uveitis;Uveitis, Anterior;Vascular Diseases;VasculitisT=0, C=69 T=0.0, C=1.0 0.00001 1072.77 69 T=0/0, C=35/34

chr11:20639400 G/G A G SNV SLC6A5 SLC6A5:exonic:NM_004211.4 1 100 7 synonymous NM_004211.4c.1230A>G p.(=) 0.05 Sodium:neurotransmitter symporter familyrs7925597 1.00E-04 1.0;0.0 (pos.20639400) Solute carrier family 6 (neurotransmitter transporter, glycine), member 5chemical synaptic transmission,glycine import,glycine:sodium symporter activity,integral component of membrane,integral component of plasma membrane,metal ion binding,neurotransmitter transport,neurotransmitter:sodium symporter activity,plasma membrane,synaptic transmission, glycinergic,transmembrane transport,transportApnea;Brain Diseases;Central Nervous System Diseases;Muscle Hypertonia;Muscle Rigidity;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Manifestations;Respiration Disorders;Respiratory Tract DiseasesGlycine Benign A=0, G=54 A=0.0, G=1.0 0.00001 798.131 54 A=0/0, G=43/11

chr13:30091714 A/A G A SNV SLC7A1 SLC7A1:exonic:NM_003045.4 1 100 10 synonymous NM_003045.4c.1506C>T p.(=) 2 Amino acid permease,C-terminus of AA_permeasers2482089 0.0152 YES 9.466E-1 (pos.30091714) Solute carrier family 7 (cationic amino acid transporter, y+ system), member 1amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,arginine transmembrane transport,arginine transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,membrane,plasma membrane,protein binding,transportGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsL-Arginine,L-Lysine,OrnithineG=0, A=20 G=0.0, A=1.0 0.00001 263.783 20 G=0/0, A=5/15

chr4:139140494 G/C G C SNV SLC7A11 SLC7A11:exonic:NM_014331.3 1 95.45 5 synonymous NM_014331.3c.672C>G p.(=) -0.02 0.86(COSM5425496)Amino acid permeasers6838248 0.4856 YES 8.219E-2;0.0 (pos.139140494)acute_myeloid_leukaemiaSolute carrier family 7 (cationic amino acid transporter, y+ system), member 11L-glutamate transmembrane transport,amino acid transport,brain development,cell surface,cystine:glutamate antiporter activity,cytoskeleton,integral component of membrane,integral component of plasma membrane,lens fiber cell differentiation,leukocyte migration,plasma membrane,platelet aggregation,protein binding,response to nicotine,response to oxidative stress,response to toxic substance,rough endoplasmic reticulumDermatitis;Dermatitis, Contact;Neoplasm Metastasis;Neoplasms;Neoplastic Processes;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesAcetylcysteine,Cystine,Glutamic Acid,Riluzole,Rosuvastatin,Sulfasalazine,Taurocholic Acid,Tauroursodeoxycholic acidG=1, C=21 G=0.0455, C=0.9545 0.00001 271.51 22 G=1/0, C=8/13

chr5:96322419 T/T C T SNV LNPEP LNPEP:intronic:NM_175920.3 1 100 intronic NM_175920.3c.1089+45C>Tp.? 0.48 ERAP1-like C-terminal domain,Peptidase family M1 domainrs38034 0.4178 YES 3.45E-1 (pos.96322419) Leucyl-cystinyl aminopeptidaseSMAD protein signal transduction,aminopeptidase activity,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-independent,cell-cell signaling,cytoplasmic vesicle membrane,cytosol,early endosome lumen,extracellular region,female pregnancy,integral component of plasma membrane,intracellular,lysosomal membrane,membrane,membrane organization,metalloaminopeptidase activity,metallopeptidase activity,peptide binding,peptide catabolic process,perinuclear region of cytoplasm,plasma membrane,protein binding,protein catabolic process,protein polyubiquitination,proteolysis,regulation of blood pressure,signal transduction,zinc ion bindingChorioretinitis;Choroid Diseases;Choroiditis;Eye Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Memory Disorders;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Panuveitis;Retinal Diseases;Retinitis;Uveal Diseases;Uveitis;Uveitis, PosteriorC=0, T=21 C=0.0, T=1.0 0.00001 285.63 21 C=0/0, T=3/18

chr5:98207937 T/G T G SNV CHD1 CHD1:intronic:NM_001270.2 1 45.45 intronic NM_001270.2c.3711-32A>Cp.? 2.52 Chromo (CHRromatin Organisation MOdifier) domain,Domain of unknown function (DUF4208),Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs374718074 3.00E-04 0.0 (pos.98207937) Chromodomain helicase DNA binding protein-1ATP binding,ATP-dependent DNA helicase activity,DNA binding,DNA duplex unwinding,chromatin remodeling,covalent chromatin modification,cytoplasm,fibrillar center,methylated histone binding,nucleus,positive regulation by host of viral transcription,protein binding,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedEpirubicin T=12, G=10 T=0.5455, G=0.4545 0.00001 81.7626 22 T=10/2, G=7/3

chr5:99921841 G/C G C SNV FAM174A FAM174A:intronic:NM_198507.2 1 50 intronic NM_198507.2c.570-44G>Cp.? -1.14 Protein of unknown function (DUF1180)rs2370612 0.4977 YES 1.03E-1;0.0 (pos.99921841) integral component of membrane G=13, C=13 G=0.5, C=0.5 0.00001 119.163 26 G=9/4, C=4/9

chr14:23282110 G/G A G SNV SLC7A7 SLC7A7:exonic:NM_001126105.2 1 100 3 synonymous NM_001126105.2c.498T>C p.(=) 0.17 0.36(COSM5450824)Amino acid permeasers8018462 0.4717 YES 7.935E-1 (pos.23282110) adenocarcinomaSolute carrier family 7 (cationic amino acid transporter, y+ system), member 7L-alpha-amino acid transmembrane transport,L-amino acid transmembrane transporter activity,amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,antiporter activity,basic amino acid transmembrane transport,basic amino acid transmembrane transporter activity,basolateral plasma membrane,cellular amino acid metabolic process,integral component of membrane,integral component of plasma membrane,leukocyte migration,plasma membrane,protein complex assembly,regulation of arginine metabolic process,transportAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesAgmatine Benign A=0, G=33 A=0.0, G=1.0 0.00001 504.529 33 A=0/0, G=15/18

chr1:27427041 C/C T C SNV SLC9A1 SLC9A1:exonic:NM_003047.4 1 100 12 synonymous NM_003047.4c.2205A>G p.(=) 1.28 Regulatory region of Na+/H+ exchanger NHE binds to calmodulin,Sodium/hydrogen exchanger familyrs4418629 0.0401 YES 1.0 (pos.27427041) Solute carrier family 9 (sodium/hydrogen exchanger), member 1 (antiporter, Na+/H+, amiloride sensitive)T-tubule,apical plasma membrane,basolateral plasma membrane,calcium-dependent protein binding,calmodulin binding,cardiac muscle cell contraction,cardiac muscle cell differentiation,cation-transporting ATPase complex,cell migration,cell surface,cellular response to acidic pH,cellular response to antibiotic,cellular response to cold,cellular response to electrical stimulus,cellular response to epinephrine stimulus,cellular response to hypoxia,cellular response to insulin stimulus,cellular response to mechanical stimulus,cellular sodium ion homeostasis,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular exosome,focal adhesion,hyaluronan catabolic process,hydrogen ion transmembrane transport,integral component of membrane,integral component of plasma membrane,intercalated disc,ion transport,lamellipodium,maintenance of cell polarity,membrane raft,mitochondrion,negative regulation of apoptotic process,neuron death,nucleoplasm,perinuclear region of cytoplasm,phosphatidylinositol-4,5-bisphosAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Barrett Esophagus;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Diabetes Mellitus;Diabetes Mellitus, Experimental;Digestive System Abnormalities;Digestive System Diseases;Endocrine System Diseases;Esophageal Diseases;Gastrointestinal Diseases;Glucose Metabolism Disorders;Heart Diseases;Heart Failure;Heart Valve Diseases;Metabolic Diseases;Myocardial Ischemia;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Pain;Reperfusion Injury;Thyroid Diseases;Vascular DiseasesAmiloride,Homoserine LactoneT=0, C=30 T=0.0, C=1.0 0.00001 446.615 30 T=0/0, C=9/21

chr3:111921225 T/T G T SNV SLC9C1 SLC9C1:exonic:NM_183061.2 1 100 18 missense NM_183061.2c.2194C>A p.Gln732Lys 1.61 0.95 53 0.524 Cyclic nucleotide-binding domain,Ion transport protein,Sodium/hydrogen exchanger familyrs6781844 0.2456 YES 9.888E-1 (pos.111921225) cell differentiation,flagellated sperm motility,hydrogen ion transmembrane transport,integral component of membrane,ion channel activity,motile cilium,multicellular organism development,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activity,solute:proton antiporter activity,spermatogenesisG=0, T=31 G=0.0, T=1.0 0.00001 465.819 31 G=0/0, T=15/16

chr6:105244526 A/T A T SNV HACE1 HACE1:intronic:NM_020771.3 1 50 intronic NM_020771.3c.816+4T>Ap.? 1.19 0.06(COSM4409397)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),HECT-domain (ubiquitin-transferase)rs6918700 0.4738 YES 4.34E-1 (pos.105244526) hepatocellular_carcinomaHECT domain- and ankyrin repeat-containing E3 ubiquitin protein ligase 1Golgi cisterna membrane,Golgi membrane,Golgi organization,Rab GTPase binding,Rac GTPase binding,Rac protein signal transduction,cell cycle,endoplasmic reticulum,membrane fusion,nucleus,protein K48-linked ubiquitination,protein binding,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of cell migration,regulation of transcription, DNA-templated,transcription, DNA-templated,ubiquitin protein ligase activity,ubiquitin-protein transferase activityAdrenal Gland Diseases;Adrenal Gland Neoplasms;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Immune System Diseases;Multiple Sclerosis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neuroblastoma;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, PeripheralA=32, T=32 A=0.5, T=0.5 0.00001 317.411 64 A=25/7, T=27/5

chr6:105577110 T/T TA T INDEL BVES BVES:intronic:NM_007073.4 1 100 intronic NM_007073.4c.351+144TA>Ap.? -0.97, 0.0 Popeye protein conserved regionrs36095052,rs397888091 YES Blood vessel epicardial substancebicellular tight junction,cAMP binding,caveola,cell junction,epithelial cell-cell adhesion,heart development,integral component of membrane,lateral plasma membrane,muscle organ development,plasma membrane,positive regulation of locomotion,positive regulation of receptor recycling,protein binding,regulation of GTPase activity,regulation of cell shape,response to ischemia,sarcolemma,skeletal muscle tissue development,structural molecule activity,substrate adhesion-dependent cell spreading,vesicle-mediated transportTA=0, T=21 TA=0.0, T=1.0 0.00001 284.267 21 TA=0/0, T=12/9

chr6:105577172 G/G A G SNV BVES BVES:intronic:NM_007073.4 1 100 intronic NM_007073.4c.351+82T>Cp.? -0.06 Popeye protein conserved regionrs9404603 YES Blood vessel epicardial substancebicellular tight junction,cAMP binding,caveola,cell junction,epithelial cell-cell adhesion,heart development,integral component of membrane,lateral plasma membrane,muscle organ development,plasma membrane,positive regulation of locomotion,positive regulation of receptor recycling,protein binding,regulation of GTPase activity,regulation of cell shape,response to ischemia,sarcolemma,skeletal muscle tissue development,structural molecule activity,substrate adhesion-dependent cell spreading,vesicle-mediated transportA=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=12/14

chr6:105577224 C/C A C SNV BVES BVES:intronic:NM_007073.4 1 100 intronic NM_007073.4c.351+30T>Gp.? -0.14 Popeye protein conserved regionrs778602457,rs9404604 YES 0.0 (pos.105577223),9.061E-1 (pos.105577224)Blood vessel epicardial substancebicellular tight junction,cAMP binding,caveola,cell junction,epithelial cell-cell adhesion,heart development,integral component of membrane,lateral plasma membrane,muscle organ development,plasma membrane,positive regulation of locomotion,positive regulation of receptor recycling,protein binding,regulation of GTPase activity,regulation of cell shape,response to ischemia,sarcolemma,skeletal muscle tissue development,structural molecule activity,substrate adhesion-dependent cell spreading,vesicle-mediated transportA=0, C=27 A=0.0, C=1.0 0.00001 389.988 27 A=0/0, C=12/15

chr6:105577401 T/T C T SNV BVES BVES:intronic:NM_007073.4 1 100 intronic NM_007073.4c.227-23G>Ap.? -0.69 Popeye protein conserved regionrs4946656 0.0423 YES 9.254E-1 (pos.105577401) Blood vessel epicardial substancebicellular tight junction,cAMP binding,caveola,cell junction,epithelial cell-cell adhesion,heart development,integral component of membrane,lateral plasma membrane,muscle organ development,plasma membrane,positive regulation of locomotion,positive regulation of receptor recycling,protein binding,regulation of GTPase activity,regulation of cell shape,response to ischemia,sarcolemma,skeletal muscle tissue development,structural molecule activity,substrate adhesion-dependent cell spreading,vesicle-mediated transportC=0, T=85 C=0.0, T=1.0 0.00001 1390.52 85 C=0/0, T=39/46

chr3:111923123 A/A G A SNV SLC9C1 SLC9C1:exonic:NM_183061.2 1 100 17 missense NM_183061.2c.2114C>T p.Thr705Ile -1.17 1 89 0.001 Cyclic nucleotide-binding domain,Ion transport protein,Sodium/hydrogen exchanger familyrs4434123 0.2455 YES 9.887E-1 (pos.111923123) cell differentiation,flagellated sperm motility,hydrogen ion transmembrane transport,integral component of membrane,ion channel activity,motile cilium,multicellular organism development,plasma membrane,potassium ion transmembrane transport,potassium:proton antiporter activity,regulation of intracellular pH,sodium ion import across plasma membrane,sodium:proton antiporter activity,solute:proton antiporter activity,spermatogenesisG=0, A=38 G=0.0, A=1.0 0.00001 603.785 38 G=0/0, A=20/18

chr6:106992592 A/T A T SNV CRYBG1 CRYBG1:intronic:NM_001624.3 1 58.33 intronic NM_001624.3c.3942+20A>Tp.? 0.09 Beta/Gamma crystallin,Ricin-type beta-trefoil lectin domainrs2247335 0.1391 YES 9.463E-1 (pos.106992592) biological_process,carbohydrate binding,cellular_component,molecular_functionA=20, T=28 A=0.4167, T=0.5833 0.00001 343.413 48 A=13/7, T=18/10

chr6:107088585 T/A T A SNV QRSL1 QRSL1:intronic:NM_018292.4 1 98.41 intronic NM_018292.4c.185-113T>Ap.? 1.26 Amidase rs2306098 YES Glutaminyl-tRNA synthase (glutamine-hydrolyzing)-like protein 1ATP binding,amidase activity,glutaminyl-tRNA synthase (glutamine-hydrolyzing) activity,glutaminyl-tRNAGln biosynthesis via transamidation,glutamyl-tRNA(Gln) amidotransferase complex,mitochondrial translation,mitochondrion,protein binding,regulation of protein stabilityT=2, A=124 T=0.0159, A=0.9841 0.00001 1982.67 126 T=1/1, A=85/39

chr6:107351457 T/T G T SNV C6orf203 C6orf203:intronic:NM_016487.4 1 100 intronic NM_016487.4c.-12+1982G>Tp.? -1.16 rs1665924 YES mitochondrion G=0, T=40 G=0.0, T=1.0 0.00001 644.286 40 G=0/0, T=13/27

chr12:21028208 C/C G C SNV SLCO1B3 SLCO1B3:exonic:NM_019844.3 1 100 9 missense NM_019844.3c.767G>C p.Gly256Ala 7.37 0 60 0.998 0.96(COSM5019337)Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs60140950 0.1563 YES 1.156E-4 (pos.21028208) haemangioblastomaSolute carrier organic anion transporter family, member 1B3basolateral plasma membrane,bile acid and bile salt transport,bile acid transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,ion transport,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transporter activityColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hyperbilirubinemia, Hereditary;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsAmbrisentan,Atorvastatin,Cabazitaxel,Caspofungin,Cholecystokinin,Cholic Acid,Clarithromycin,Cobimetinib,Conjugated estrogens,Dabrafenib,Daclatasvir,Digoxin,Docetaxel,Estradiol,Fexofenadine,Fluvastatin,Gadoxetic acid,Glycocholic acid,Grazoprevir,Idelalisib,Levomenol,Levosalbutamol,Levothyroxine,Liothyronine,Liotrix,Methotrexate,Mycophenolate mofetil,Olmesartan,Ouabain,Paclitaxel,Parachlorophenol,Pioglitazone,Pitavastatin,Prasterone sulfate,Pravastatin,Rifampicin,Rilpivirine,Romidepsin,Rosuvastatin,Sacubitril,Selexipag,Simeprevir,Taurocholic Acid,Technetium Tc-99m mebrofenin,Valsartan,VelpatasvirBenign/Likely benignG=0, C=21 G=0.0, C=1.0 0.00001 271.925 21 G=0/0, C=11/10

chr12:21036411 G/G A G SNV SLCO1B3 SLCO1B3:exonic:NM_019844.3 1 100 13 synonymous NM_019844.3c.1557A>G p.(=) -2.73 0.01(COSM3998741)Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs2053098 0.1364 YES 7.258E-1 (pos.21036411) acute_myeloid_leukaemiaSolute carrier organic anion transporter family, member 1B3basolateral plasma membrane,bile acid and bile salt transport,bile acid transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,ion transport,organic anion transmembrane transporter activity,organic anion transport,plasma membrane,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transporter activityColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Hyperbilirubinemia, Hereditary;Intestinal Diseases;Intestinal Neoplasms;Lung Diseases;Lung Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsAmbrisentan,Atorvastatin,Cabazitaxel,Caspofungin,Cholecystokinin,Cholic Acid,Clarithromycin,Cobimetinib,Conjugated estrogens,Dabrafenib,Daclatasvir,Digoxin,Docetaxel,Estradiol,Fexofenadine,Fluvastatin,Gadoxetic acid,Glycocholic acid,Grazoprevir,Idelalisib,Levomenol,Levosalbutamol,Levothyroxine,Liothyronine,Liotrix,Methotrexate,Mycophenolate mofetil,Olmesartan,Ouabain,Paclitaxel,Parachlorophenol,Pioglitazone,Pitavastatin,Prasterone sulfate,Pravastatin,Rifampicin,Rilpivirine,Romidepsin,Rosuvastatin,Sacubitril,Selexipag,Simeprevir,Taurocholic Acid,Technetium Tc-99m mebrofenin,Valsartan,VelpatasvirBenign A=0, G=57 A=0.0, G=1.0 0.00001 849.601 57 A=0/0, G=29/28

chr15:92647645 C/C G C SNV SLCO3A1 SLCO3A1:exonic:NM_013272.3 1 100 4 missense NM_013272.3c.882G>C p.Glu294Asp 1.06 1 45 0 Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs1517618 0.1682 YES 9.629E-1 (pos.92647645) Solute carrier organic anion transporter family, member 3A1integral component of membrane,integral component of plasma membrane,plasma membrane,prostaglandin transport,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transport,transporter activityHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Precursor Cell Lymphoblastic Leukemia-LymphomaAlprostadil,Aminohippuric acid,Benzylpenicillin,Conjugated estrogens,Dinoprost Tromethamine,Dinoprostone,Iloprost,Lobeglitazone,Methotrexate,Safinamide,Taurocholic AcidG=0, C=46 G=0.0, C=1.0 0.00001 768.313 46 G=0/0, C=32/14

chr5:101816104 A/A G A SNV SLCO6A1 SLCO6A1:exonic:NM_173488.4 1 100 2 synonymous NM_173488.4c.393C>T p.(=) -0.71 0.01(COSM4159338)Kazal-type serine protease inhibitor domain,Major Facilitator Superfamily,Organic Anion Transporter Polypeptide (OATP) familyrs6884141 0.2709 YES 2.851E-1 (pos.101816104)acute_myeloid_leukaemia,hepatocellular_carcinoma,neoplasmSolute carrier organic anion transporter family, member 6A1integral component of membrane,integral component of plasma membrane,sodium-independent organic anion transmembrane transporter activity,sodium-independent organic anion transport,transport,transporter activityMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=14/8

chr6:10882100 A/A G A SNV GCM2 GCM2:upstream:NM_004752.3 1 100 intronic NM_004752.3c.-74C>T p.? -2.04 rs2153156 YES Glial cells missing, Drosophila, homolog of, 2DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cell differentiation involved in embryonic placenta development,cellular calcium ion homeostasis,cellular phosphate ion homeostasis,gliogenesis,metal ion binding,multicellular organism development,nucleus,parathyroid gland development,positive regulation of transcription from RNA polymerase II promoter,protein binding,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Endocrine System Diseases;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Hypoparathyroidism;Parathyroid DiseasesBenign G=0, A=48 G=0.0, A=1.0 0.00001 809.238 48 G=0/0, A=27/21

chr6:10894267 CA/TG CA TG MNV SYCP2L SYCP2L:intronic:NM_001040274.2 2 46.51 intronic NM_001040274.2c.216+30CA>TGp.? -1.24, -0.27 rs386697066,rs6456744,rs64567450.0541 YES 1.338E-1 (pos.10894267),3.41E-1 (pos.10894268)Synaptonemal complex protein 2-likecondensed nuclear chromosome, centromeric region,lateral element,negative regulation of cell death,nucleoplasmEar Diseases;Hearing Disorders;Hearing Loss;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Nervous System Diseases;Neurologic Manifestations;Nose Diseases;Otorhinolaryngologic Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Rhinitis;Rhinitis, Allergic;Sensation DisordersCA=46, TG=40CA=0.5349, TG=0.4651 0.00001 418.486 86 CA=35/11, TG=10/30

chr17:33689926 C/C T C SNV SLFN11 SLFN11:exonic:NM_001104589.1 1 100 3 missense NM_001104589.1c.901A>G p.Asn301Asp -1.81 0.94 23 0 Putative DNA-binding domain,Uncharacterized conserved protein (DUF2075)rs4796077 0.0327 YES 9.797E-1 (pos.33689926) Schlafen family, member 11ATP binding,aggresome,cytosol,defense response to virus,negative regulation of G1/S transition of mitotic cell cycle,nucleoplasm,nucleus,tRNA bindingT=0, C=40 T=0.0, C=1.0 0.00001 644.05 40 T=0/0, C=16/24

chr6:109993291 G/A G A SNV AK9 AK9:intronic:NM_001145128.2 1 57.45 intronic NM_001145128.2c.234+27C>Tp.? -0.29 AAA domain,Adenylate kinasers12197838 0.3959 YES 4.066E-1 (pos.109993291) Adenylate kinase 9AMP phosphorylation,ATP binding,ATP generation from ADP,CDP phosphorylation,CMP phosphorylation,GDP phosphorylation,TDP phosphorylation,UDP phosphorylation,cytoplasm,cytosol,dADP phosphorylation,dAMP phosphorylation,dCDP phosphorylation,dCMP phosphorylation,dGDP phosphorylation,nuclear membrane,nucleobase-containing compound kinase activity,nucleobase-containing compound metabolic process,nucleobase-containing small molecule interconversion,nucleoplasm,nucleoside diphosphate kinase activity,nucleoside kinase activity,nucleoside phosphate kinase activity,nucleus,phosphorylationG=20, A=27 G=0.4255, A=0.5745 0.00001 326.535 47 G=8/12, A=8/19

chr6:110059510 C/A C A SNV FIG4 FIG4:intronic:NM_014845.5 1 45.45 intronic NM_014845.5c.647-18C>Ap.? 0.52 SacI homology domainrs2273752 0.39 YES 3.777E-1 (pos.110059510) Fig4, S. cerevisiae, homolog ofGolgi membrane,dephosphorylation,early endosome membrane,endoplasmic reticulum,endosome membrane,integral component of membrane,intracellular membrane-bounded organelle,late endosome membrane,lipid droplet,locomotory behavior,myelin assembly,negative regulation of myelination,neuron development,phosphatidylinositol biosynthetic process,phosphatidylinositol-3,5-bisphosphate 5-phosphatase activity,phosphatidylinositol-3-phosphatase activity,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4-phosphate phosphatase activity,phosphoric ester hydrolase activity,pigmentation,positive regulation of neuron projection development,protein binding,recycling endosome,vacuole organizationAbnormalities, Multiple;Amyotrophic Lateral Sclerosis;Bone Diseases;Bone Diseases, Developmental;Central Nervous System Diseases;Charcot-Marie-Tooth Disease;Cleidocranial Dysplasia;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Ectodermal Dysplasia;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Jaw Abnormalities;Jaw Diseases;Limb Deformities, Congenital;Malformations of Cortical Development;Maxillofacial Abnormalities;Metabolic Diseases;Micrognathism;Motor Neuron Disease;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Osteochondrodysplasias;Peripheral Nervous System Diseases;Polyneuropathies;Proteostasis Deficiencies;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Spinal Cord Diseases;StomatognBenign C=12, A=10 C=0.5455, A=0.4545 0.00001 81.7625 22 C=4/8, A=3/7

chr6:110752289 G/A G A SNV SLC22A16 SLC22A16:intronic:NM_033125.3 1 50 intronic NM_033125.3c.1521+85C>Tp.? -0.05 Major Facilitator Superfamily,Sugar (and other) transporterrs1033572 YES Solute carrier family 22 (organic cation transporter), member 16acid secretion,amine transmembrane transporter activity,amine transport,carnitine transmembrane transport,carnitine transmembrane transporter activity,carnitine transport,cell differentiation,flagellated sperm motility,integral component of membrane,multicellular organism development,organic anion transmembrane transporter activity,organic anion transport,organic cation transmembrane transporter activity,organic cation transport,plasma membrane,single fertilization,spermatogenesis,transmembrane transport,transmembrane transporter activityArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesDoxorubicin,L-Carnitine G=16, A=16 G=0.5, A=0.5 0.00001 158.362 32 G=5/11, A=7/9

chr6:111679869 G/T G T SNV REV3L REV3L:intronic:NM_002912.4 1 47.62 intronic NM_002912.4c.7072+156C>Ap.? 1.19 C4-type zinc-finger of DNA polymerase delta,DNA polymerase family B,DNA polymerase family B, exonuclease domain,Domain of unknown function (DUF4683)rs110732 YES Rev-3, yeast, homolog-like (polymerase, DNA, zeta)3'-5' exonuclease activity,4 iron, 4 sulfur cluster binding,DNA binding,DNA-dependent DNA replication,DNA-directed DNA polymerase activity,error-prone translesion synthesis,metal ion binding,nucleic acid phosphodiester bond hydrolysis,nucleolus,nucleoplasm,nucleotide binding,nucleus,protein binding,translesion synthesis,zeta DNA polymerase complexAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Facial Nerve Diseases;Infant, Newborn, Diseases;Mobius Syndrome;Mouth Diseases;Nervous System Diseases;Psoriasis;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Stomatognathic DiseasesG=11, T=10 G=0.5238, T=0.4762 0.00001 82.2591 21 G=8/3, T=5/5

chr17:33806863 A/A G A SNV SLFN12L SLFN12L:exonic:NM_001195790.1 1 100 2 synonymous NM_001195790.1c.366C>T p.(=) -3.07 0(COSM3680139),0(COSM3680140),0(COSM3680141),0.01(COSM148242),0.01(COSM3755402),0.01(COSM3755403)Putative DNA-binding domainrs12451746 0.4258 YES 2.938E-1 (pos.33806863) acute_myeloid_leukaemia,adenocarcinomaSchlafen family, member 12-likeATP binding,integral component of membrane G=0, A=38 G=0.0, A=1.0 0.00001 603.785 38 G=0/0, A=29/9

chr4:20552510 A/C A C SNV SLIT2 SLIT2:exonic:NM_004787.3 1 53.13 25 synonymous NM_004787.3c.2550A>C p.(=) -0.91 EGF-like domain,Human growth factor-like EGF,Laminin G domain,Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies)rs17542486 0.1085 YES 1.277E-3 (pos.20552510) Slit, Drosophila, homolog of, 2GTPase inhibitor activity,Roundabout binding,Roundabout signaling pathway,apoptotic process involved in luteolysis,axon extension involved in axon guidance,axon guidance,branching morphogenesis of an epithelial tube,calcium ion binding,cell migration involved in sprouting angiogenesis,cellular response to heparin,cellular response to hormone stimulus,chemorepulsion involved in embryonic olfactory bulb interneuron precursor migration,chemorepulsion involved in postnatal olfactory bulb interneuron migration,corticospinal neuron axon guidance through spinal cord,cytoplasm,extracellular exosome,extracellular region,extracellular space,heparin binding,identical protein binding,induction of negative chemotaxis,laminin-1 binding,membrane,motor neuron axon guidance,negative chemotaxis,negative regulation of GTPase activity,negative regulation of actin filament polymerization,negative regulation of cell growth,negative regulation of cell migration,negative regulation of cellular response to growth factor stimulus,negaAdenocarcinoma;Brain Diseases;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Central Nervous System Diseases;Digestive System Diseases;Digestive System Neoplasms;Epilepsies, Partial;Epilepsy;Epilepsy, Temporal Lobe;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsA=15, C=17 A=0.4688, C=0.5313 0.00001 173.559 32 A=5/10, C=4/13

chr5:168098463 G/G A G SNV SLIT3 SLIT3:exonic:NM_001271946.1 1 100 34 synonymous NM_001271946.1c.3888T>C p.(=) -4.44 EGF-like domain,Human growth factor-like EGF,Laminin G domain,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies)rs292486 0.0409 YES 1.0 (pos.168098463) Slit, Drosophila, homolog of, 3Roundabout binding,Roundabout signaling pathway,animal organ morphogenesis,apoptotic process involved in luteolysis,axon extension involved in axon guidance,axon guidance,calcium ion binding,cellular response to hormone stimulus,chemorepulsion involved in embryonic olfactory bulb interneuron precursor migration,extracellular region,extracellular space,mitochondrion,negative chemotaxis,negative regulation of cell growth,negative regulation of cell proliferation,negative regulation of chemokine-mediated signaling pathway,negative regulation of gene expression,response to cortisolA=0, G=48 A=0.0, G=1.0 0.00001 810.435 48 A=0/0, G=26/22

chr6:116751950 C/CA C CA INDEL DSE DSE:intronic:NM_001080976.2 1 53.13 intronic NM_001080976.2c.671-167C>CAp.? -0.68 Domain of unknown function (DUF4962)rs11389417,rs397823302 YES Dermatan sulfate epimeraseGolgi apparatus,Golgi membrane,chondroitin sulfate biosynthetic process,chondroitin-glucuronate 5-epimerase activity,cytosol,dermatan sulfate biosynthetic process,endoplasmic reticulum,heparan sulfate proteoglycan biosynthetic process,integral component of membrane,nucleoplasmC=15, CA=17C=0.4688, CA=0.5313 0.00001 142.797 32 C=12/3, CA=10/7

chr6:116864570 A/C A C SNV

CALHM4,TR

APPC3L TRAPPC3L:intronic:NM_001139444.2, CALHM4:intronic:NM_001256888.21
50

intronic NM_001139444.2, NM_001256888.2c.43-7T>G, c.-48-358A>Cp.?, p.? 0.95 0.33(COSM4003656),0.33(COSM4003657)Calcium homeostasis modulator,Transport protein particle (TRAPP) componentrs4142087 YES 4.904E-1 (pos.116864570)acute_myeloid_leukaemia,neoplasmBet3, S. cerevisiae, homolog-likeGolgi apparatus,Golgi vesicle transport,TRAPP complex,biological_process,cation channel activity,cation transmembrane transport,endoplasmic reticulum,integral component of plasma membrane,ion transmembrane transport,protein bindingA=14, C=14 A=0.5, C=0.5 0.00001 127.978 28 A=9/5, C=9/5

chr5:168180081 T/T C T SNV SLIT3 SLIT3:exonic:NM_001271946.1 1 100 18 missense NM_001271946.1c.1852G>A p.Gly618Ser 6.3 1 56 0 0.29(COSM4159722),0.29(COSM4159723)EGF-like domain,Human growth factor-like EGF,Laminin G domain,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeat N-terminal domain,Leucine rich repeats (6 copies)rs10036727 0.4871 YES 5.232E-1 (pos.168180081)acute_myeloid_leukaemia,neoplasmSlit, Drosophila, homolog of, 3Roundabout binding,Roundabout signaling pathway,animal organ morphogenesis,apoptotic process involved in luteolysis,axon extension involved in axon guidance,axon guidance,calcium ion binding,cellular response to hormone stimulus,chemorepulsion involved in embryonic olfactory bulb interneuron precursor migration,extracellular region,extracellular space,mitochondrion,negative chemotaxis,negative regulation of cell growth,negative regulation of cell proliferation,negative regulation of chemokine-mediated signaling pathway,negative regulation of gene expression,response to cortisolC=0, T=38 C=0.0, T=1.0 0.00001 603.786 38 C=0/0, T=22/16

chr6:118832320 C/C T C SNV CEP85L CEP85L:intronic:NM_001178035.1 1 100 intronic NM_001178035.1c.1266+141A>Gp.? -0.21 rs9489424 YES centrosome,cytoplasm T=0, C=67 T=0.0, C=1.0 0.00001 1034.43 67 T=0/0, C=18/49

chrX:144904882 C/C T C SNV SLITRK2 SLITRK2:exonic:NM_001144009.2 1 100 2 synonymous NM_001144009.2c.939T>C p.(=) -0.59 Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeats (6 copies)rs2748588,rs868910583 0.1356 YES 9.994E-1 (pos.144904882) SLIT- and NTRK-like family, member 2axonogenesis,integral component of membrane,plasma membrane,positive regulation of synapse assemblyT=0, C=82 T=0.0, C=1.0 0.00001 1329.65 82 T=0/0, C=66/16

chr13:86369120 T/T C T SNV SLITRK6 SLITRK6:exonic:NM_032229.2 1 100 2 synonymous NM_032229.2c.1524G>A p.(=) 0.04 0.27(COSM1367972)Leucine Rich Repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs3825413 0.279 YES 6.961E-1 (pos.86369120) haemangioblastoma,neoplasmSLIT- and NTRK-like family, member 6adult locomotory behavior,auditory behavior,auditory receptor cell morphogenesis,axonogenesis,cell surface,cochlea development,innervation,integral component of plasma membrane,lens development in camera-type eye,linear vestibuloocular reflex,multicellular organism growth,plasma membrane,positive regulation of synapse assembly,sensory perception of sound,startle response,synapse assembly,vestibulocochlear nerve development,visual perceptionEar Diseases;Eye Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Conductive;Intellectual Disability;Mental Disorders;Myopia;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Otorhinolaryngologic Diseases;Refractive Errors;Sensation DisordersC=0, T=47 C=0.0, T=1.0 0.00001 789.328 47 C=0/0, T=25/22

chr10:105762591 G/A G A SNV SLK SLK:exonic:NM_014720.3 1 46.43 9 missense NM_014720.3c.1655G>A p.Cys552Tyr -0.1 0.32 194 0.001 0.01(COSM3751513)Polo kinase kinase,Protein kinase domain,Protein tyrosine kinasers805657 0.167 YES 7.913E-2 (pos.105762591)adenocarcinoma,carcinoma,squamous_cell_carcinomaSTE20-like protein kinaseATP binding,activation of protein kinase activity,apoptotic process,cadherin binding,cell leading edge,cytoplasm,cytoplasmic microtubule organization,extracellular exosome,identical protein binding,perinuclear region of cytoplasm,protein autophosphorylation,protein binding,protein homodimerization activity,protein serine/threonine kinase activity,regulation of apoptotic process,regulation of cell migration,regulation of focal adhesion assembly,regulation of mitotic cell cycle,signal transduction by protein phosphorylation,stress-activated protein kinase signaling cascadeMental Disorders;Substance-Related Disorders4-({4-(5-CYCLOPROPYL-1H-PYRAZOL-3-YL)AMINOQUINAZOLIN-2-YL}IMINO)CYCLOHEXA-2,5-DIEN-1-YLACETONITRILE,5-AMINO-3-{4-(AMINOSULFONYL)PHENYLAMINO}-N-(2,6-DIFLUOROPHENYL)-1H-1,2,4-TRIAZOLE-1-CARBOTHIOAMIDEG=15, A=13 G=0.5357, A=0.4643 0.00001 117.929 28 G=3/12, A=7/6

chr6:121436422 T/T G T SNV TBC1D32 TBC1D32:intronic:NM_152730.5 1 100 intronic NM_152730.5c.2984-35C>Ap.? -0.19 Broad-minded proteinrs386705309,rs7772508 0 1.0 (pos.121436422) TBC1 domain family, member 32cilium,cytoplasm,determination of left/right symmetry,embryonic digit morphogenesis,heart development,lens development in camera-type eye,non-motile cilium assembly,protein localization to cilium,retinal pigment epithelium development,smoothened signaling pathway involved in dorsal/ventral neural tube patterningCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and AbnormalitiesG=0, T=39 G=0.0, T=1.0 0.00001 623.971 39 G=0/0, T=20/19

chr5:159835658 G/G A G SNV SLU7 SLU7:exonic:NM_006425.4 1 100 7 missense NM_006425.4c.686T>C p.Met229Thr 0.56 0.76 81 0 0.04(COSM4407201)Pre-mRNA splicing Prp18-interacting factor,Zinc knucklers2961944 0.2627 YES 5.359E-1 (pos.159835658)adenocarcinoma,hepatocellular_carcinomaRNA export from nucleus,RNA splicing, via transesterification reactions,alternative mRNA splicing, via spliceosome,catalytic step 2 spliceosome,cellular response to heat,cytoplasm,cytosol,intracellular membrane-bounded organelle,intracellular protein transport,mRNA 3'-end processing,mRNA 3'-splice site recognition,mRNA export from nucleus,mRNA splicing, via spliceosome,membrane,nuclear speck,nucleoplasm,nucleus,pre-mRNA 3'-splice site binding,protein binding,second spliceosomal transesterification activity,small nuclear ribonucleoprotein complex,spliceosomal complex,termination of RNA polymerase II transcription,zinc ion bindingA=0, G=78 A=0.0, G=1.0 0.00001 1249.35 78 A=0/0, G=33/45



chr6:123369910 C/C T C SNV CLVS2 CLVS2:intronic:NM_001010852.3 1 100 intronic NM_001010852.3c.675+33T>Cp.? -1.17 CRAL/TRIO domain,CRAL/TRIO, N-terminal domain,Divergent CRAL/TRIO domainrs6900862 0.1269 YES 9.999E-1 (pos.123369910) Clavesin 2 clathrin-coated endocytic vesicle membrane,clathrin-coated vesicle,early endosome membrane,endosome,lysosome organization,phosphatidylinositol-3,5-bisphosphate binding,trans-Golgi network,trans-Golgi network membrane,transport,transporter activityT=0, C=227 T=0.0, C=1.0 0.00001 3765.51 227 T=0/0, C=99/128

chr6:123600100 C/C CA C INDEL TRDN TRDN:intronic:NM_006073.3 1 100 intronic NM_006073.3c.1537+101TG>Gp.? 0.17, 0.48 Aspartyl beta-hydroxylase N-terminal regionrs143535631 Triadin cellular calcium ion homeostasis,cytoplasmic microtubule organization,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane organization,heart contraction,integral component of membrane,ion channel binding,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,muscle contraction,negative regulation of ryanodine-sensitive calcium-release channel activity,plasma membrane,positive regulation of cell communication by electrical coupling involved in cardiac conduction,positive regulation of ryanodine-sensitive calcium-release channel activity,protein binding,protein binding, bridging,receptor binding,regulation of cardiac conduction,regulation of cardiac muscle cell membrane potential,regulation of cell communication by electrical coupling,regulation of release of sequestered calcium ion into cytosol,regulation of release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,sarcCA=0, C=33 CA=0.0, C=1.0 0.00001 488.27 33 CA=0/0, C=24/9

chr6:123658680 G/G A G SNV TRDN TRDN:intronic:NM_006073.3 1 100 intronic NM_006073.3c.1420+84T>Cp.? 1 Aspartyl beta-hydroxylase N-terminal regionrs12216080 YES Triadin cellular calcium ion homeostasis,cytoplasmic microtubule organization,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane organization,heart contraction,integral component of membrane,ion channel binding,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,muscle contraction,negative regulation of ryanodine-sensitive calcium-release channel activity,plasma membrane,positive regulation of cell communication by electrical coupling involved in cardiac conduction,positive regulation of ryanodine-sensitive calcium-release channel activity,protein binding,protein binding, bridging,receptor binding,regulation of cardiac conduction,regulation of cardiac muscle cell membrane potential,regulation of cell communication by electrical coupling,regulation of release of sequestered calcium ion into cytosol,regulation of release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,sarcA=0, G=24 A=0.0, G=1.0 0.00001 321.984 24 A=0/0, G=13/11

chr15:67457335 G/G A G SNV SMAD3 SMAD3:exonic:NM_005902.3 1 100 2 synonymous NM_005902.3c.309A>G p.(=) 1.54 MH1 domain,MH2 domainrs1065080 0.1163 YES 7.586E-1 (pos.67457335) Mothers against decapentaplegic, Drosophila, homolog of, 3DEAD/H-box RNA helicase binding,DNA binding,DNA binding transcription factor activity,R-SMAD binding,RNA polymerase II activating transcription factor binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,SMAD protein complex,SMAD protein complex assembly,SMAD protein signal transduction,SMAD2-SMAD3 protein complex,T cell activation,activation of cysteine-type endopeptidase activity involved in apoptotic process,activation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,activin receptor signaling pathway,bHLH transcription factor binding,beta-catenin binding,canonical Wnt signaling pathway,cell cycle arrest,cell-cell junction organization,cellular response to transforming growth factor beta stimulus,chromatin DNA binding,co-SMAD binding,collagen binding,core promoter proximal region sequence-specific DNA binding,cytoplasm,cytosol,developmental growth,embryonic cranial skeleton morphogenesis,embryonic foregut morphogenesis,embryonic pattern specifACMG Recommendations...;Abnormalities, Multiple;Aneurysm;Aneurysm, Dissecting;Aortic Aneurysm;Aortic Diseases;Arthritis;Arthritis, Juvenile;Asthma;Autoimmune Diseases;Bronchial Diseases;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Coronary Disease;Craniofacial Abnormalities;Crohn Disease;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Leiomyoma;Liver Cirrhosis;Liver Cirrhosis, Alcoholic;Liver Diseases;Liver Diseases, Alcoholic;Loeys-Dietz Syndrome;Lung Diseases;Lung Diseases, Obstructive;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic TypBenign A=0, G=42 A=0.0, G=1.0 0.00001 685.214 42 A=0/0, G=27/15

chr6:125402711 C/T C T SNV RNF217 RNF217:intronic:NM_152553.4 1 50 intronic NM_152553.4c.679+58C>Tp.? -0.72 IBR domain, a half RING-finger domainrs492800 0.4881 YES cytoplasm,cytosol,integral component of membrane,metal ion binding,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,protein polyubiquitination,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,ubiquitin conjugating enzyme binding,ubiquitin ligase complex,ubiquitin protein ligase activity,ubiquitin-protein transferase activityC=19, T=19 C=0.5, T=0.5 0.00001 199.992 38 C=5/14, T=8/11

chr5:135513085 TC/TC T TC INDEL SMAD5 SMAD5:exonic:NM_001001420.2 1 100 7 unknown NM_001001420.2 0.43 MH1 domain,MH2 domainrs112079663,rs557658232.00E-04 YES 1.0 (pos.135513085) Mothers against decapentaplegic, Drosophila, homolog of, 5BMP signaling pathway,DEAD/H-box RNA helicase binding,DNA binding transcription factor activity,Mullerian duct regression,RNA polymerase II core promoter sequence-specific DNA binding,SMAD protein complex,SMAD protein signal transduction,bone development,cardiac muscle contraction,cartilage development,cellular response to organic cyclic compound,cytoplasm,cytosol,embryonic pattern specification,erythrocyte differentiation,germ cell development,integral component of membrane,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,osteoblast fate commitment,positive regulation of osteoblast differentiation,positive regulation of transcription from RNA polymerase II promoter involved in cellular response to chemical stimulus,positive regulation of transcription, DNA-templated,protein binding,protein complex,protein phosphorylation,regulation of transcription, DNA-templated,signal transducer activity, downstream of receptor,signal transduction,tranT=0, TC=134T=0.0, TC=1.0 0.00001 2167.64 134 T=0/0, TC=72/62

chr6:126072853 G/G C G SNV HEY2 HEY2:intronic:NM_012259.2 1 100 intronic NM_012259.2c.84-94C>Gp.? -0.11 Hairy Orange,Helix-loop-helix DNA-binding domainrs2875881 YES Hairy/enhancer of split-related with YRPW motif 2DNA binding,DNA binding transcription factor activity,Notch signaling involved in heart development,Notch signaling pathway,RNA polymerase II activating transcription factor binding,Sin3 complex,anterior/posterior axis specification,arterial endothelial cell differentiation,ascending aorta morphogenesis,atrial septum morphogenesis,cardiac epithelial to mesenchymal transition,cardiac left ventricle morphogenesis,cardiac muscle hypertrophy in response to stress,cardiac right ventricle morphogenesis,cardiac septum morphogenesis,cardiac vascular smooth muscle cell development,cardiac ventricle morphogenesis,cell fate commitment,cochlea development,coronary vasculature morphogenesis,cytoplasm,dorsal aorta morphogenesis,endocardial cushion to mesenchymal transition involved in heart valve formation,heart trabecula formation,histone deacetylase binding,labyrinthine layer blood vessel development,mesenchymal cell development,microsatellite binding,muscular septum morphogenesis,negative regulation of Notch signaling pAdenocarcinoma;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Arrhythmias, Cardiac;Astrocytoma;Breast Diseases;Breast Neoplasms;Brugada Syndrome;Carcinoma;Carcinoma, Ductal;Carcinoma, Pancreatic Ductal;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Glioma;Heart Diseases;Heart Valve Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Ductal, Lobular, and Medullary;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Pancreatic Diseases;Pancreatic Neoplasms;Skin Diseases;Skin and Connective Tissue DiseasesC=0, G=110 C=0.0, G=1.0 0.00001 1737.1 110 C=0/0, G=45/65

chr19:11170839 T/C T C SNV SMARCA4 SMARCA4:exonic:NM_001128849.1 1 51.85 35 synonymous NM_001128849.1c.4983T>C p.(=) -2.76 0.02(COSM1390290),0.02(COSM1390291)BRK domain,Bromodomain,HSA,Helicase conserved C-terminal domain,QLQ,SNF2 family N-terminal domain,Snf2-ATP coupling, chromatin remodelling complex,Type III restriction enzyme, res subunitrs7275 0.255 YES 8.727E-2 (pos.11170839) adenocarcinoma,haemangioblastoma,squamous_cell_carcinomaSWI/SNF-related, matrix-associated, actin-dependent regulator of chromatin, subfamily A, member 4Abnormalities, Multiple;Adnexal Diseases;Arterial Occlusive Diseases;Arteriosclerosis;Bronchial Neoplasms;Burkitt Lymphoma;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Small Cell;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Craniofacial Abnormalities;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Hand Deformities;Hand Deformities, Congenital;Heart Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Intellectual Disability;Jaw Abnormalities;Jaw Diseases;Limb Deformities, Congenital;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Non-Hodgkin;Lymphoma, T-Cell;Lymphoma, T-Cell, Cutaneous;Lymphoproliferative Disorders;Maxillofacial Abnormalities;Mental Disorders;Micrognathism;MuscBenign T=13, C=14 T=0.4815, C=0.5185 0.00001 132.666 27 T=3/10, C=6/8

chr6:126288023 T/C T C SNV HINT3 HINT3:intronic:NM_138571.4 1 57.14 intronic NM_138571.4c.202-10T>Cp.? -0.07 HIT domain,Scavenger mRNA decapping enzyme C-term bindingrs3757212 0.3556 YES 9.489E-1 (pos.126288023) Histidine triad nucleotide-binding protein 3cytoplasm,extracellular exosome,hydrolase activity,nucleotide binding,nucleusT=9, C=12 T=0.4286, C=0.5714 0.00001 109.612 21 T=5/4, C=5/7

chr4:144467104 C/C T C SNV SMARCA5 SMARCA5:exonic:NM_003601.3 1 100 19 synonymous NM_003601.3c.2424T>C p.(=) 0.57 DEAD/DEAH box helicase,DNA-binding domain,HAND,Helicase conserved C-terminal domain,SLIDE,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs13139128 0 1.0 (pos.144467104) SWI/SNF-related, matrix-associated, actin-dependent regulator of chromatin, subfamily A, member 5ATP binding,ATP-dependent chromatin remodeling,ATPase activity,CENP-A containing nucleosome assembly,DNA binding,DNA-templated transcription, initiation,NURF complex,RSF complex,chromatin remodeling,condensed chromosome,covalent chromatin modification,fibrillar center,helicase activity,histone binding,nuclear replication fork,nucleoplasm,nucleosome assembly,nucleosome binding,nucleosome positioning,nucleus,positive regulation of gene expression, epigenetic,protein binding,regulation of transcription from RNA polymerase II promoter4-Deoxy-Alpha-D-Glucose,Beta-D-GlucoseT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=5/15

chr22:45767455 G/G A G SNV SMC1B SMC1B:exonic:NM_148674.4 1 100 14 synonymous NM_148674.4c.2209T>C p.(=) 3.05 0.03(COSM3759268),0.03(COSM3759269)AAA ATPase domain,AAA domain, putative AbiEii toxin, Type IV TA system,RecF/RecN/SMC N terminal domain,SMC proteins Flexible Hinge Domainrs136569 0.4803 YES 7.076E-1 (pos.45767455) adenocarcinoma ATP binding,DNA binding,chromosome, centromeric region,cytosol,lateral element,meiotic cell cycle,meiotic cohesin complex,nuclear meiotic cohesin complex,nucleoplasm,sister chromatid cohesionFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=42 A=0.0, G=1.0 0.00001 685.088 42 A=0/0, G=29/13

chr6:128330249 C/C T C SNV PTPRK PTPRK:intronic:NM_001135648.2 1 100 intronic NM_001135648.2c.2333+26A>Gp.? 0.14 Fibronectin type III domain,Immunoglobulin I-set domain,MAM domain, meprin/A5/mu,Protein-tyrosine phosphatasers761556884,rs9321104 0.097 YES 0.0 (pos.128330245),9.935E-1 (pos.128330249)Protein-tyrosine phosphatase, receptor type, kappaadherens junction,axon,beta-catenin binding,cell adhesion,cell junction,cell migration,cell surface,cell-cell junction,cellular response to UV,cellular response to reactive oxygen species,dendrite,focal adhesion assembly,gamma-catenin binding,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,leading edge membrane,membrane,negative regulation of cell cycle,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of keratinocyte proliferation,negative regulation of transcription, DNA-templated,neuron projection development,neuronal cell body,peptidyl-tyrosine dephosphorylation,photoreceptor outer segment,plasma membrane,protein binding,protein dephosphorylation,protein kinase binding,protein localization to cell surface,protein tyrosine phosphatase activity,signal transduction,transforming growth factor beta receptor signaling pathway,transmembrane receptor protein tyrosine phosphatase activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=0, C=47 T=0.0, C=1.0 0.00001 789.325 47 T=0/0, C=23/24

chr6:128385998 G/G A G SNV

LOC101928

140,PTPRK LOC101928140:intronic_nc:NR_125849.1, PTPRK:intronic:NM_001135648.21
100

intronic NM_001135648.2, NR_125849.1c.2158-59T>Cp.? 0.96 Fibronectin type III domain,Immunoglobulin I-set domain,MAM domain, meprin/A5/mu,Protein-tyrosine phosphatasers4897241 0.1464 YES Protein-tyrosine phosphatase, receptor type, kappaadherens junction,axon,beta-catenin binding,cell adhesion,cell junction,cell migration,cell surface,cell-cell junction,cellular response to UV,cellular response to reactive oxygen species,dendrite,focal adhesion assembly,gamma-catenin binding,integral component of membrane,integral component of plasma membrane,intracellular membrane-bounded organelle,leading edge membrane,membrane,negative regulation of cell cycle,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of keratinocyte proliferation,negative regulation of transcription, DNA-templated,neuron projection development,neuronal cell body,peptidyl-tyrosine dephosphorylation,photoreceptor outer segment,plasma membrane,protein binding,protein dephosphorylation,protein kinase binding,protein localization to cell surface,protein tyrosine phosphatase activity,signal transduction,transforming growth factor beta receptor signaling pathway,transmembrane receptor protein tyrosine phosphatase activityGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, G=65 A=0.0, G=1.0 0.00001 996.463 65 A=0/0, G=9/56

chr22:45789642 C/C A C SNV SMC1B SMC1B:exonic:NM_148674.4 1 100 9 missense NM_148674.4c.1417T>G p.Phe473Val 1.82 1 50 0 0.06(COSM4591935),0.06(COSM4591936)AAA ATPase domain,AAA domain, putative AbiEii toxin, Type IV TA system,RecF/RecN/SMC N terminal domain,SMC proteins Flexible Hinge Domainrs136603,rs767793963 YES 1.0;0.0 (pos.45789642) squamous_cell_carcinoma ATP binding,DNA binding,chromosome, centromeric region,cytosol,lateral element,meiotic cell cycle,meiotic cohesin complex,nuclear meiotic cohesin complex,nucleoplasm,sister chromatid cohesionFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, C=25 A=0.0, C=1.0 0.00001 353.018 25 A=0/0, C=19/6

chr10:112361870 G/G A G SNV SMC3 SMC3:exonic:NM_005445.3 1 100 25 synonymous NM_005445.3c.3039A>G p.(=) 0.08 AAA ATPase domain,AAA domain,AAA domain, putative AbiEii toxin, Type IV TA system,RecF/RecN/SMC N terminal domain,SMC proteins Flexible Hinge Domainrs2419565 7.00E-04 1.0;0.0 (pos.112361870) Structural maintenance of chromosomes 3ATP binding,DNA repair,basement membrane,beta-tubulin binding,cell division,chromatin,chromatin binding,chromosome,chromosome, centromeric region,cohesin complex,cytosol,dynein complex binding,interaction with symbiont,intracellular,lateral element,mediator complex binding,meiotic cell cycle,meiotic cohesin complex,microtubule motor activity,mitotic cell cycle,mitotic spindle pole,negative regulation of DNA endoreduplication,nuclear matrix,nuclear meiotic cohesin complex,nucleoplasm,nucleus,positive regulation by host of viral release from host cell,protein binding,protein heterodimerization activity,regulation of DNA replication,regulation of mitotic spindle assembly,sister chromatid cohesion,stem cell population maintenanceAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Contracture;Craniofacial Abnormalities;De Lange Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Joint Diseases;Leukemia;Leukemia, Myeloid;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Microcephaly;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsBenign A=0, G=36 A=0.0, G=1.0 0.00001 563.3 36 A=0/0, G=17/19

chr6:129802302 C/C G C SNV LAMA2 LAMA2:intronic:NM_000426.3 1 100 intronic NM_000426.3c.7573-106G>Cp.? -0.93 Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs2275214 YES Laminin, alpha-2 (merosin)Schwann cell differentiation,axon guidance,basal lamina,basement membrane,cell adhesion,dendritic spine,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,muscle organ development,positive regulation of synaptic transmission, cholinergic,receptor binding,regulation of cell adhesion,regulation of cell migration,regulation of embryonic development,sarcolemma,structural molecule activityCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Hyperopia;Male Urogenital Diseases;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myopia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Refractive Errors;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=0, C=77 G=0.0, C=1.0 0.00001 1229.44 77 G=0/0, C=57/20

chr6:129835370 A/A T A SNV LAMA2 LAMA2:intronic:NM_000426.3 1 100 intronic NM_000426.3c.8989-148T>Ap.? 1.2 Laminin B (Domain IV),Laminin Domain I,Laminin Domain II,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs13196682,rs902102778 YES Laminin, alpha-2 (merosin)Schwann cell differentiation,axon guidance,basal lamina,basement membrane,cell adhesion,dendritic spine,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,muscle organ development,positive regulation of synaptic transmission, cholinergic,receptor binding,regulation of cell adhesion,regulation of cell migration,regulation of embryonic development,sarcolemma,structural molecule activityCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Hyperopia;Male Urogenital Diseases;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myopia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Refractive Errors;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, A=24 T=0.0, A=1.0 0.00001 334.108 24 T=0/0, A=19/5

chr9:72897434 A/A G A SNV SMC5 SMC5:exonic:NM_015110.3 1 100 7 missense NM_015110.3c.916G>A p.Val306Ile -0.06 0.63 29 0 0.01(COSM5000802)AAA ATPase domain,AAA domain,RecF/RecN/SMC N terminal domainrs1180116 0.0962 YES 8.613E-1 (pos.72897434) ductal_carcinomaStructural maintenance of chromosomes 5-like 1ATP binding,PML body,Smc5-Smc6 complex,cell division,cell junction,cellular response to DNA damage stimulus,cellular senescence,chromosome, telomeric region,double-strand break repair via homologous recombination,double-strand break repair via nonhomologous end joining,interchromatin granule,nuclear speck,nucleoplasm,nucleus,positive regulation of chromosome segregation,positive regulation of maintenance of mitotic sister chromatid cohesion,protein binding,sex chromosome,sister chromatid cohesion,site of double-strand break,telomere maintenance via recombinationG=0, A=60 G=0.0, A=1.0 0.00001 903.278 60 G=0/0, A=36/24

chr18:2707619 G/A G A SNV SMCHD1 SMCHD1:exonic:NM_015295.2 1 50 16 missense NM_015295.2c.2122G>A p.Val708Ile 0.28 1 29 0 0.03(COSM3932816),0.03(COSM3932817),0.03(COSM3932818)Histidine kinase-, DNA gyrase B-, and HSP90-like ATPase,SMC proteins Flexible Hinge Domainrs2276092 0.2969 YES 6.097E-1 (pos.2707619) NS,acute_myeloid_leukaemia,carcinomaStructural maintenance of chromosomes flexible hinge domain-containing protein 1ATP binding,ATPase activity,Barr body,chromosome,chromosome organization,inactivation of X chromosome by DNA methylation,nose development,nuclear chromosome, telomeric regionAutoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Facioscapulohumeral;Musculoskeletal Diseases;Nephritis;Nervous System Diseases;Neuromuscular Diseases;Urologic DiseasesBenign G=27, A=27 G=0.5, A=0.5 0.00001 262.866 54 G=16/11, A=14/13

chr12:27627805 A/A G A SNV SMCO2 SMCO2:exonic:NM_001145010.1 1 100 4 synonymous NM_001145010.1c.321G>A p.(=) -0.72 TMCO5 family rs411816 0.198 YES 7.219E-1 (pos.27627805) integral component of membrane G=0, A=93 G=0.0, A=1.0 0.00001 1555.33 93 G=0/0, A=33/60

chr6:130530815 T/T C T SNV SAMD3 SAMD3:intronic:NM_001277185.1 1 100 intronic NM_001277185.1c.342-62G>Ap.? -3.13 SAM domain (Sterile alpha motif)rs1932100 YES protein binding C=0, T=33 C=0.0, T=1.0 0.00001 504.597 33 C=0/0, T=17/16

chr6:131940890 A/C A C SNV MED23 MED23:intronic:NM_004830.3 1 59.09 intronic NM_004830.3c.667+77T>Gp.? -0.35 Mediator complex subunit 23rs2297638 YES Mediator complex subunit 23nucleoplasm,protein binding,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription coactivator activity,transcription factor complex,transcription initiation from RNA polymerase II promoterA=9, C=13 A=0.4091, C=0.5909 0.00001 122.516 22 A=5/4, C=7/6

chr6:131995209 T/C T C SNV ENPP3 ENPP3:intronic:NM_005021.4 1 58.33 intronic NM_005021.4c.643-93T>Cp.? -0.59 DNA/RNA non-specific endonuclease,Somatomedin B domain,Type I phosphodiesterase / nucleotide pyrophosphatasers6930385 YES Ectonucleotide pyrophosphatase/phosphodiesterase 3NADH pyrophosphatase activity,catalytic activity,extracellular exosome,immune response,inorganic diphosphate transport,integral component of membrane,integral component of plasma membrane,metabolic process,metal ion binding,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleoside triphosphate catabolic process,nucleoside-triphosphate diphosphatase activity,nucleotide diphosphatase activity,perinuclear region of cytoplasm,phosphate-containing compound metabolic process,phosphodiesterase I activity,polysaccharide binding,receptor-mediated endocytosis,scavenger receptor activityT=10, C=14 T=0.4167, C=0.5833 0.00001 135.276 24 T=6/4, C=12/2

chr16:18823379 C/C T C SNV SMG1 SMG1:exonic:NM_015092.4 1 100 61 synonymous NM_015092.4c.10692A>Gp.(=) 0.91 FATC domain,Phosphatidylinositol 3- and 4-kinase,Region of unknown function (DUF5303),Serine/threonine-protein kinase smg-1rs2606556 1.00E-04 YES 9.992E-1 (pos.18823379) SMG1, C. elegans, homolog ofATP binding,DNA repair,RNA binding,cytoplasm,cytosol,mRNA export from nucleus,metal ion binding,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleoplasm,nucleus,peptidyl-serine phosphorylation,phosphatidylinositol phosphorylation,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of telomere maintenance,response to stress,telomeric DNA bindingT=0, C=67 T=0.0, C=1.0 0.00001 1034.43 67 T=0/0, C=20/47

chr6:131997798 A/C A C SNV ENPP3 ENPP3:intronic:NM_005021.4 1 58.33 intronic NM_005021.4c.873-78A>Cp.? -1.41 DNA/RNA non-specific endonuclease,Somatomedin B domain,Type I phosphodiesterase / nucleotide pyrophosphatasers2286453 YES Ectonucleotide pyrophosphatase/phosphodiesterase 3NADH pyrophosphatase activity,catalytic activity,extracellular exosome,immune response,inorganic diphosphate transport,integral component of membrane,integral component of plasma membrane,metabolic process,metal ion binding,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleoside triphosphate catabolic process,nucleoside-triphosphate diphosphatase activity,nucleotide diphosphatase activity,perinuclear region of cytoplasm,phosphate-containing compound metabolic process,phosphodiesterase I activity,polysaccharide binding,receptor-mediated endocytosis,scavenger receptor activityA=10, C=14 A=0.4167, C=0.5833 0.00001 135.331 24 A=6/4, C=6/8

chr6:13228008 G/C G C SNV PHACTR1 PHACTR1:intronic:NM_001242648.2 1 56 intronic NM_001242648.2c.987-40G>Cp.? 0.67 RPEL repeat rs9395550 0.0893 YES 9.069E-2 (pos.13228008) Phosphatase and actin regulator 1actin binding,actin cytoskeleton reorganization,actomyosin structure organization,cell junction,cell motility,cytosol,negative regulation of catalytic activity,nucleus,protein phosphatase 1 binding,protein phosphatase inhibitor activity,stress fiber assembly,synapseArterial Occlusive Diseases;Arteriosclerosis;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Cerebrovascular Trauma;Coronary Artery Disease;Coronary Disease;Depressive Disorder;Depressive Disorder, Major;Headache Disorders;Headache Disorders, Primary;Heart Diseases;Mental Disorders;Migraine Disorders;Migraine without Aura;Mood Disorders;Myocardial Infarction;Myocardial Ischemia;Nervous System Diseases;Trauma, Nervous System;Vascular DiseasesG=11, C=14 G=0.44, C=0.56 0.00001 134.349 25 G=8/3, C=6/8

chr6:13278648 G/G A G SNV

LOC100130

357,PHACTR

1,TBC1D7-

LOC100130

357 LOC100130357:downstream:NM_001242698.1, TBC1D7-LOC100130357:intronic:NM_001318809.1, PHACTR1:intronic:NM_001242648.21

100

intronic NM_001242648.2, NM_001318809.1, NM_001242698.1c.1509+87A>G, c.*922-10581T>C, c.*2544T>Cp.?, p.?, p.? -1 RPEL repeat rs3817735 YES Phosphatase and actin regulator 1GTPase activator activity,Rab GTPase binding,actin binding,actin cytoskeleton reorganization,activation of GTPase activity,actomyosin structure organization,cell junction,cell motility,ciliary basal body,cytoplasmic vesicle,cytosol,negative regulation of TOR signaling,negative regulation of catalytic activity,negative regulation of cilium assembly,nucleus,positive regulation of GTPase activity,positive regulation of protein ubiquitination,protein binding,protein phosphatase 1 binding,protein phosphatase inhibitor activity,response to growth factor,stress fiber assembly,synapseArterial Occlusive Diseases;Arteriosclerosis;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Cerebrovascular Trauma;Coronary Artery Disease;Coronary Disease;Depressive Disorder;Depressive Disorder, Major;Headache Disorders;Headache Disorders, Primary;Heart Diseases;Mental Disorders;Migraine Disorders;Migraine without Aura;Mood Disorders;Myocardial Infarction;Myocardial Ischemia;Nervous System Diseases;Trauma, Nervous System;Vascular DiseasesA=0, G=59 A=0.0, G=1.0 0.00001 885.346 59 A=0/0, G=26/33

chr6:13281412 G/G A G SNV

LOC100130

357,PHACTR

1,TBC1D7-

LOC100130

357 LOC100130357:intronic:NM_001242698.1, TBC1D7-LOC100130357:intronic:NM_001318809.1, PHACTR1:intronic:NM_001242648.21

100

intronic NM_001242648.2, NM_001318809.1, NM_001242698.1c.1510-2242A>G, c.*922-13345T>C, c.266-24T>Cp.?, p.?, p.? -0.15 RPEL repeat rs3846903 YES 2.742E-1 (pos.13281412) Phosphatase and actin regulator 1GTPase activator activity,Rab GTPase binding,actin binding,actin cytoskeleton reorganization,activation of GTPase activity,actomyosin structure organization,cell junction,cell motility,ciliary basal body,cytoplasmic vesicle,cytosol,negative regulation of TOR signaling,negative regulation of catalytic activity,negative regulation of cilium assembly,nucleus,positive regulation of GTPase activity,positive regulation of protein ubiquitination,protein binding,protein phosphatase 1 binding,protein phosphatase inhibitor activity,response to growth factor,stress fiber assembly,synapseArterial Occlusive Diseases;Arteriosclerosis;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Cerebrovascular Trauma;Coronary Artery Disease;Coronary Disease;Depressive Disorder;Depressive Disorder, Major;Headache Disorders;Headache Disorders, Primary;Heart Diseases;Mental Disorders;Migraine Disorders;Migraine without Aura;Mood Disorders;Myocardial Infarction;Myocardial Ischemia;Nervous System Diseases;Trauma, Nervous System;Vascular DiseasesA=0, G=51 A=0.0, G=1.0 0.00001 754.584 51 A=0/0, G=14/37

chr16:18861335 G/G A G SNV SMG1 SMG1:exonic:NM_015092.4 1 100 35 synonymous NM_015092.4c.5397T>C p.(=) 0.07 0.77(COSM3754733)FATC domain,Phosphatidylinositol 3- and 4-kinase,Region of unknown function (DUF5303),Serine/threonine-protein kinase smg-1rs2650613 0.4361 YES 2.198E-1 (pos.18861335) acute_myeloid_leukaemia,adenocarcinomaSMG1, C. elegans, homolog ofATP binding,DNA repair,RNA binding,cytoplasm,cytosol,mRNA export from nucleus,metal ion binding,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleoplasm,nucleus,peptidyl-serine phosphorylation,phosphatidylinositol phosphorylation,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of telomere maintenance,response to stress,telomeric DNA bindingA=0, G=30 A=0.0, G=1.0 0.00001 446.638 30 A=0/0, G=8/22

chr6:132860522 C/G C G SNV TAAR9 TAAR9:downstream:NM_175057.3 1 50 intronic NM_175057.3c.*47C>G p.? -1.03 rs2842898 0.271 YES 8.986E-1 (pos.132860522) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,integral component of membrane,plasma membrane,trace-amine receptor activityC=11, G=11 C=0.5, G=0.5 0.00001 94.6067 22 C=7/4, G=9/2

chr6:13295502 C/C T C SNV

LOC100130

357,TBC1D7-

LOC100130

357 LOC100130357:intronic:NM_001242698.1, TBC1D7-LOC100130357:intronic:NM_001318809.11

100

intronic NM_001318809.1, NM_001242698.1c.*921+9792A>G, c.37+5A>Gp.?, p.? -0.84 rs4602719 YES 6.566E-1 (pos.13295502) GTPase activator activity,Rab GTPase binding,activation of GTPase activity,ciliary basal body,cytoplasmic vesicle,cytosol,negative regulation of TOR signaling,negative regulation of cilium assembly,positive regulation of GTPase activity,positive regulation of protein ubiquitination,protein binding,response to growth factorT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=22/12

chr17:2203023 T/TG T TG INDEL SMG6 SMG6:exonic:NM_017575.4 1 100 2 frameshiftInsertion NM_017575.4c.1023_1024insCp.Ser342fs 1.51 Est1 DNA/RNA binding domain,PIN domain,Telomerase activating protein Est1 SMG6, C. elegans, homolog ofDNA polymerase binding,RNA binding,RNA phosphodiester bond hydrolysis, endonucleolytic,chromosome, telomeric region,cytoplasm,cytosol,endoribonuclease activity,exon-exon junction complex,mRNA export from nucleus,metal ion binding,negative regulation of telomere capping,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleolus,nucleus,protein binding,regulation of RNA stability,regulation of dephosphorylation,regulation of telomerase activity,regulation of telomere maintenance,regulation of telomere maintenance via telomerase,telomerase RNA binding,telomerase catalytic core complex,telomerase holoenzyme complex,telomeric DNA bindingArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Heart Diseases;Mental Disorders;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Vascular DiseasesGrn163l T=0, TG=31 T=0.0, TG=1.0 0.00001 459.227 31 T=0/0, TG=13/18

chr17:2203025 T/G T G SNV SMG6 SMG6:exonic:NM_017575.4 1 95.65 2 missense NM_017575.4c.1022A>C p.Asn341Thr 3.3 0 65 0.001 0.97(COSM4129724)Est1 DNA/RNA binding domain,PIN domain,Telomerase activating protein Est1rs1885987 0.3866 YES 1.648E-1 (pos.2203025) basal_cell_carcinoma,carcinoma,diffuse_large_B_cell_lymphoma,neoplasmSMG6, C. elegans, homolog ofDNA polymerase binding,RNA binding,RNA phosphodiester bond hydrolysis, endonucleolytic,chromosome, telomeric region,cytoplasm,cytosol,endoribonuclease activity,exon-exon junction complex,mRNA export from nucleus,metal ion binding,negative regulation of telomere capping,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleolus,nucleus,protein binding,regulation of RNA stability,regulation of dephosphorylation,regulation of telomerase activity,regulation of telomere maintenance,regulation of telomere maintenance via telomerase,telomerase RNA binding,telomerase catalytic core complex,telomerase holoenzyme complex,telomeric DNA bindingArterial Occlusive Diseases;Arteriosclerosis;Cardiovascular Diseases;Coronary Artery Disease;Coronary Disease;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Heart Diseases;Mental Disorders;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Vascular DiseasesGrn163l T=2, G=44 T=0.0435, G=0.9565 0.00001 648.418 46 T=0/2, G=28/16

chr7:128846328 C/C G C SNV SMO SMO:exonic:NM_005631.4 1 100 6 synonymous NM_005631.4c.1164G>C p.(=) 1.13 0.42(COSM4004294)Frizzled/Smoothened family membrane region,Fz domain,Slime mold cyclic AMP receptorrs2228617 0.1609 YES 7.695E-1 (pos.128846328)acute_myeloid_leukaemiaSmoothened, Drosophila, homolog of,Spermine oxidaseG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,Golgi apparatus,Wnt-activated receptor activity,Wnt-protein binding,anterior/posterior pattern specification,astrocyte activation,atrial septum morphogenesis,canonical Wnt signaling pathway,caveola,cell fate specification,cellular response to cholesterol,central nervous system neuron differentiation,cerebellar cortex morphogenesis,cerebral cortex development,ciliary membrane,ciliary tip,cilium,dentate gyrus development,detection of cell density by contact stimulus involved in contact inhibition,determination of left/right asymmetry in lateral mesoderm,dorsal/ventral neural tube patterning,drug binding,endocytic vesicle membrane,epithelial-mesenchymal cell signaling,extracellular exosome,forebrain morphogenesis,hair follicle morphogenesis,heart looping,homeostasis of number of cells within a tissue,in utero embryonic development,integral component of membrane,intracellular membrane-bounded organelle,left/right axis specification,mAmeloblastoma;Bone Diseases;Bone Neoplasms;Brain Diseases;Brain Neoplasms;Carcinoma;Carcinoma, Basal Cell;Central Nervous System Diseases;Central Nervous System Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Jaw Abnormalities;Jaw Diseases;Jaw Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Promyelocytic, Acute;Maxillary Diseases;Maxillary Neoplasms;Maxillofacial Abnormalities;Meningeal Neoplasms;Meningioma;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Basal Cell;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Vascular Tissue;Nervous System Diseases;Nervous System Neoplasms;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Odontogenic Tumors;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Skull Neoplasms;Stomatognathic DiseaseFluocinonide,Halcinonide,Sonidegib,VismodegibBenign G=0, C=22 G=0.0, C=1.0 0.00001 302.178 22 G=0/0, C=5/17

chr6:133138749 T/C T C SNV

RPS12,SNOR

A33,SNORD

100 SNORD100:downstream:NR_002435.1, SNORA33:downstream:NR_002436.1, RPS12:downstream:NM_001016.31

53.33

intronic NM_001016.3, NR_002435.1, NR_002436.1c.*68T>C p.? -0.14 rs2236382 0.3909 YES Ribosomal protein S12RNA binding,SRP-dependent cotranslational protein targeting to membrane,cytosol,cytosolic small ribosomal subunit,membrane,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleoplasm,rRNA processing,structural constituent of ribosome,translation,translational initiation,viral transcriptionT=12, C=16 T=0.4286, C=0.5714 0.00001 182.947 30 T=7/5, C=7/9

chr6:13365913 G/G C G SNV GFOD1 GFOD1:intronic:NM_018988.3 1 100 intronic NM_018988.3c.254-19G>Cp.? 1.51 Oxidoreductase family, C-terminal alpha/beta domain,Oxidoreductase family, NAD-binding Rossmann foldrs9367440 0.4935 YES 6.775E-1 (pos.13365913) extracellular region,oxidation-reduction process,oxidoreductase activity,protein bindingC=0, G=21 C=0.0, G=1.0 0.00001 281.235 21 C=0/0, G=7/14

chr6:133836430 G/A G A SNV EYA4,TARID EYA4:intronic:NM_172105.3, TARID:intronic_nc:NR_109982.1 1 46.43 intronic NM_172105.3, NR_109982.1c.1502-29G>Ap.? 0.32 rs56378005 0.0164 YES 1.16E-4 (pos.133836430) Eyes absent, Drosophila, homolog of, 4,TCF21 antisense RNA inducing promoter demethylationDNA repair,anatomical structure morphogenesis,cell differentiation,cytoplasm,histone dephosphorylation,inner ear development,metal ion binding,multicellular organism development,negative regulation of extrinsic apoptotic signaling pathway in absence of ligand,nucleus,peptidyl-tyrosine dephosphorylation,positive regulation of DNA repair,protein binding,protein tyrosine phosphatase activity,regulation of transcription, DNA-templated,sensory perception of sound,transcription factor binding,transcription, DNA-templated,visual perceptionCardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Ear Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Rectal Diseases;Sensation DisordersG=15, A=13 G=0.5357, A=0.4643 0.00001 117.924 28 G=9/6, A=6/7

chr6:134493947 A/G A G SNV SGK1 SGK1:intronic:NM_001143676.1 1 50 intronic NM_001143676.1c.835-35T>Cp.? 1.89 Kinase-like,Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers1743966 0.207 YES 2.531E-1 (pos.134493947) Serum/glucocorticoid-regulated kinase 1ATP binding,apoptotic process,calcium channel regulator activity,cellular response to DNA damage stimulus,chloride channel regulator activity,cytoplasm,cytosol,endoplasmic reticulum membrane,intracellular signal transduction,ion transmembrane transport,long-term memory,mitochondrion,neuron projection morphogenesis,nuclear speck,nucleus,peptidyl-serine phosphorylation,phosphatidylinositol binding,plasma membrane,positive regulation of transporter activity,potassium channel regulator activity,protein binding,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine/tyrosine kinase activity,regulation of DNA binding transcription factor activity,regulation of apoptotic process,regulation of blood pressure,regulation of catalytic activity,regulation of cell growth,regulation of cell migration,regulation of cell proliferation,regulation of gastric acid secretion,renal sodium ion absorption,response to stress,sodium channel regulator activity,sodium ion transportDiabetes Complications;Diabetes Mellitus;Diabetic Neuropathies;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Uremia;Urologic Diseases4-(5-naphthalen-2-yl-1H-pyrrolo2,3-bpyridin-3-yl)phenylacetic acid,4-(5-phenyl-1H-pyrrolo2,3-bpyridin-3-yl)benzoic acid,Riboflavin MonophosphateA=19, G=19 A=0.5, G=0.5 0.00001 199.996 38 A=7/12, G=15/4

chr11:6411935 C/C T C SNV SMPD1 SMPD1:exonic:NM_000543.4 1 100 1 missense NM_000543.4c.107T>C p.Val36Ala 0.5 0.31 64 0 0.05(COSM1561695),0.05(COSM1561696)Calcineurin-like phosphoesterasers1050228,rs3838786,rs550067660,rs550365194,rs71056748,rs749512034,rs771373973,rs775568984,rs775860642,rs781742000,rs794726889,rs8860383450.4351 YES 0.0 (pos.6411932),0.0 (pos.6411933),6.919E-2;2.958E-3;3.858E-4;5.144E-4;0.0;0.0 (pos.6411930),7.403E-2;7.827E-1;7.378E-3;0.0;4.673E-3;1.23E-4 (pos.6411935)Overgrowth_syndrome,adenocarcinoma,carcinoma,endometrioid_carcinoma,neoplasm,squamous_cell_carcinomaSphingomyelin phosphodiesterase-1, acid lysosomalacid sphingomyelin phosphodiesterase activity,ceramide biosynthetic process,endosome,extracellular exosome,extracellular space,glycosphingolipid metabolic process,hydrolase activity,hydrolase activity, acting on glycosyl bonds,integral component of membrane,lamellar body,lysosomal lumen,lysosome,negative regulation of MAP kinase activity,nervous system development,plasma membrane,positive regulation of apoptotic process,positive regulation of protein dephosphorylation,protein binding,response to cocaine,response to drug,signal transduction,sphingomyelin catabolic process,sphingomyelin metabolic process,sphingomyelin phosphodiesterase activity,termination of signal transduction,zinc ion bindingBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hemic and Lymphatic Diseases;Heredodegenerative Disorders, Nervous System;Histiocytosis;Histiocytosis, Non-Langerhans-Cell;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lymphatic Diseases;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurodegenerative Diseases;Neuronal Ceroid-Lipofuscinoses;Niemann-Pick Disease, Type A;Niemann-Pick Disease, Type B;Niemann-Pick Diseases;Nutritional and Metabolic Diseases;SphingolipidosesAmlodipine,Chlorpromazine,DesipramineBenign T=0, C=32 T=0.0, C=1.0 0.00001 485.139 32 T=0/0, C=14/18

chr6:135357790 C/T C T SNV HBS1L HBS1L:intronic:NM_006620.3 1 53.33 intronic NM_006620.3c.430+2921G>Ap.? 1.63 Elongation factor Tu C-terminal domain,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2,HBS1 N-terminusrs186634007 0.0082 0.0 (pos.135357790) HBS1-like proteinGTP binding,GTPase activity,cytosol,exonucleolytic nuclear-transcribed mRNA catabolic process involved in deadenylation-dependent decay,extracellular exosome,integral component of membrane,intracellular,membrane,signal transduction,translation,translation elongation factor activity,translational elongationC=91, T=104C=0.4667, T=0.5333 0.00001 1189.04 195 C=58/33, T=59/45

chr6:135748200 G/G A G SNV AHI1 AHI1:intronic:NM_001134830.1 1 100 intronic NM_001134830.1c.2764+105T>Cp.? 0.12 SH3 domain,Variant SH3 domain,WD domain, G-beta repeatrs2757639 YES Abelson helper integration site 1Kupffer's vesicle development,MKS complex,adherens junction,cell-cell junction,cellular protein localization,central nervous system development,centriole,centrosome,ciliary basal body,ciliary basal body-plasma membrane docking,cilium,cilium assembly,cloaca development,cytosol,heart looping,hindbrain development,identical protein binding,left/right axis specification,morphogenesis of a polarized epithelium,negative regulation of apoptotic process,non-motile cilium,otic vesicle development,photoreceptor cell outer segment organization,positive regulation of polarized epithelial cell differentiation,positive regulation of receptor internalization,positive regulation of transcription from RNA polymerase II promoter,pronephric duct morphogenesis,pronephric nephron tubule morphogenesis,protein binding,regulation of behavior,retina layer formation,specification of axis polarity,transmembrane receptor protein tyrosine kinase signaling pathway,vesicle-mediated transportAutistic Disorder;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Child Development Disorders, Pervasive;Cranial Nerve Diseases;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Eye Diseases;Immune System Diseases;Intellectual Disability;Mental Disorders;Multiple Sclerosis;Muscle Hypotonia;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Manifestations;Ocular Motility Disorders;Retinal Degeneration;Retinal Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=0, G=25 A=0.0, G=1.0 0.00001 353.016 25 A=0/0, G=9/16

chr6:13659079 T/G T G SNV RANBP9 RANBP9:intronic:NM_005493.2 1 100 intronic NM_005493.2c.684-15A>Cp.? -0.34 CTLH/CRA C-terminal to LisH motif domain,LisH,SPRY domainrs204232 0.4317 YES 4.886E-1;0.0 (pos.13659079) RAN-binding protein 9MAPK cascade,Ran GTPase binding,Ras guanyl-nucleotide exchange factor activity,axon guidance,cytoplasm,cytosol,enzyme binding,microtubule associated complex,microtubule nucleation,negative regulation of ERK1 and ERK2 cascade,nucleus,plasma membrane,protein binding,protein complex assembly,regulation of molecular functionT=0, G=26 T=0.0, G=1.0 0.00001 422.399 26 T=0/0, G=4/22

chr4:71232430 C/C T C SNV SMR3A SMR3A:exonic:NM_012390.3 1 100 3 missense NM_012390.3c.124T>C p.Cys42Arg -0.44 0.34 180 0 Proline-rich submaxillary gland androgen-regulated familyrs10024123,rs7551723040.0472 YES 1.0;0.0 (pos.71232430) extracellular region T=0, C=27 T=0.0, C=1.0 0.00001 389.986 27 T=0/0, C=8/19

chr4:71232701 T/T C T SNV SMR3A SMR3A:exonic:NM_012390.3 1 100 3 missense NM_012390.3c.395C>T p.Pro132Leu 0.01 1 98 0.033 0.04(COSM1131068)Proline-rich submaxillary gland androgen-regulated familyrs6853742 0.3295 YES 6.247E-1 (pos.71232701) adenocarcinoma extracellular region C=0, T=59 C=0.0, T=1.0 0.00001 885.334 59 C=0/0, T=24/35

chr22:31491295 C/C G C SNV SMTN SMTN:exonic:NM_001207017.1 1 100 13 missense NM_001207017.1c.1894G>C p.Ala632Pro 1.08 1 27 0 0.01(COSM4416746),0.01(COSM4416747),0.01(COSM4416748)CAMSAP CH domain,Calponin homology (CH) domain,Smoothelin cytoskeleton proteinrs3205187 0.3364 YES 1.147E-1 (pos.31491295) acute_myeloid_leukaemia,ductal_carcinomaSmoothelin actin binding,actin cytoskeleton,cytoplasm,cytoskeleton,muscle organ development,negative regulation of systemic arterial blood pressure,positive regulation of cardiac muscle contraction,smooth muscle contraction,structural constituent of muscleG=0, C=29 G=0.0, C=1.0 0.00001 427.59 29 G=0/0, C=15/14

chr6:137477823 T/T C T SNV IL22RA2 IL22RA2:intronic:NM_052962.2 1 100 intronic NM_052962.2c.293+73G>Ap.? -1.27 Interferon-alpha/beta receptor, fibronectin type III,Tissue factorrs2064501 YES Interleukin 22-binding proteincytokine-mediated signaling pathway,cytosol,extracellular region,extracellular space,integral component of membrane,interleukin-22 binding,interleukin-22 receptor activity,negative regulation of inflammatory response,plasma membrane,regulation of tyrosine phosphorylation of STAT proteinC=0, T=59 C=0.0, T=1.0 0.00001 885.365 59 C=0/0, T=44/15

chr2:88387557 C/C A C SNV SMYD1 SMYD1:exonic:NM_198274.3 1 100 3 missense NM_198274.3c.491A>C p.Gln164Pro 3.83 0.28 76 0.001 MYND finger,SET domainrs1542087 0.1049 YES 2.458E-2 (pos.88387557) DNA binding,chromatin remodeling,cytoplasm,heart development,histone lysine methylation,histone-lysine N-methyltransferase activity,metal ion binding,negative regulation of transcription, DNA-templated,nucleus,positive regulation of myoblast differentiation,positive regulation of myotube differentiation,protein binding,skeletal muscle cell differentiation,transcription corepressor activity,transcription, DNA-templatedA=0, C=34 A=0.0, C=1.0 0.00001 524.186 34 A=0/0, C=9/25

chr1:214492286 A/A G A SNV SMYD2 SMYD2:exonic:NM_020197.2 1 100 5 missense NM_020197.2c.494G>A p.Gly165Glu 4.96 1 98 0 MYND finger,SET domain,Tetratricopeptide repeatrs1134647 0.0826 YES 6.172E-1 (pos.214492286) SET and MYND domain-containing protein 2RNA polymerase II core binding,cytoplasm,cytosol,heart development,histone H3-K36 methylation,histone methyltransferase activity (H3-K36 specific),histone-lysine N-methyltransferase activity,lysine N-methyltransferase activity,metal ion binding,negative regulation of cell proliferation,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,p53 binding,peptidyl-lysine dimethylation,peptidyl-lysine monomethylation,protein binding,protein-lysine N-methyltransferase activity,regulation of DNA damage response, signal transduction by p53 class mediator,regulation of signal transduction by p53 class mediator,transcription, DNA-templatedG=0, A=29 G=0.0, A=1.0 0.00001 427.599 29 G=0/0, A=22/7

chr6:142491463 CG/CG C CG INDEL VTA1 VTA1:intronic:NM_016485.4 1 100 intronic NM_016485.4c.336-20C>CGp.? -0.41 Vta1 like rs11446143,rs397805862,rs7604370822.00E-04 YES 1.0;0.0;0.0 (pos.142491463) SKD1-binding protein 1ESCRT III complex disassembly,cytosol,endosomal transport,endosome membrane,extracellular exosome,intracellular membrane-bounded organelle,macroautophagy,multivesicular body assembly,multivesicular body sorting pathway,nucleoplasm,protein C-terminus binding,protein binding,protein transport,viral budding,viral life cycleC=0, CG=52 C=0.0, CG=1.0 0.00001 756.148 52 C=0/0, CG=30/22

chr17:1731268 C/C T C SNV SMYD4 SMYD4:exonic:NM_052928.2 1 100 2 synonymous NM_052928.2c.21A>G p.(=) -0.33 0.02(COSM3755301)MYND finger,SET domain,Tetratricopeptide repeatrs776969022,rs8067660 0.2116 YES 0.0 (pos.1731267),4.771E-1 (pos.1731268)adenocarcinoma,hepatocellular_carcinomametal ion binding,methylation,methyltransferase activityGlioma;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, PrimitiveT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=14/7

chr17:1686410 T/C T C SNV SMYD4 SMYD4:exonic:NM_052928.2 1 51.85 10 missense NM_052928.2c.2180A>G p.Tyr727Cys -3.37 0.09 194 0.037 0.02(COSM3766010)MYND finger,SET domain,Tetratricopeptide repeatrs777761760,rs9902398 0.2924 YES 0.0;0.0 (pos.1686409),7.928E-1 (pos.1686410)hepatocellular_carcinoma metal ion binding,methylation,methyltransferase activityGlioma;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, PrimitiveT=13, C=14 T=0.4815, C=0.5185 0.00001 132.665 27 T=5/8, C=2/12

chr6:145167978 C/G C G SNV UTRN UTRN:intronic:NM_007124.2 1 57.14 intronic NM_007124.2c.10293+15C>Gp.? -0.97 Calponin homology (CH) domain,EF hand,EF-hand,Spectrin repeat,WW domain,Zinc finger, ZZ typers9403617 0.0986 YES 2.241E-1 (pos.145167978) Utrophin (homologous to dystrophin)actin binding,actin filament binding,cell junction,contractile ring,cortical actin cytoskeleton,cytoplasm,cytoskeleton,dystrophin-associated glycoprotein complex,extracellular exosome,filopodium,filopodium membrane,growth cone,integrin binding,membrane,muscle contraction,muscle organ development,neuromuscular junction,neuromuscular junction development,nucleoplasm,plasma membrane,positive regulation of cell-matrix adhesion,postsynaptic membrane,protein binding,protein complex,protein kinase binding,regulation of sodium ion transmembrane transporter activity,response to denervation involved in regulation of muscle adaptation,sarcolemma,vinculin binding,zinc ion bindingC=9, G=12 C=0.4286, G=0.5714 0.00001 109.102 21 C=6/3, G=7/5

chr6:146216184 C/T C T SNV SHPRH SHPRH:intronic:NM_001042683.2 1 45.45 intronic NM_001042683.2c.4516-71G>Ap.? -0.23 Helicase conserved C-terminal domain,RING-type zinc-finger,SNF2 family N-terminal domain,linker histone H1 and H5 familyrs2247206 YES ATP binding,DNA binding,DNA repair,cellular response to DNA damage stimulus,helicase activity,metal ion binding,nucleoplasm,nucleosome,nucleosome assembly,nucleus,protein binding,protein polyubiquitination,protein ubiquitination,ubiquitin protein ligase activity,ubiquitin protein ligase binding,ubiquitin-protein transferase activityC=18, T=15 C=0.5455, T=0.4545 0.00001 143.162 33 C=0/18, T=3/12

chr6:146268623 T/A T A SNV SHPRH SHPRH:intronic:NM_001042683.2 1 50 intronic NM_001042683.2c.1212+6A>Tp.? 1.95 Helicase conserved C-terminal domain,RING-type zinc-finger,SNF2 family N-terminal domain,linker histone H1 and H5 familyrs9386141 0.4158 YES 6.477E-1 (pos.146268623) ATP binding,DNA binding,DNA repair,cellular response to DNA damage stimulus,helicase activity,metal ion binding,nucleoplasm,nucleosome,nucleosome assembly,nucleus,protein binding,protein polyubiquitination,protein ubiquitination,ubiquitin protein ligase activity,ubiquitin protein ligase binding,ubiquitin-protein transferase activityT=22, A=22 T=0.5, A=0.5 0.00001 243.629 44 T=14/8, A=10/12

chr6:147054450 A/C A C SNV ADGB ADGB:intronic:NM_024694.3 1 50 intronic NM_024694.3c.2656+59A>Cp.? 0.04 Calpain family cysteine protease,IQ calmodulin-binding motifrs3761782 YES Androglobin calcium-dependent cysteine-type endopeptidase activity,cytoplasm,intracellular,proteolysisA=13, C=13 A=0.5, C=0.5 0.00001 119.163 26 A=4/9, C=9/4

chr6:147684318 T/T C T SNV STXBP5 STXBP5:intronic:NM_001127715.2 1 100 intronic NM_001127715.2c.2546-153C>Tp.? -1.34 LLGL2,Lethal giant larvae(Lgl) like, C-terminal,WD domain, G-beta repeatrs9403852 YES Syntaxin-binding protein 5 (tomosyn)GTPase activator activity,Rab GTPase binding,acetylcholine-gated channel complex,cell junction,cytoplasm,cytoplasmic vesicle membrane,cytosol,exocytosis,plasma membrane,positive regulation of GTPase activity,positive regulation of exocytosis,protein transport,regulation of blood coagulation,regulation of exocytosis,regulation of gene expression,regulation of protein secretion,synaptic vesicle,syntaxin binding,syntaxin-1 bindingBronchopulmonary Dysplasia;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Infant, Newborn, Diseases;Infant, Premature, Diseases;Lung Diseases;Lung Injury;Respiratory Tract Diseases;Ventilator-Induced Lung InjuryC=0, T=30 C=0.0, T=1.0 0.00001 446.628 30 C=0/0, T=22/8

chr6:148761456 C/C G C SNV SASH1 SASH1:intronic:NM_015278.4 1 100 intronic NM_015278.4c.337-38G>Cp.? 1.57 Lymphocyte signaling adaptor protein,SAM domain (Sterile alpha motif),Variant SH3 domainrs2272998 0.4066 YES 4.235E-1;0.0 (pos.148761456) Sterile alpha motifs- and SH3 domain-containing protein 1mitogen-activated protein kinase kinase kinase binding,positive regulation of JUN kinase activity,positive regulation of NIK/NF-kappaB signaling,positive regulation of angiogenesis,positive regulation of endothelial cell migration,positive regulation of lipopolysaccharide-mediated signaling pathway,positive regulation of p38MAPK cascade,protein C-terminus binding,protein complex,protein complex scaffold activity,protein kinase binding,protein polyubiquitination,regulation of protein K63-linked ubiquitination,regulation of protein autoubiquitinationAlopecia;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hair Diseases;Hypotrichosis;Kidney Diseases;Male Urogenital Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesG=0, C=33 G=0.0, C=1.0 0.00001 504.598 33 G=0/0, C=11/22

chr6:148761603 A/A C A SNV SASH1 SASH1:intronic:NM_015278.4 1 100 intronic NM_015278.4c.386+60C>Ap.? 0.13 Lymphocyte signaling adaptor protein,SAM domain (Sterile alpha motif),Variant SH3 domainrs9498038 0.3947 YES Sterile alpha motifs- and SH3 domain-containing protein 1mitogen-activated protein kinase kinase kinase binding,positive regulation of JUN kinase activity,positive regulation of NIK/NF-kappaB signaling,positive regulation of angiogenesis,positive regulation of endothelial cell migration,positive regulation of lipopolysaccharide-mediated signaling pathway,positive regulation of p38MAPK cascade,protein C-terminus binding,protein complex,protein complex scaffold activity,protein kinase binding,protein polyubiquitination,regulation of protein K63-linked ubiquitination,regulation of protein autoubiquitinationAlopecia;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hair Diseases;Hypotrichosis;Kidney Diseases;Male Urogenital Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesC=0, A=30 C=0.0, A=1.0 0.00001 446.639 30 C=0/0, A=8/22

chr6:148869296 A/ACACT A ACACT INDEL SASH1 SASH1:intronic:NM_015278.4 4 56.36 intronic NM_015278.4c.3481-135A>ACACTp.? 0.09 Lymphocyte signaling adaptor protein,SAM domain (Sterile alpha motif),Variant SH3 domainrs150196011,rs58403589 YES Sterile alpha motifs- and SH3 domain-containing protein 1mitogen-activated protein kinase kinase kinase binding,positive regulation of JUN kinase activity,positive regulation of NIK/NF-kappaB signaling,positive regulation of angiogenesis,positive regulation of endothelial cell migration,positive regulation of lipopolysaccharide-mediated signaling pathway,positive regulation of p38MAPK cascade,protein C-terminus binding,protein complex,protein complex scaffold activity,protein kinase binding,protein polyubiquitination,regulation of protein K63-linked ubiquitination,regulation of protein autoubiquitinationAlopecia;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hair Diseases;Hypotrichosis;Kidney Diseases;Male Urogenital Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesA=24, ACACT=31A=0.4364, ACACT=0.5636 0.00001 317.932 55 A=10/14, ACACT=20/11

chr6:84303342 C/C T C SNV SNAP91 SNAP91:exonic:NM_001242792.1 1 100 17 synonymous NM_001242792.1c.1551A>G p.(=) 0.48 ANTH domain,ENTH domainrs1033655 0.2939 YES 8.859E-1;2.675E-4 (pos.84303342) Synaptosomal-associated protein, 91kD1-phosphatidylinositol binding,clathrin binding,clathrin coat assembly,clathrin-coated pit,clathrin-coated vesicle,phospholipid binding,plasma membrane,protein binding,protein kinase binding,protein transport,regulation of clathrin-dependent endocytosisT=0, C=71 T=0.0, C=1.0 0.00001 1100.37 71 T=0/0, C=32/39

chr6:149953835 G/G A G SNV KATNA1 KATNA1:intronic:NM_007044.3 1 100 intronic NM_007044.3c.320+60T>Cp.? 0.22 AAA domain (Cdc48 subfamily),ATPase family associated with various cellular activities (AAA),Holliday junction DNA helicase ruvB N-terminus,Vps4 C terminal oligomerisation domainrs9322202 YES Katanin, p60 subunit, A1ATP binding,cell cycle,cell division,cytoplasm,microtubule,microtubule binding,microtubule organizing center,microtubule severing,microtubule-severing ATPase activity,midbody,mitotic spindle pole,nucleus,protein binding,protein heterodimerization activity,spindle,spindle poleA=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=8/13

chr19:7986638 G/G C G SNV SNAPC2 SNAPC2:exonic:NM_003083.3 1 100 3 missense NM_003083.3c.352C>G p.Leu118Val -0.32 0.18 32 0.992 Small nuclear RNA activating complex subunit 2, SNAP190 Mybrs475002 0.4408 YES 5.101E-1 (pos.7986638) Small nuclear RNA-activating protein complex, polypeptide 2DNA binding transcription factor activity,cytosol,nuclear body,nucleoplasm,nucleus,regulation of transcription, DNA-templated,snRNA transcription,snRNA transcription from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription from RNA polymerase III promoterC=0, G=21 C=0.0, G=1.0 0.00001 281.231 21 C=0/0, G=15/6

chr16:11773662 G/G C G SNV

SNN,TXNDC

11 SNN:downstream:NM_003498.5, TXNDC11:exonic:NM_015914.6 1
100

12 missense NM_003498.5, NM_015914.6c.*3480C>G, c.2266G>Cp.?, p.Val756Leu 1.52 1 32 0 0.3(COSM3754610),0.3(COSM3754611),0.74(COSM6423068),0.74(COSM6423069)Thioredoxin rs3190321 0.458 YES 4.226E-1;1.162E-4 (pos.11773662)adenocarcinoma,carcinomaStannin,Thioredoxin domain-containing protein 11cell,cell redox homeostasis,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,metal ion binding,mitochondrial outer membrane,protein binding,protein disulfide isomerase activity,protein folding,response to endoplasmic reticulum stress,response to toxic substanceC=0, G=30 C=0.0, G=1.0 0.00001 446.635 30 C=0/0, G=4/26

chr6:151258127 A/A G A SNV MTHFD1L MTHFD1L:intronic:NM_001242767.1 1 100 intronic NM_001242767.1c.1396+51G>Ap.? -0.33 Formate--tetrahydrofolate ligase,Tetrahydrofolate dehydrogenase/cyclohydrolase, NAD(P)-binding domain,Tetrahydrofolate dehydrogenase/cyclohydrolase, catalytic domainrs742830 0.2956 YES 5.019E-1 (pos.151258127) Methylenetetrahydrofolate dehydrogenase 1-like, NADP(+)-dependent10-formyltetrahydrofolate biosynthetic process,ATP binding,embryonic neurocranium morphogenesis,embryonic viscerocranium morphogenesis,folic acid metabolic process,folic acid-containing compound metabolic process,formate metabolic process,formate-tetrahydrofolate ligase activity,membrane,methenyltetrahydrofolate cyclohydrolase activity,methylenetetrahydrofolate dehydrogenase (NADP+) activity,mitochondrial matrix,mitochondrion,neural tube closure,oxidation-reduction process,protein homodimerization activity,purine nucleobase biosynthetic process,tetrahydrofolate interconversion,tetrahydrofolate metabolic processAlzheimer Disease;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Coronary Disease;Dementia;Heart Diseases;Mental Disorders;Myocardial Ischemia;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Tauopathies;Vascular DiseasesG=0, A=23 G=0.0, A=1.0 0.00001 314.554 23 G=0/0, A=9/14

chr20:1286711 C/C T C SNV SNPH SNPH:utr_3:NM_014723.3 1 100 6 utr_3 NM_014723.3c.1498T>C p.? -1.48 Golgi-localised syntaxin-1-binding clamprs4813082 2.00E-04 1.0 (pos.1286711) Syntaphilin brain development,cell junction,cytoplasm,cytoplasmic microtubule,integral component of membrane,mitochondrial membrane,neuron differentiation,neuron projection,neuronal cell body,neurotransmitter secretion,presynaptic membrane,synaptic vesicle docking,syntaxin-1 bindingT=0, C=32 T=0.0, C=1.0 0.00001 485.141 32 T=0/0, C=12/20

chr6:7590623 CT/CT C CT INDEL SNRNP48 SNRNP48:exonic:NM_152551.3 1 100 1 frameshiftInsertion NM_152551.3c.133_134insTp.Pro45fs 0.45 U11-48K-like CHHC zinc finger RNA splicing,U12-type spliceosomal complex,cytosol,mRNA splicing, via spliceosome,metal ion binding,nucleoplasmC=0, CT=47 C=0.0, CT=1.0 0.00001 477.394 47 C=0/0, CT=18/29

chr16:50709723 A/A G A SNV SNX20 SNX20:exonic:NM_182854.3 1 100 3 synonymous NM_182854.3c.240C>T p.(=) 0.09 0.78(COSM3754917),0.78(COSM3754918),0.78(COSM3754919)PX domain rs6596 0.1688 YES 1.62E-3;0.0 (pos.50709723)adenocarcinomaSorting nexin 20early endosome membrane,nucleoplasm,phosphatidylinositol binding,phosphatidylinositol-3-phosphate binding,phosphatidylinositol-4,5-bisphosphate binding,plasma membrane,protein binding,protein transportG=0, A=56 G=0.0, A=1.0 0.00001 832.076 56 G=0/0, A=22/34

chr6:152461049 T/T TGTTT T INDEL SYNE1 SYNE1:intronic:NM_182961.3 4 100 intronic NM_182961.3c.25458+36AAACA>Ap.? 0.27, 0.98, -0.27, -0.77, 0.44 Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs147380321,rs745510943,rs780668219,rs928557624YES 0.0 (pos.152461051),0.0 (pos.152461053),2.944E-1 (pos.152461048)Spectrin repeat-containing nuclear envelope protein 1 (nesprin 1)Golgi apparatus,Golgi organization,LINC complex,P-body,RNA binding,actin binding,actin filament binding,cytoplasm,cytoskeletal anchoring at nuclear membrane,cytoskeleton,enzyme binding,identical protein binding,integral component of membrane,lamin binding,muscle cell differentiation,nuclear envelope,nuclear matrix anchoring at nuclear membrane,nuclear membrane,nuclear outer membrane,nucleolus,nucleoplasm,nucleus,nucleus organization,postsynaptic membrane,protein binding,protein homodimerization activity,sarcomere,spermatogenesisAtaxia;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Head and Neck Neoplasms;Heredodegenerative Disorders, Nervous System;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal DTGTTT=0, T=29TGTTT=0.0, T=1.0 0.00001 431.199 29 TGTTT=0/0, T=15/14

chr6:152461061 G/A G A SNV SYNE1 SYNE1:intronic:NM_182961.3 1 96.67 intronic NM_182961.3c.25458+24C>Tp.? -0.3 Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs3818110 0.3941 YES 2.926E-1 (pos.152461061) Spectrin repeat-containing nuclear envelope protein 1 (nesprin 1)Golgi apparatus,Golgi organization,LINC complex,P-body,RNA binding,actin binding,actin filament binding,cytoplasm,cytoskeletal anchoring at nuclear membrane,cytoskeleton,enzyme binding,identical protein binding,integral component of membrane,lamin binding,muscle cell differentiation,nuclear envelope,nuclear matrix anchoring at nuclear membrane,nuclear membrane,nuclear outer membrane,nucleolus,nucleoplasm,nucleus,nucleus organization,postsynaptic membrane,protein binding,protein homodimerization activity,sarcomere,spermatogenesisAtaxia;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Head and Neck Neoplasms;Heredodegenerative Disorders, Nervous System;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal DBenign G=1, A=29 G=0.0333, A=0.9667 0.00001 416.506 30 G=0/1, A=15/14

chr1:99127392 C/C T C SNV SNX7 SNX7:exonic:NM_015976.4 1 100 1 synonymous NM_015976.4c.105T>C p.(=) -0.09 0(COSM4144273)PX domain rs9728148 1.0 (pos.99127392) neoplasm,squamous_cell_carcinomaSorting nexin 7cytoplasmic vesicle membrane,endocytosis,endosome,extrinsic component of membrane,phosphatidylinositol binding,protein binding,protein transport,vesicle organizationT=0, C=24 T=0.0, C=1.0 0.00001 334.761 24 T=0/0, C=13/11

chr7:2303986 C/C T C SNV SNX8 SNX8:exonic:NM_013321.3 1 100 6 synonymous NM_013321.3c.729A>G p.(=) -5.59 PX domain rs2286206 0.0398 YES 8.161E-1 (pos.2303986) Sorting nexin 8cytosol,early endosome membrane,early endosome to Golgi transport,endocytosis,extrinsic component of membrane,identical protein binding,intracellular membrane-bounded organelle,intracellular protein transport,phosphatidylinositol binding,protein binding,retrograde transport, endosome to Golgi,retromer complex,vesicle organizationT=0, C=43 T=0.0, C=1.0 0.00001 705.816 43 T=0/0, C=19/24

chr6:152653037 T/C T C SNV SYNE1 SYNE1:intronic:NM_182961.3 1 47.37 intronic NM_182961.3c.12795-12A>Gp.? -0.01 Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs9478314 0.4607 YES 1.624E-1 (pos.152653037) Spectrin repeat-containing nuclear envelope protein 1 (nesprin 1)Golgi apparatus,Golgi organization,LINC complex,P-body,RNA binding,actin binding,actin filament binding,cytoplasm,cytoskeletal anchoring at nuclear membrane,cytoskeleton,enzyme binding,identical protein binding,integral component of membrane,lamin binding,muscle cell differentiation,nuclear envelope,nuclear matrix anchoring at nuclear membrane,nuclear membrane,nuclear outer membrane,nucleolus,nucleoplasm,nucleus,nucleus organization,postsynaptic membrane,protein binding,protein homodimerization activity,sarcomere,spermatogenesisAtaxia;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Head and Neck Neoplasms;Heredodegenerative Disorders, Nervous System;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal DBenign T=40, C=36 T=0.5263, C=0.4737 0.00001 363.952 76 T=25/15, C=18/18

chr2:46986416 G/G A G SNV SOCS5 SOCS5:exonic:NM_014011.4 1 100 2 synonymous NM_014011.4c.747A>G p.(=) -0.21 0.39(COSM3758249)SH2 domain,SOCS box,Suppressor of cytokine signallingrs6738426 0.3817 YES 1.105E-1 (pos.46986416) adenocarcinoma,carcinoma,ductal_carcinomaSuppressor of cytokine signaling 5JAK-STAT cascade,cell growth,cellular response to low-density lipoprotein particle stimulus,cytokine-mediated signaling pathway,cytoplasm,cytosol,epidermal growth factor receptor binding,epidermal growth factor receptor signaling pathway,negative regulation of JAK-STAT cascade,negative regulation of T-helper 2 cell differentiation,negative regulation of epidermal growth factor-activated receptor activity,negative regulation of inflammatory response,negative regulation of interleukin-6 production,negative regulation of monocyte chemotactic protein-1 production,negative regulation of signal transduction,positive regulation of T-helper 1 cell differentiation,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,post-translational protein modification,protein binding,protein kinase inhibitor activity,protein ubiquitination,receptor tyrosine kinase binding,regulation of growth,vascular endothelial cell response to fluid shear stressA=0, G=58 A=0.0, G=1.0 0.00001 867.376 58 A=0/0, G=38/20

chr6:152722228 A/G A G SNV SYNE1 SYNE1:intronic:NM_182961.3 1 50 intronic NM_182961.3c.7029+45T>Cp.? 0.33 Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs177330 0.3803 YES 7.64E-1 (pos.152722228) Spectrin repeat-containing nuclear envelope protein 1 (nesprin 1)Golgi apparatus,Golgi organization,LINC complex,P-body,RNA binding,actin binding,actin filament binding,cytoplasm,cytoskeletal anchoring at nuclear membrane,cytoskeleton,enzyme binding,identical protein binding,integral component of membrane,lamin binding,muscle cell differentiation,nuclear envelope,nuclear matrix anchoring at nuclear membrane,nuclear membrane,nuclear outer membrane,nucleolus,nucleoplasm,nucleus,nucleus organization,postsynaptic membrane,protein binding,protein homodimerization activity,sarcomere,spermatogenesisAtaxia;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Head and Neck Neoplasms;Heredodegenerative Disorders, Nervous System;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal DBenign A=11, G=11 A=0.5, G=0.5 0.00001 94.6068 22 A=6/5, G=7/4

chr6:152776750 G/A G A SNV SYNE1 SYNE1:intronic:NM_182961.3 1 50 intronic NM_182961.3c.2728-25C>Tp.? -0.11 0.03(COSM5038306)Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs214968 0.2298 YES 3.315E-1 (pos.152776750)carcinoma Spectrin repeat-containing nuclear envelope protein 1 (nesprin 1)Golgi apparatus,Golgi organization,LINC complex,P-body,RNA binding,actin binding,actin filament binding,cytoplasm,cytoskeletal anchoring at nuclear membrane,cytoskeleton,enzyme binding,identical protein binding,integral component of membrane,lamin binding,muscle cell differentiation,nuclear envelope,nuclear matrix anchoring at nuclear membrane,nuclear membrane,nuclear outer membrane,nucleolus,nucleoplasm,nucleus,nucleus organization,postsynaptic membrane,protein binding,protein homodimerization activity,sarcomere,spermatogenesisAtaxia;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Head and Neck Neoplasms;Heredodegenerative Disorders, Nervous System;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal DBenign G=31, A=31 G=0.5, A=0.5 0.00001 305.384 62 G=15/16, A=18/13

chr6:152793412 A/A C A SNV SYNE1 SYNE1:intronic:NM_182961.3 1 100 intronic NM_182961.3c.1463+24G>Tp.? 0.08 Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs4523096 0.2956 YES 9.668E-1 (pos.152793412) Spectrin repeat-containing nuclear envelope protein 1 (nesprin 1)Golgi apparatus,Golgi organization,LINC complex,P-body,RNA binding,actin binding,actin filament binding,cytoplasm,cytoskeletal anchoring at nuclear membrane,cytoskeleton,enzyme binding,identical protein binding,integral component of membrane,lamin binding,muscle cell differentiation,nuclear envelope,nuclear matrix anchoring at nuclear membrane,nuclear membrane,nuclear outer membrane,nucleolus,nucleoplasm,nucleus,nucleus organization,postsynaptic membrane,protein binding,protein homodimerization activity,sarcomere,spermatogenesisAtaxia;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Head and Neck Neoplasms;Heredodegenerative Disorders, Nervous System;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal DBenign C=0, A=31 C=0.0, A=1.0 0.00001 465.819 31 C=0/0, A=15/16

chr6:152805889 T/T C T SNV SYNE1 SYNE1:intronic:NM_182961.3 1 100 intronic NM_182961.3c.1185+81G>Ap.? -0.56 Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs9397512 YES Spectrin repeat-containing nuclear envelope protein 1 (nesprin 1)Golgi apparatus,Golgi organization,LINC complex,P-body,RNA binding,actin binding,actin filament binding,cytoplasm,cytoskeletal anchoring at nuclear membrane,cytoskeleton,enzyme binding,identical protein binding,integral component of membrane,lamin binding,muscle cell differentiation,nuclear envelope,nuclear matrix anchoring at nuclear membrane,nuclear membrane,nuclear outer membrane,nucleolus,nucleoplasm,nucleus,nucleus organization,postsynaptic membrane,protein binding,protein homodimerization activity,sarcomere,spermatogenesisAtaxia;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Head and Neck Neoplasms;Heredodegenerative Disorders, Nervous System;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal DC=0, T=207 C=0.0, T=1.0 0.00001 3367.37 207 C=0/0, T=128/79

chr6:152809527 T/T A T SNV SYNE1 SYNE1:intronic:NM_182961.3 1 100 intronic NM_182961.3c.1047+4T>Ap.? 1.62 Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs777848987,rs9397106 0.4328 YES 0.0 (pos.152809523),7.564E-1 (pos.152809527)Spectrin repeat-containing nuclear envelope protein 1 (nesprin 1)Golgi apparatus,Golgi organization,LINC complex,P-body,RNA binding,actin binding,actin filament binding,cytoplasm,cytoskeletal anchoring at nuclear membrane,cytoskeleton,enzyme binding,identical protein binding,integral component of membrane,lamin binding,muscle cell differentiation,nuclear envelope,nuclear matrix anchoring at nuclear membrane,nuclear membrane,nuclear outer membrane,nucleolus,nucleoplasm,nucleus,nucleus organization,postsynaptic membrane,protein binding,protein homodimerization activity,sarcomere,spermatogenesisAtaxia;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Head and Neck Neoplasms;Heredodegenerative Disorders, Nervous System;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal DBenign/Likely benignA=0, T=157 A=0.0, T=1.0 0.00001 2522.67 157 A=0/0, T=101/56

chr2:46987300 G/G T G SNV SOCS5 SOCS5:utr_3:NM_014011.4 1 100 2 utr_3 NM_014011.4c.1631T>G p.? 1.91 SH2 domain,SOCS box,Suppressor of cytokine signallingrs3768720 0.3613 YES 5.543E-1 (pos.46987300) Suppressor of cytokine signaling 5JAK-STAT cascade,cell growth,cellular response to low-density lipoprotein particle stimulus,cytokine-mediated signaling pathway,cytoplasm,cytosol,epidermal growth factor receptor binding,epidermal growth factor receptor signaling pathway,negative regulation of JAK-STAT cascade,negative regulation of T-helper 2 cell differentiation,negative regulation of epidermal growth factor-activated receptor activity,negative regulation of inflammatory response,negative regulation of interleukin-6 production,negative regulation of monocyte chemotactic protein-1 production,negative regulation of signal transduction,positive regulation of T-helper 1 cell differentiation,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,post-translational protein modification,protein binding,protein kinase inhibitor activity,protein ubiquitination,receptor tyrosine kinase binding,regulation of growth,vascular endothelial cell response to fluid shear stressT=0, G=21 T=0.0, G=1.0 0.00001 281.175 21 T=0/0, G=13/8

chr6:154414375 C/C A C SNV OPRM1 OPRM1:intronic:NM_001008505.2 1 100 intronic NM_001008505.2c.1165-30A>Cp.? 0.07 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srxrs9282821 0.4066 YES 7.862E-1 (pos.154414375) Opioid receptor, mu-1G-protein alpha-subunit binding,G-protein beta-subunit binding,G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,Golgi apparatus,acute inflammatory response to antigenic stimulus,adenylate cyclase-activating dopamine receptor signaling pathway,adenylate cyclase-inhibiting opioid receptor signaling pathway,axon,behavioral response to ethanol,beta-endorphin receptor activity,calcium ion transmembrane transport,cell,cellular response to morphine,cellular response to stress,chemical synaptic transmission,dendrite,dendrite cytoplasm,dendrite membrane,eating behavior,endoplasmic reticulum,endosome,estrous cycle,excitatory postsynaptic potential,filamin binding,focal adhesion,integral component of membrane,integral component of plasma membrane,locomotory behavior,membrane raft,morphine receptor activity,negative regulation of Wnt protein secretion,negative regulation of adenylate cyclase activitAlcohol-Related Disorders;Alcoholism;Amphetamine-Related Disorders;Autonomic Nervous System Diseases;Brain Diseases;Brain Diseases, Metabolic;Cardiovascular Diseases;Central Nervous System Diseases;Cocaine-Related Disorders;Digestive System Diseases;Dyskinesias;Epilepsy;Epilepsy, Generalized;Hemic and Lymphatic Diseases;Hepatic Encephalopathy;Hepatic Insufficiency;Hepatitis;Hepatitis C;Hepatitis, Viral, Human;Heroin Dependence;Hyperalgesia;Hypotension;Hypotension, Orthostatic;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Liver Diseases;Liver Failure;Lymphatic Diseases;Lymphoproliferative Disorders;Mental Disorders;Metabolic Diseases;Morphine Dependence;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neuralgia;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Opioid-Related Disorders;Orthostatic Intolerance;Pain;Peripheral Nervous System Diseases;Primary3-Methylfentanyl,3-Methylthiofentanyl,Alfentanil,Alvimopan,Amitriptyline,Anileridine,Buprenorphine,Butorphanol,Carfentanil,Codeine,Dextromethorphan,Dextropropoxyphene,Dezocine,Dihydromorphine,Dimethylthiambutene,Diphenoxylate,Diprenorphine,Eluxadoline,Epicept NP-1,Ethylmorphine,Etorphine,Fentanyl,Heroin,Hydrocodone,Hydromorphone,Ketamine,Ketobemidone,LI-301,Levallorphan,Levomethadyl Acetate,Levorphanol,Loperamide,Methadone,Methadyl Acetate,Methylnaltrexone,Morphine,Nalbuphine,Naloxegol,Naloxone,Naltrexone,Ondansetron,Oxycodone,Oxymorphone,Pentazocine,Pethidine,Propoxyphene napsylate,Remifentanil,Sufentanil,Tapentadol,Tramadol,Trimebutine,V1003A=0, C=24 A=0.0, C=1.0 0.00001 334.44 24 A=0/0, C=10/14

chr21:34925142 T/T C T SNV SON SON:exonic:NM_138927.2 1 100 3 missense NM_138927.2c.3605C>T p.Ser1202Leu 2.22 1 145 0 Arginine/Serine-Rich protein 1,G-patch domain,double strand RNA binding domain from DEAD END PROTEIN 1rs13433428 1.00E-04 1.0 (pos.34925142) SON DNA-binding proteinDNA binding,RNA binding,RNA splicing,RS domain binding,mRNA processing,microtubule cytoskeleton organization,mitotic cytokinesis,negative regulation of apoptotic process,nuclear speck,protein binding,regulation of RNA splicing,regulation of cell cycle,regulation of mRNA splicing, via spliceosomeAbnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Head and Neck Neoplasms;Intellectual Disability;Mouth Diseases;Mouth Neoplasms;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesC=0, T=59 C=0.0, T=1.0 0.00001 885.311 59 C=0/0, T=38/21

chr21:34926260 T/T C T SNV SON SON:exonic:NM_138927.2 1 100 3 missense NM_138927.2c.4723C>T p.Arg1575Cys -0.04 1 180 0 Arginine/Serine-Rich protein 1,G-patch domain,double strand RNA binding domain from DEAD END PROTEIN 1rs13047599 0.3266 YES 7.46E-1 (pos.34926260) SON DNA-binding proteinDNA binding,RNA binding,RNA splicing,RS domain binding,mRNA processing,microtubule cytoskeleton organization,mitotic cytokinesis,negative regulation of apoptotic process,nuclear speck,protein binding,regulation of RNA splicing,regulation of cell cycle,regulation of mRNA splicing, via spliceosomeAbnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Head and Neck Neoplasms;Intellectual Disability;Mouth Diseases;Mouth Neoplasms;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular Manifestations;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic DiseasesC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=7/13

chr10:97141523 A/A G A SNV SORBS1 SORBS1:exonic:NM_001034954.1 1 100 16 synonymous NM_001034954.1c.1572C>T p.(=) 3.15 0.76(COSM5425377),0.76(COSM5425378)SH3 domain,Sorbin homologous domain,Variant SH3 domainrs2274490 0.4098 YES 6.356E-1 (pos.97141523) acute_myeloid_leukaemiaSorbin and SH3 domain containing 1SH3/SH2 adaptor activity,actin binding,actin filament organization,cell-cell adherens junction,cell-matrix adhesion,cell-substrate adherens junction,cellular response to insulin stimulus,centrosome,cytoskeletal protein binding,cytosol,focal adhesion,focal adhesion assembly,glucose transport,insulin receptor binding,insulin receptor complex,insulin receptor signaling pathway,membrane raft,muscle contraction,nuclear matrix,nucleus,plasma membrane,positive regulation of glucose import,positive regulation of glycogen biosynthetic process,positive regulation of lipid biosynthetic process,positive regulation of protein localization to plasma membrane,positive regulation of signal transduction,protein binding,stress fiber,stress fiber assembly,zonula adherensDiabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Urologic DiseasesG=0, A=41 G=0.0, A=1.0 0.00001 664.699 41 G=0/0, A=23/18

chr6:154431393 G/G C G SNV OPRM1 1 100 intronic 0.2 rs497332 YES Opioid receptor, mu-1 Alcohol-Related Disorders;Alcoholism;Amphetamine-Related Disorders;Autonomic Nervous System Diseases;Brain Diseases;Brain Diseases, Metabolic;Cardiovascular Diseases;Central Nervous System Diseases;Cocaine-Related Disorders;Digestive System Diseases;Dyskinesias;Epilepsy;Epilepsy, Generalized;Hemic and Lymphatic Diseases;Hepatic Encephalopathy;Hepatic Insufficiency;Hepatitis;Hepatitis C;Hepatitis, Viral, Human;Heroin Dependence;Hyperalgesia;Hypotension;Hypotension, Orthostatic;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Liver Diseases;Liver Failure;Lymphatic Diseases;Lymphoproliferative Disorders;Mental Disorders;Metabolic Diseases;Morphine Dependence;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Nervous System Diseases;Neuralgia;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Opioid-Related Disorders;Orthostatic Intolerance;Pain;Peripheral Nervous System Diseases;Primary3-Methylfentanyl,3-Methylthiofentanyl,Alfentanil,Alvimopan,Amitriptyline,Anileridine,Buprenorphine,Butorphanol,Carfentanil,Codeine,Dextromethorphan,Dextropropoxyphene,Dezocine,Dihydromorphine,Dimethylthiambutene,Diphenoxylate,Diprenorphine,Eluxadoline,Epicept NP-1,Ethylmorphine,Etorphine,Fentanyl,Heroin,Hydrocodone,Hydromorphone,Ketamine,Ketobemidone,LI-301,Levallorphan,Levomethadyl Acetate,Levorphanol,Loperamide,Methadone,Methadyl Acetate,Methylnaltrexone,Morphine,Nalbuphine,Naloxegol,Naloxone,Naltrexone,Ondansetron,Oxycodone,Oxymorphone,Pentazocine,Pethidine,Propoxyphene napsylate,Remifentanil,Sufentanil,Tapentadol,Tramadol,Trimebutine,V1003C=0, G=59 C=0.0, G=1.0 0.00001 885.303 59 C=0/0, G=30/29

chr6:154749225 A/T A T SNV CNKSR3 CNKSR3:intronic:NM_173515.3 1 45.45 intronic NM_173515.3c.729+37T>Ap.? 0.02 Connector enhancer of kinase suppressor of ras,PDZ domain (Also known as DHR or GLGF),PH domain,Protein of unknown function (DUF1170),SAM domain (Sterile alpha motif)rs9384217 0.48 YES 4.014E-1 (pos.154749225) CNKSR family, member 3cytoplasm,membrane,negative regulation of ERK1 and ERK2 cascade,negative regulation of peptidyl-serine phosphorylation,positive regulation of sodium ion transmembrane transporter activity,positive regulation of sodium ion transport,protein binding,regulation of signal transductionBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersA=24, T=20 A=0.5455, T=0.4545 0.00001 211.733 44 A=10/14, T=13/7

chr8:22428658 C/C T C SNV SORBS3 SORBS3:exonic:NM_005775.4 1 100 18 missense NM_005775.4c.1667T>C p.Ile556Thr 1.48 0.89 89 0 0.01(COSM3750126)SH3 domain,Sorbin homologous domain,Variant SH3 domainrs2449331 0.0476 YES 1.0 (pos.22428658) adenocarcinoma,neoplasmSorbin and SH3 domains-containing 3actin filament organization,cell adhesion,cell-substrate adhesion,cytoskeleton,cytosol,focal adhesion,muscle contraction,negative regulation of transcription from RNA polymerase II promoter,nucleus,positive regulation of MAPK cascade,positive regulation of cytoskeleton organization,positive regulation of stress fiber assembly,protein binding,structural constituent of cytoskeleton,transcription factor binding,vinculin bindingT=0, C=73 T=0.0, C=1.0 0.00001 1150.15 73 T=0/0, C=26/47

chr8:22432377 A/A C A SNV SORBS3 SORBS3:utr_3:NM_005775.4 1 100 21 utr_3 NM_005775.4c.2152C>A p.? 0.37 SH3 domain,Sorbin homologous domain,Variant SH3 domainrs710098 YES 2.677E-1 (pos.22432377) Sorbin and SH3 domains-containing 3actin filament organization,cell adhesion,cell-substrate adhesion,cytoskeleton,cytosol,focal adhesion,muscle contraction,negative regulation of transcription from RNA polymerase II promoter,nucleus,positive regulation of MAPK cascade,positive regulation of cytoskeleton organization,positive regulation of stress fiber assembly,protein binding,structural constituent of cytoskeleton,transcription factor binding,vinculin bindingC=0, A=42 C=0.0, A=1.0 0.00001 685.217 42 C=0/0, A=15/27

chr4:7716932 C/C T C SNV SORCS2 SORCS2:exonic:NM_020777.2 1 100 17 missense NM_020777.2c.2146T>C p.Ser716Pro 0.39 0.3 74 0 BNR-Asp box repeat,PKD domain,Sortilin, neurotensin receptor 3,,Sortilin, neurotensin receptor 3, C-terminalrs6816604 0.0584 YES 9.995E-1 (pos.7716932) SORCS receptor 2integral component of membrane,membrane,neuropeptide receptor activity,neuropeptide signaling pathwayT=0, C=27 T=0.0, C=1.0 0.00001 383.082 27 T=0/0, C=17/10

chr6:155571113 G/G A G SNV TIAM2 TIAM2:intronic:NM_012454.3 1 100 intronic NM_012454.3c.3951+10A>Gp.? 0.11 PDZ domain (Also known as DHR or GLGF),PH domain,Pleckstrin homology domain,RhoGEF domainrs3011902 0.0051 YES 9.997E-1 (pos.155571113) T-cell lymphoma invasion and metastasis 2G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,cytosol,extracellular exosome,filopodium,growth cone,guanyl-nucleotide exchange factor activity,intracellular,intracellular signal transduction,lamellipodium,membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,regulation of Rho protein signal transduction,regulation of lipid metabolic process,regulation of molecular function,regulation of small GTPase mediated signal transduction,signal transducer activity, downstream of receptorMental Disorders;Substance-Related DisordersA=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=12/14

chr6:155572986 A/A G A SNV TIAM2 TIAM2:intronic:NM_012454.3 1 100 intronic NM_012454.3c.4061-93G>Ap.? 0.65 PDZ domain (Also known as DHR or GLGF),PH domain,Pleckstrin homology domain,RhoGEF domainrs3011899 YES T-cell lymphoma invasion and metastasis 2G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,cytosol,extracellular exosome,filopodium,growth cone,guanyl-nucleotide exchange factor activity,intracellular,intracellular signal transduction,lamellipodium,membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,regulation of Rho protein signal transduction,regulation of lipid metabolic process,regulation of molecular function,regulation of small GTPase mediated signal transduction,signal transducer activity, downstream of receptorMental Disorders;Substance-Related DisordersG=0, A=20 G=0.0, A=1.0 0.00001 263.748 20 G=0/0, A=11/9

chr6:155574207 C/C T C SNV TIAM2 TIAM2:intronic:NM_012454.3 1 100 intronic NM_012454.3c.4225+20T>Cp.? -1.01 PDZ domain (Also known as DHR or GLGF),PH domain,Pleckstrin homology domain,RhoGEF domainrs2274824,rs386707402 0.2542 YES 3.428E-1 (pos.155574207) T-cell lymphoma invasion and metastasis 2G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,cytosol,extracellular exosome,filopodium,growth cone,guanyl-nucleotide exchange factor activity,intracellular,intracellular signal transduction,lamellipodium,membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,regulation of Rho protein signal transduction,regulation of lipid metabolic process,regulation of molecular function,regulation of small GTPase mediated signal transduction,signal transducer activity, downstream of receptorMental Disorders;Substance-Related DisordersT=0, C=27 T=0.0, C=1.0 0.00001 389.988 27 T=0/0, C=19/8

chr4:7717012 G/A G A SNV SORCS2 SORCS2:exonic:NM_020777.2 1 57.14 17 synonymous NM_020777.2c.2226G>A p.(=) 0.54 0.7(COSM4003143),0.7(COSM4003144),0.7(COSM4003145)BNR-Asp box repeat,PKD domain,Sortilin, neurotensin receptor 3,,Sortilin, neurotensin receptor 3, C-terminalrs2285781 0.4231 YES 2.381E-1 (pos.7717012) acute_myeloid_leukaemia,neoplasmSORCS receptor 2integral component of membrane,membrane,neuropeptide receptor activity,neuropeptide signaling pathwayG=15, A=20 G=0.4286, A=0.5714 0.00001 218.71 35 G=8/7, A=8/12

chr11:121403229 C/C T C SNV SORL1 SORL1:exonic:NM_003105.5 1 100 12 synonymous NM_003105.5c.1653T>C p.(=) -0.55 Fibronectin type III domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class B,Sortilin, neurotensin receptor 3,,Sortilin, neurotensin receptor 3, C-terminalrs636588 0 1.0 (pos.121403229) Sortilin-related receptor, L(DLR class) A repeats-containingADP-ribosylation factor binding,Golgi apparatus,Golgi cisterna,Golgi membrane,amyloid-beta binding,cellular protein metabolic process,cholesterol metabolic process,early endosome,endoplasmic reticulum,endosome,endosome membrane,extracellular exosome,extracellular space,integral component of membrane,integral component of plasma membrane,lipid transport,low-density lipoprotein particle,low-density lipoprotein particle binding,low-density lipoprotein receptor activity,membrane,negative regulation of MAP kinase activity,negative regulation of amyloid-beta formation,negative regulation of aspartic-type endopeptidase activity involved in amyloid precursor protein catabolic process,negative regulation of metalloendopeptidase activity involved in amyloid precursor protein catabolic process,negative regulation of neurofibrillary tangle assembly,negative regulation of neurogenesis,negative regulation of neuron death,negative regulation of protein binding,negative regulation of protein oligomerization,negative regulatiAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Neoplasm Invasiveness;Neoplasms;Neoplastic Processes;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesT=0, C=27 T=0.0, C=1.0 0.00001 379.493 27 T=0/0, C=18/9

chr11:121437819 G/G C G SNV SORL1 SORL1:exonic:NM_003105.5 1 100 22 missense NM_003105.5c.3220C>G p.Gln1074Glu 3.17 1 29 0 Fibronectin type III domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class B,Sortilin, neurotensin receptor 3,,Sortilin, neurotensin receptor 3, C-terminalrs1699107 1.00E-04 1.0 (pos.121437819) Sortilin-related receptor, L(DLR class) A repeats-containingADP-ribosylation factor binding,Golgi apparatus,Golgi cisterna,Golgi membrane,amyloid-beta binding,cellular protein metabolic process,cholesterol metabolic process,early endosome,endoplasmic reticulum,endosome,endosome membrane,extracellular exosome,extracellular space,integral component of membrane,integral component of plasma membrane,lipid transport,low-density lipoprotein particle,low-density lipoprotein particle binding,low-density lipoprotein receptor activity,membrane,negative regulation of MAP kinase activity,negative regulation of amyloid-beta formation,negative regulation of aspartic-type endopeptidase activity involved in amyloid precursor protein catabolic process,negative regulation of metalloendopeptidase activity involved in amyloid precursor protein catabolic process,negative regulation of neurofibrillary tangle assembly,negative regulation of neurogenesis,negative regulation of neuron death,negative regulation of protein binding,negative regulation of protein oligomerization,negative regulatiAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Neoplasm Invasiveness;Neoplasms;Neoplastic Processes;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesC=0, G=53 C=0.0, G=1.0 0.00001 782.014 53 C=0/0, G=30/23

chr6:158516610 T/C T C SNV SYNJ2 SYNJ2:intronic:NM_003898.3 1 57.58 intronic NM_003898.3c.3745-40T>Cp.? 0.21 Domain of unknown function (DUF1866),Endonuclease/Exonuclease/phosphatase family,SacI homology domainrs142715550 0.0031 0.0 (pos.158516610) Synaptojanin 2RNA binding,axon,cytoskeleton,cytosol,membrane organization,membrane raft,phosphatidylinositol biosynthetic process,phosphatidylinositol dephosphorylation,phosphatidylinositol phosphate 4-phosphatase activity,phosphatidylinositol phosphate 5-phosphatase activity,phosphatidylinositol-3,5-bisphosphate 3-phosphatase activity,phosphatidylinositol-3,5-bisphosphate 5-phosphatase activity,phosphatidylinositol-3-phosphatase activity,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 5-phosphatase activity,plasma membrane,protein bindingBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesT=14, C=19 T=0.4242, C=0.5758 0.00001 204.391 33 T=9/5, C=10/9

chr11:121491782 A/A G A SNV SORL1 SORL1:exonic:NM_003105.5 1 100 44 missense NM_003105.5c.5899G>A p.Val1967Ile 1.66 1 29 0 Fibronectin type III domain,Low-density lipoprotein receptor domain class A,Low-density lipoprotein receptor repeat class B,Sortilin, neurotensin receptor 3,,Sortilin, neurotensin receptor 3, C-terminalrs1792120 1.00E-04 1.0 (pos.121491782) Sortilin-related receptor, L(DLR class) A repeats-containingADP-ribosylation factor binding,Golgi apparatus,Golgi cisterna,Golgi membrane,amyloid-beta binding,cellular protein metabolic process,cholesterol metabolic process,early endosome,endoplasmic reticulum,endosome,endosome membrane,extracellular exosome,extracellular space,integral component of membrane,integral component of plasma membrane,lipid transport,low-density lipoprotein particle,low-density lipoprotein particle binding,low-density lipoprotein receptor activity,membrane,negative regulation of MAP kinase activity,negative regulation of amyloid-beta formation,negative regulation of aspartic-type endopeptidase activity involved in amyloid precursor protein catabolic process,negative regulation of metalloendopeptidase activity involved in amyloid precursor protein catabolic process,negative regulation of neurofibrillary tangle assembly,negative regulation of neurogenesis,negative regulation of neuron death,negative regulation of protein binding,negative regulation of protein oligomerization,negative regulatiAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Neoplasm Invasiveness;Neoplasms;Neoplastic Processes;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=0, A=31 G=0.0, A=1.0 0.00001 469.76 31 G=0/0, A=16/15

chr7:16505341 C/C T C SNV SOSTDC1 SOSTDC1:utr_5:NM_015464.2 1 100 1 utr_5 NM_015464.2c.-48A>G p.? -0.14 Cystine-knot domain,DAN domain,Sclerostin (SOST)rs6945425 0.1356 YES 9.112E-1 (pos.16505341) Sclerostin domain-containing protein 1BMP binding,BMP receptor activity,BMP signaling pathway,Wnt signaling pathway,extracellular space,hair follicle morphogenesis,mammary gland bud morphogenesis,negative regulation of BMP signaling pathway,negative regulation of Wnt signaling pathway,negative regulation of canonical Wnt signaling pathway,negative regulation of cell fate commitment,negative regulation of determination of dorsal identity,negative regulation of myoblast differentiation,odontogenesis of dentin-containing tooth,pattern specification processT=0, C=32 T=0.0, C=1.0 0.00001 485.14 32 T=0/0, C=12/20

chr13:95364337 G/G T G SNV

SOX21,SOX2

1-AS1 SOX21-AS1:upstream:NR_046514.1, SOX21:utr_5:NM_007084.3 1
100

1 utr_5 NM_007084.3, NR_046514.1c.-34A>C p.? -0.86 HMG (high mobility group) box,HMG-box domain,SOX transcription factorrs2253604 0.1736 YES 6.504E-1 (pos.95364337) SRY-box 21 DNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cellular_component,hair follicle development,nucleus,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,stem cell differentiation,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingT=0, G=28 T=0.0, G=1.0 0.00001 408.711 28 T=0/0, G=10/18

chr6:158994577 G/G T G SNV TMEM181 TMEM181:intronic:NM_020823.1 1 100 intronic NM_020823.1c.523+22T>Gp.? 0.07 Wnt-binding factor required for Wnt secretionrs4709217 0.0064 1.0 (pos.158994577) Transmembrane protein 181integral component of membrane,pathogenesis,toxic substance bindingT=0, G=20 T=0.0, G=1.0 0.00001 249.085 20 T=0/0, G=9/11

chr6:159139270 C/T C T SNV SYTL3 SYTL3:intronic:NM_001242384.1 1 50 intronic NM_001242384.1c.720+27C>Tp.? -2.54 C2 domain,FYVE-type zinc fingerrs41267057 YES 4.167E-3 (pos.159139270) Rab GTPase binding,calcium ion binding,calcium ion-regulated exocytosis of neurotransmitter,calcium-dependent phospholipid binding,clathrin binding,exocytic vesicle,extrinsic component of plasma membrane,intracellular protein transport,neurexin family protein binding,plasma membrane,presynapse,regulation of calcium ion-dependent exocytosis,syntaxin binding,vesicle fusionC=21, T=21 C=0.5, T=0.5 0.00001 228.862 42 C=9/12, T=5/16

chr6:159188282 T/G T G SNV EZR EZR:intronic:NM_003379.4 1 50 intronic NM_003379.4c.1596+11A>Cp.? 0.42 Ezrin/radixin/moesin family,FERM C-terminal PH-like domain,FERM N-terminal domain,FERM central domainrs9364994 0.194 YES 6.84E-2 (pos.159188282) Ezrin ATPase binding,RNA binding,S100 protein binding,Schwann cell microvillus,T-tubule,TCR signalosome,actin binding,actin cytoskeleton,actin cytoskeleton reorganization,actin filament,actin filament binding,actin filament bundle assembly,apical part of cell,apical plasma membrane,astral microtubule organization,astrocyte projection,axon guidance,basolateral plasma membrane,brush border,cadherin binding,cell adhesion molecule binding,cell body,cell periphery,cell projection,cell tip,cellular protein complex localization,cellular response to cAMP,ciliary basal body,cortical cytoskeleton,cortical microtubule organization,cytoplasm,cytoplasmic side of apical plasma membrane,cytoskeletal anchoring at plasma membrane,cytoskeleton,cytosol,disordered domain specific binding,endosome,establishment of centrosome localization,establishment of endothelial barrier,establishment of epithelial cell apical/basal polarity,extracellular exosome,extracellular space,extrinsic component of membrane,fibrillar center,filopodium,filopodArthritis;Genital Diseases, Male;Genital Neoplasms, Male;Joint Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Osteoarthritis;Prostatic Diseases;Prostatic Neoplasms;Rheumatic Diseases;Urogenital NeoplasmsT=14, G=16 T=0.4667, G=0.5333 0.00001 172.219 32 T=9/5, G=15/1

chr17:70120551 C/C A C SNV SOX9 SOX9:utr_3:NM_000346.3 1 100 3 utr_3 NM_000346.3c.1553A>C p.? -3.25 HMG (high mobility group) box,HMG-box domain,Sox developmental protein N terminalrs1042667 0.4445 YES 5.343E-1 (pos.70120551) SRY (sex-determining region Y)-box 9DNA binding transcription factor activity,ERK1 and ERK2 cascade,Harderian gland development,Notch signaling pathway,Sertoli cell development,Sertoli cell differentiation,astrocyte fate commitment,bHLH transcription factor binding,beta-catenin binding,branching involved in ureteric bud morphogenesis,bronchus cartilage development,cAMP-mediated signaling,cartilage condensation,cartilage development,cell fate specification,cell-cell adhesion,cellular response to BMP stimulus,cellular response to epidermal growth factor stimulus,cellular response to heparin,cellular response to interleukin-1,cellular response to mechanical stimulus,cellular response to retinoic acid,cellular response to transforming growth factor beta stimulus,chondrocyte differentiation,chondrocyte differentiation involved in endochondral bone morphogenesis,chondrocyte hypertrophy,chromatin binding,chromatin remodeling,cochlea morphogenesis,core promoter sequence-specific DNA binding,cytoskeleton organization,endocardial cushion morphogenesis,en46, XX Disorders of Sex Development;46, XX Testicular Disorders of Sex Development;46, XY Disorders of Sex Development;Campomelic Dysplasia;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gonadal Disorders;Gonadal Dysgenesis;Gonadal Dysgenesis, 46,XY;Hand Deformities;Hand Deformities, Congenital;Jaw Abnormalities;Jaw Diseases;Limb Deformities, Congenital;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Maxillofacial Abnormalities;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Neurodevelopmental Disorders;Ovotesticular Disorders of Sex Development;Pierre Robin Syndrome;Stomatognathic Diseases;Stomatognathic System Abnormalities;Upper Extremity Deformities, CongeBenign A=0, C=57 A=0.0, C=1.0 0.00001 849.584 57 A=0/0, C=30/27

chr12:53777171 G/G A G SNV SP1 SP1:exonic:NM_138473.2 1 100 3 synonymous NM_138473.2c.1440A>G p.(=) 2.46 0.48(COSM3998856)C2H2-type zinc finger,Zinc finger, C2H2 typers3741651 0.1751 YES 1.996E-1 (pos.53777171) acute_myeloid_leukaemiaPregnancy-specific beta-1-glycoprotein-1,Sp1 transcription factorDNA binding,DNA binding transcription factor activity,HMG box domain binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II repressing transcription factor binding,bHLH transcription factor binding,cellular response to insulin stimulus,core promoter sequence-specific DNA binding,cytoplasm,double-stranded DNA binding,histone acetyltransferase binding,histone deacetylase binding,metal ion binding,nuclear chromatin,nucleoplasm,nucleus,positive regulation by host of viral transcription,positive regulation of hydrogen sulfide biosynthetic process,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein C-terminus binding,protein binding,protein homodimerization activity,protein-DNA complex,regulation of cholesterol biosynthetic process,regulation of phenotypic switching by transcription from RNA polymerase II promoter,regulation oCarcinogenesis;Cell Transformation, Neoplastic;Glucose Metabolism Disorders;Hyperglycemia;Metabolic Diseases;Neoplasm Invasiveness;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Nutritional and Metabolic Diseases;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue DiseasesA=0, G=37 A=0.0, G=1.0 0.00001 583.707 37 A=0/0, G=17/20

chr2:231406680 C/C T C SNV SP100 SP100:exonic:NM_001080391.1 1 100 28 missense NM_001080391.1c.2477T>C p.Met826Thr -2.34 0.58 81 0.004 0.02(COSM4001536)Bromodomain,HSR domain,SAND domainrs836237 0.145 YES 4.564E-1 (pos.231406680)acute_myeloid_leukaemiaNuclear antigen SP100DNA binding,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,Mre11 complex,PML body,chromo shadow domain binding,cytoplasm,identical protein binding,interferon-gamma-mediated signaling pathway,kinase binding,maintenance of protein location,metal ion binding,negative regulation of DNA binding,negative regulation of DNA binding transcription factor activity,negative regulation of cellular component movement,negative regulation of endothelial cell migration,negative regulation of nucleic acid-templated transcription,negative regulation of protein export from nucleus,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,negative regulation of viral transcription,nuclear body,nuclear chromosome, telomeric region,nuclear periphery,nucleolus,nucleoplasm,nucleus,positive regulation of DNA binding transcription factor activity,positive regulation of transcription, DNA-templated,protein bindT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=10/11

chr2:231407663 T/T C T SNV SP100 SP100:utr_3:NM_001080391.1 1 100 29 utr_3 NM_001080391.1c.2660C>T p.? -0.04 Bromodomain,HSR domain,SAND domainrs9288668 0.4555 YES 2.355E-1 (pos.231407663) Nuclear antigen SP100DNA binding,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,Mre11 complex,PML body,chromo shadow domain binding,cytoplasm,identical protein binding,interferon-gamma-mediated signaling pathway,kinase binding,maintenance of protein location,metal ion binding,negative regulation of DNA binding,negative regulation of DNA binding transcription factor activity,negative regulation of cellular component movement,negative regulation of endothelial cell migration,negative regulation of nucleic acid-templated transcription,negative regulation of protein export from nucleus,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,negative regulation of viral transcription,nuclear body,nuclear chromosome, telomeric region,nuclear periphery,nucleolus,nucleoplasm,nucleus,positive regulation of DNA binding transcription factor activity,positive regulation of transcription, DNA-templated,protein bindC=0, T=25 C=0.0, T=1.0 0.00001 353.018 25 C=0/0, T=13/12

chr2:231050715 G/G A G SNV SP110 SP110:exonic:NM_080424.2 1 100 11 missense NM_080424.2c.1274T>C p.Leu425Ser -0.36 0.21 145 0 HSR domain,SAND domainrs3948464 0.129 YES 9.968E-1;0.0 (pos.231050715) SP110 nuclear body protein (interferon-induced protein 41, 30kD; interferon-induced protein 75, 52kD)DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,signal transducer activity,signal transduction,transcription, DNA-templated,viral processCardiovascular Diseases;Digestive System Diseases;Hemic and Lymphatic Diseases;Hepatic Veno-Occlusive Disease;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Liver Diseases;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Vascular DiseasesConflicting interpretations of pathogenicityA=0, G=24 A=0.0, G=1.0 0.00001 334.787 24 A=0/0, G=15/9

chr2:231077725 G/G A G SNV SP110 SP110:exonic:NM_080424.2 1 100 4 missense NM_080424.2c.334T>C p.Trp112Arg -0.19 0.91 101 0.003 HSR domain,SAND domainrs1129411 0.1165 YES 9.977E-1 (pos.231077725) SP110 nuclear body protein (interferon-induced protein 41, 30kD; interferon-induced protein 75, 52kD)DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,signal transducer activity,signal transduction,transcription, DNA-templated,viral processCardiovascular Diseases;Digestive System Diseases;Hemic and Lymphatic Diseases;Hepatic Veno-Occlusive Disease;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Liver Diseases;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Vascular DiseasesBenign A=0, G=20 A=0.0, G=1.0 0.00001 263.785 20 A=0/0, G=15/5

chr6:159659523 G/G A G SNV FNDC1 FNDC1:intronic:NM_032532.2 1 100 intronic NM_032532.2c.4069-63A>Gp.? 0.01 Fibronectin type III domainrs450538 YES Fibronectin type III domain-containing protein 1extracellular region,nuclear speckCardiovascular Diseases;Coronary Disease;Heart Diseases;Myocardial Ischemia;Vascular DiseasesA=0, G=25 A=0.0, G=1.0 0.00001 339.451 25 A=0/0, G=14/11

chr6:159682206 T/T C T SNV FNDC1 FNDC1:intronic:NM_032532.2 1 100 intronic NM_032532.2c.5175-16C>Tp.? 1.12 Fibronectin type III domainrs294883,rs769006969 0.2648 YES 0.0;0.0 (pos.159682198),5.935E-1 (pos.159682206)Fibronectin type III domain-containing protein 1extracellular region,nuclear speckCardiovascular Diseases;Coronary Disease;Heart Diseases;Myocardial Ischemia;Vascular DiseasesC=0, T=28 C=0.0, T=1.0 0.00001 408.463 28 C=0/0, T=15/13

chr2:231149108 A/A G A SNV SP140 SP140:exonic:NM_007237.4 1 100 16 missense NM_007237.4c.1546G>A p.Glu516Lys -0.45 1 56 0 Bromodomain,HSR domain,SAND domainrs4972946 0.0801 YES 9.986E-1 (pos.231149108) DNA binding,DNA binding transcription factor activity,PML body,defense response,fibrillar center,metal ion binding,mitochondrion,nuclear envelope,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templatedAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Crohn Disease;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Inflammatory Bowel Diseases;Intestinal Diseases;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Multiple Sclerosis;Neoplasms;Neoplasms by Histologic Type;Nervous System DiseasesG=0, A=27 G=0.0, A=1.0 0.00001 387.181 27 G=0/0, A=14/13

chr12:53722098 G/G A G SNV SP7 SP7:exonic:NM_152860.1 1 100 2 synonymous NM_152860.1c.1128T>C p.(=) -0.47 0.02(COSM4147243)Zinc finger, C2H2 typers7138938 7.00E-04 YES 9.995E-1 (pos.53722098) neoplasm Transcription factor Sp7DEAD/H-box RNA helicase binding,DNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cytoplasm,hematopoietic stem cell differentiation,metal ion binding,nucleus,osteoblast differentiation,positive regulation of stem cell differentiation,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingBone Diseases;Bone Diseases, Developmental;Collagen Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Genetic Diseases, Inborn;Musculoskeletal Diseases;Osteochondrodysplasias;Osteogenesis Imperfecta;Skin and Connective Tissue DiseasesBenign A=0, G=104 A=0.0, G=1.0 0.00001 1626.74 104 A=0/0, G=42/62

chr6:160677614 C/C G C SNV SLC22A2 SLC22A2:intronic:NM_003058.3 1 100 intronic NM_003058.3c.518+32C>Gp.? -1.07 Major Facilitator Superfamily,Sugar (and other) transporterrs2774230 0.2372 YES 8.662E-1;0.0 (pos.160677614) Solute carrier family 22 (organic cation transporter), member 2acetate ester transport,acetylcholine transmembrane transporter activity,ammonium transmembrane transport,body fluid secretion,dopamine transmembrane transporter activity,dopamine transport,drug transmembrane transport,extracellular exosome,integral component of membrane,integral component of plasma membrane,membrane,neurotransmitter biosynthetic process,neurotransmitter secretion,neurotransmitter transport,neurotransmitter transporter activity,norepinephrine transmembrane transporter activity,norepinephrine transport,organic anion transmembrane transporter activity,organic anion transport,organic cation transmembrane transporter activity,organic cation transport,plasma membrane,presynapse,quaternary ammonium group transmembrane transporter activity,quaternary ammonium group transport,secondary active organic cation transmembrane transporter activity,transmembrane transport,transmembrane transporter activityBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Urologic DiseasesAgmatine,Amantadine,Amiloride,Aminohippuric acid,Chlorphenamine,Choline,Cimetidine,Cisplatin,Cladribine,Cocaine,Cytarabine,Daunorubicin,Desipramine,Dexchlorpheniramine maleate,Dinoprost Tromethamine,Dinoprostone,Diphenhydramine,Disopyramide,Dopamine,Epinephrine,Estradiol,Famotidine,Flurazepam,Grepafloxacin,Guanidine,Histamine,Imatinib,Imipramine,Lamivudine,Levofloxacin,Memantine,Metformin,Metoprolol,Nafamostat,Nicotine,Norepinephrine,Oxaliplatin,Oxprenolol,Pancuronium,Phenformin,Phenoxybenzamine,Pimagedine,Pramipexole,Prazosin,Probenecid,Procainamide,Progesterone,Propranolol,Quinacrine,Quinidine,Quinine,Reserpine,Tetraethylammonium,Thiamine,Tubocurarine,Vinblastine,ZidovudineG=0, C=327 G=0.0, C=1.0 0.00001 5467.72 327 G=0/0, C=158/169

chr12:53722128 A/A G A SNV SP7 SP7:exonic:NM_152860.1 1 100 2 synonymous NM_152860.1c.1098C>T p.(=) 0.24 0.73(COSM4147244)Zinc finger, C2H2 typers7139272 0.0157 YES 9.629E-1 (pos.53722128) neoplasm Transcription factor Sp7DEAD/H-box RNA helicase binding,DNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cytoplasm,hematopoietic stem cell differentiation,metal ion binding,nucleus,osteoblast differentiation,positive regulation of stem cell differentiation,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingBone Diseases;Bone Diseases, Developmental;Collagen Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Genetic Diseases, Inborn;Musculoskeletal Diseases;Osteochondrodysplasias;Osteogenesis Imperfecta;Skin and Connective Tissue DiseasesBenign G=0, A=105 G=0.0, A=1.0 0.00001 1644.56 105 G=0/0, A=42/63

chr6:161137663 G/G T G SNV PLG PLG:intronic:NM_000301.3 1 100 intronic NM_000301.3c.669-14T>Gp.? 3.53 Domain of unknown function (DUF1986),Kringle domain,PAN domain,Trypsin,Trypsin-like peptidase domainrs4252109 0.3009 YES 6.998E-4 (pos.161137663) Plasminogenapolipoprotein binding,blood coagulation,blood microparticle,cell surface,cellular protein metabolic process,chaperone binding,endopeptidase activity,enzyme binding,extracellular exosome,extracellular matrix disassembly,extracellular region,extracellular space,extrinsic component of external side of plasma membrane,fibrinolysis,interaction with symbiont,interaction with symbiont via secreted substance involved in symbiotic interaction,intracellular membrane-bounded organelle,kinase binding,labyrinthine layer blood vessel development,modification by host of symbiont morphology or physiology via secreted substance,mononuclear cell migration,muscle cell cellular homeostasis,myoblast differentiation,negative regulation of cell proliferation,negative regulation of cell-cell adhesion mediated by cadherin,negative regulation of cell-substrate adhesion,negative regulation of fibrinolysis,other organism cell membrane,plasma membrane,platelet alpha granule lumen,platelet degranulation,positive regulation of fibrinolysiBlood Coagulation Disorders;Cardiovascular Diseases;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Conjunctival Diseases;Conjunctivitis;Digestive System Diseases;Drug-Induced Liver Injury;Embolism and Thrombosis;Eye Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypertension;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Thrombosis;Vascular Diseases;Venous ThrombosisAlteplase,Aminocaproic Acid,Anistreplase,Aprotinin,Bicine,Desmoteplase,Gabexate,Reteplase,Streptokinase,Tenecteplase,Tranexamic Acid,UrokinaseT=0, G=35 T=0.0, G=1.0 0.00001 543.827 35 T=0/0, G=22/13

chr6:161143376 G/G A G SNV PLG PLG:intronic:NM_000301.3 1 100 intronic NM_000301.3c.1097-64A>Gp.? 0.37 Domain of unknown function (DUF1986),Kringle domain,PAN domain,Trypsin,Trypsin-like peptidase domainrs4252117 YES Plasminogenapolipoprotein binding,blood coagulation,blood microparticle,cell surface,cellular protein metabolic process,chaperone binding,endopeptidase activity,enzyme binding,extracellular exosome,extracellular matrix disassembly,extracellular region,extracellular space,extrinsic component of external side of plasma membrane,fibrinolysis,interaction with symbiont,interaction with symbiont via secreted substance involved in symbiotic interaction,intracellular membrane-bounded organelle,kinase binding,labyrinthine layer blood vessel development,modification by host of symbiont morphology or physiology via secreted substance,mononuclear cell migration,muscle cell cellular homeostasis,myoblast differentiation,negative regulation of cell proliferation,negative regulation of cell-cell adhesion mediated by cadherin,negative regulation of cell-substrate adhesion,negative regulation of fibrinolysis,other organism cell membrane,plasma membrane,platelet alpha granule lumen,platelet degranulation,positive regulation of fibrinolysiBlood Coagulation Disorders;Cardiovascular Diseases;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Conjunctival Diseases;Conjunctivitis;Digestive System Diseases;Drug-Induced Liver Injury;Embolism and Thrombosis;Eye Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypertension;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Thrombosis;Vascular Diseases;Venous ThrombosisAlteplase,Aminocaproic Acid,Anistreplase,Aprotinin,Bicine,Desmoteplase,Gabexate,Reteplase,Streptokinase,Tenecteplase,Tranexamic Acid,UrokinaseA=0, G=40 A=0.0, G=1.0 0.00001 644.286 40 A=0/0, G=17/23

chr6:161143608 C/C T C SNV PLG PLG:intronic:NM_000301.3 1 100 intronic NM_000301.3c.1256+9T>Cp.? 1.98 Domain of unknown function (DUF1986),Kringle domain,PAN domain,Trypsin,Trypsin-like peptidase domainrs4252120 0.303 YES 6.933E-4 (pos.161143608) Plasminogenapolipoprotein binding,blood coagulation,blood microparticle,cell surface,cellular protein metabolic process,chaperone binding,endopeptidase activity,enzyme binding,extracellular exosome,extracellular matrix disassembly,extracellular region,extracellular space,extrinsic component of external side of plasma membrane,fibrinolysis,interaction with symbiont,interaction with symbiont via secreted substance involved in symbiotic interaction,intracellular membrane-bounded organelle,kinase binding,labyrinthine layer blood vessel development,modification by host of symbiont morphology or physiology via secreted substance,mononuclear cell migration,muscle cell cellular homeostasis,myoblast differentiation,negative regulation of cell proliferation,negative regulation of cell-cell adhesion mediated by cadherin,negative regulation of cell-substrate adhesion,negative regulation of fibrinolysis,other organism cell membrane,plasma membrane,platelet alpha granule lumen,platelet degranulation,positive regulation of fibrinolysiBlood Coagulation Disorders;Cardiovascular Diseases;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Conjunctival Diseases;Conjunctivitis;Digestive System Diseases;Drug-Induced Liver Injury;Embolism and Thrombosis;Eye Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypertension;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Thrombosis;Vascular Diseases;Venous ThrombosisAlteplase,Aminocaproic Acid,Anistreplase,Aprotinin,Bicine,Desmoteplase,Gabexate,Reteplase,Streptokinase,Tenecteplase,Tranexamic Acid,UrokinaseT=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=15/10

chr8:7308386 C/C T C SNV SPAG11B SPAG11B:exonic:NM_058200.2 1 100 3 missense NM_058200.2c.251A>G p.His84Arg 0.26 0.54 29 0 0.01(COSM4590573)Beta defensin,Sperm antigen HE2rs1042797 YES 5.616E-1;0.0 (pos.7308386)squamous_cell_carcinoma antimicrobial humoral immune response mediated by antimicrobial peptide,cytolysis in other organism,extracellular region,molecular_function,spermatogenesisT=0, C=35 T=0.0, C=1.0 0.00001 543.902 35 T=0/0, C=16/19

chr6:161152294 G/G A G SNV PLG PLG:intronic:NM_000301.3 1 100 intronic NM_000301.3c.1438+30A>Gp.? -1.36 Domain of unknown function (DUF1986),Kringle domain,PAN domain,Trypsin,Trypsin-like peptidase domainrs4252126 0.3026 YES 7.004E-4 (pos.161152294) Plasminogenapolipoprotein binding,blood coagulation,blood microparticle,cell surface,cellular protein metabolic process,chaperone binding,endopeptidase activity,enzyme binding,extracellular exosome,extracellular matrix disassembly,extracellular region,extracellular space,extrinsic component of external side of plasma membrane,fibrinolysis,interaction with symbiont,interaction with symbiont via secreted substance involved in symbiotic interaction,intracellular membrane-bounded organelle,kinase binding,labyrinthine layer blood vessel development,modification by host of symbiont morphology or physiology via secreted substance,mononuclear cell migration,muscle cell cellular homeostasis,myoblast differentiation,negative regulation of cell proliferation,negative regulation of cell-cell adhesion mediated by cadherin,negative regulation of cell-substrate adhesion,negative regulation of fibrinolysis,other organism cell membrane,plasma membrane,platelet alpha granule lumen,platelet degranulation,positive regulation of fibrinolysiBlood Coagulation Disorders;Cardiovascular Diseases;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Conjunctival Diseases;Conjunctivitis;Digestive System Diseases;Drug-Induced Liver Injury;Embolism and Thrombosis;Eye Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypertension;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Thrombosis;Vascular Diseases;Venous ThrombosisAlteplase,Aminocaproic Acid,Anistreplase,Aprotinin,Bicine,Desmoteplase,Gabexate,Reteplase,Streptokinase,Tenecteplase,Tranexamic Acid,UrokinaseA=0, G=30 A=0.0, G=1.0 0.00001 446.638 30 A=0/0, G=8/22

chr1:118693217 C/C T C SNV SPAG17 SPAG17:exonic:NM_206996.3 1 100 3 synonymous NM_206996.3c.264A>G p.(=) -0.49 0.06(COSM423590)Flagellar-associated PapD-likers1935992 0.218 YES 3.825E-1 (pos.118693217)acute_myeloid_leukaemia,carcinomaSperm-associated antigen 17axonemal central apparatus,axonemal central apparatus assembly,cytosol,epithelial cilium movement,microtubule,motile cilium,nucleoplasmT=0, C=35 T=0.0, C=1.0 0.00001 525.249 35 T=0/0, C=9/26



chr6:161502094 C/T C T SNV MAP3K4 MAP3K4:intronic:NM_005922.3 1 96.77 intronic NM_005922.3c.2255+24C>Tp.? -3.08 Kinase-like,Protein kinase domain,Protein tyrosine kinasers9347479 0.2572 YES 9.957E-1 (pos.161502094) Mitogen-activated protein kinase kinase kinase 4ATP binding,MAP kinase kinase kinase activity,MAPK cascade,activation of MAPKK activity,chorionic trophoblast cell differentiation,cytoplasm,intracellular signal transduction,male germ-line sex determination,metal ion binding,perinuclear region of cytoplasm,placenta development,positive regulation of JUN kinase activity,positive regulation of p38MAPK cascade,positive regulation of telomerase activity,positive regulation of telomere capping,positive regulation of telomere maintenance via telomerase,protein binding,protein kinase activity,protein phosphorylation,regulation of apoptotic process,regulation of gene expression,regulation of mitotic cell cycle,response to UV-CEndometrial Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Neoplasms;Neoplasms by Site;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsC=1, T=30 C=0.0323, T=0.9677 0.00001 416.541 31 C=1/0, T=15/15

chr6:161531006 C/C G C SNV MAP3K4 MAP3K4:intronic:NM_005922.3 1 100 intronic NM_005922.3c.4396+60G>Cp.? 0.87 Kinase-like,Protein kinase domain,Protein tyrosine kinasers4709493 YES Mitogen-activated protein kinase kinase kinase 4ATP binding,MAP kinase kinase kinase activity,MAPK cascade,activation of MAPKK activity,chorionic trophoblast cell differentiation,cytoplasm,intracellular signal transduction,male germ-line sex determination,metal ion binding,perinuclear region of cytoplasm,placenta development,positive regulation of JUN kinase activity,positive regulation of p38MAPK cascade,positive regulation of telomerase activity,positive regulation of telomere capping,positive regulation of telomere maintenance via telomerase,protein binding,protein kinase activity,protein phosphorylation,regulation of apoptotic process,regulation of gene expression,regulation of mitotic cell cycle,response to UV-CEndometrial Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Neoplasms;Neoplasms by Site;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsG=0, C=38 G=0.0, C=1.0 0.00001 603.785 38 G=0/0, C=8/30

chr6:161532855 C/C CT C INDEL MAP3K4 MAP3K4:intronic:NM_005922.3 1 100 intronic NM_005922.3c.4397-13CT>Cp.? -3.69, 0.15 Kinase-like,Protein kinase domain,Protein tyrosine kinasers139755069,rs35961625,rs397686339,rs752225855YES 0.0 (pos.161532852),9.939E-1 (pos.161532855)Mitogen-activated protein kinase kinase kinase 4ATP binding,MAP kinase kinase kinase activity,MAPK cascade,activation of MAPKK activity,chorionic trophoblast cell differentiation,cytoplasm,intracellular signal transduction,male germ-line sex determination,metal ion binding,perinuclear region of cytoplasm,placenta development,positive regulation of JUN kinase activity,positive regulation of p38MAPK cascade,positive regulation of telomerase activity,positive regulation of telomere capping,positive regulation of telomere maintenance via telomerase,protein binding,protein kinase activity,protein phosphorylation,regulation of apoptotic process,regulation of gene expression,regulation of mitotic cell cycle,response to UV-CEndometrial Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Neoplasms;Neoplasms by Site;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsCT=0, C=20 CT=0.0, C=1.0 0.00001 224.407 20 CT=0/0, C=9/11

chrX:142795438 T/T G T SNV SPANXN2 SPANXN2:exonic:NM_001009615.2 1 100 2 synonymous NM_001009615.2c.240C>A p.(=) -3.53 Sperm protein associated with nucleus, mapped to X chromosomers5908761 0.1183 YES 2.042E-1;0.0 (pos.142795438) SPANX family, member N2 G=0, T=59 G=0.0, T=1.0 0.00001 856.607 59 G=0/0, T=11/48

chr6:161570203 T/T A T SNV AGPAT4 AGPAT4:intronic:NM_020133.2 1 100 intronic NM_020133.2c.767+16T>Ap.? 0.9 Acyltransferase,Acyltransferase C-terminusrs749013 0.0477 YES 0.0;0.0 (pos.161570203) 1-acylglycerol-3-phosphate O-acyltransferase 41-acylglycerol-3-phosphate O-acyltransferase activity,CDP-diacylglycerol biosynthetic process,endoplasmic reticulum membrane,integral component of membrane,phosphatidic acid biosynthetic process,phospholipid biosynthetic process,protein binding,transferase activity, transferring acyl groupsA=0, T=24 A=0.0, T=1.0 0.00001 334.767 24 A=0/0, T=8/16

chrX:52825471 G/G A G SNV SPANXN5 SPANXN5:utr_3:NM_001009616.3 1 100 2 utr_3 NM_001009616.3c.276T>C p.? -3.1 Sperm protein associated with nucleus, mapped to X chromosomers2806837 YES SPANX family, member N5 A=0, G=39 A=0.0, G=1.0 0.00001 623.98 39 A=0/0, G=26/13

chr6:165693624 T/T C T SNV C6orf118 C6orf118:intronic:NM_144980.3 1 100 intronic NM_144980.3c.1357-25G>Ap.? -2.25 Translin-associated factor X-interacting N-terminusrs1413100 0.3989 YES 5.429E-1 (pos.165693624) C=0, T=43 C=0.0, T=1.0 0.00001 705.844 43 C=0/0, T=14/29

chrX:52825546 G/G C G SNV SPANXN5 SPANXN5:exonic:NM_001009616.3 1 100 2 synonymous NM_001009616.3c.201G>C p.(=) 0.19 Sperm protein associated with nucleus, mapped to X chromosomers2806838 0.0296 YES 1.0;0.0 (pos.52825546) SPANX family, member N5 C=0, G=37 C=0.0, G=1.0 0.00001 583.688 37 C=0/0, G=23/14

chr6:165845027 A/A AATATACTATATATCA INDEL PDE10A PDE10A:intronic:NM_001130690.2 14 100 intronic NM_001130690.2c.694-67GATATATAGTATATT>Tp.? 2.92, -0.24, 0.53, 0.88, -0.06, -0.3, 0.08, 0.08, 0.92, 0.95, 0.05, 0.86, 0.95, 0.08, 0.423'5'-cyclic nucleotide phosphodiesterase,GAF domainrs1021936260,rs1038794820,rs13193003,rs148704004,rs540334959,rs56194933,rs760076096,rs9666666530.3409 YES Phosphodiesterase 10A3',5'-cyclic-AMP phosphodiesterase activity,3',5'-cyclic-GMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,G-protein coupled receptor signaling pathway,cAMP binding,cAMP catabolic process,cGMP binding,cGMP catabolic process,cGMP-stimulated cyclic-nucleotide phosphodiesterase activity,cytosol,drug binding,membrane,metal ion binding,perikaryon,regulation of cAMP-mediated signaling,regulation of protein kinase A signalingAttention Deficit and Disruptive Behavior Disorders;Conduct Disorder;Mental Disorders;Neurodevelopmental Disorders2-({4-4-(pyridin-4-ylmethyl)-1H-pyrazol-3-ylphenoxy}methyl)quinoline,2-{4-(1-methyl-4-pyridin-4-yl-1H-pyrazol-3-yl)phenoxymethyl}quinoline,2-{4-(4-pyridin-4-yl-1H-pyrazol-3-yl)phenoxymethyl}quinoline,4,5-bis(4-methoxyphenyl)-2-thiophen-2-yl-1H-imidazole,6,7-DIMETHOXY-4-(3R)-3-(2-NAPHTHYLOXY)PYRROLIDIN-1-YLQUINAZOLINE,6,7-DIMETHOXY-4-(3R)-3-(QUINOXALIN-2-YLOXY)PYRROLIDIN-1-YLQUINAZOLINE,Caffeine,Dipyridamole,Papaverine,Tofisopam,Trapidil,TriflusalAATATACTATATATC=0, A=30AATATACTATATATC=0.0, A=1.00.00001 446.639 30 AATATACTATATATC=0/0, A=19/11

chr6:165845139 A/A T A SNV PDE10A PDE10A:intronic:NM_001130690.2 1 100 intronic NM_001130690.2c.694-179A>Tp.? -0.28 3'5'-cyclic nucleotide phosphodiesterase,GAF domainrs13211782 YES Phosphodiesterase 10A3',5'-cyclic-AMP phosphodiesterase activity,3',5'-cyclic-GMP phosphodiesterase activity,3',5'-cyclic-nucleotide phosphodiesterase activity,G-protein coupled receptor signaling pathway,cAMP binding,cAMP catabolic process,cGMP binding,cGMP catabolic process,cGMP-stimulated cyclic-nucleotide phosphodiesterase activity,cytosol,drug binding,membrane,metal ion binding,perikaryon,regulation of cAMP-mediated signaling,regulation of protein kinase A signalingAttention Deficit and Disruptive Behavior Disorders;Conduct Disorder;Mental Disorders;Neurodevelopmental Disorders2-({4-4-(pyridin-4-ylmethyl)-1H-pyrazol-3-ylphenoxy}methyl)quinoline,2-{4-(1-methyl-4-pyridin-4-yl-1H-pyrazol-3-yl)phenoxymethyl}quinoline,2-{4-(4-pyridin-4-yl-1H-pyrazol-3-yl)phenoxymethyl}quinoline,4,5-bis(4-methoxyphenyl)-2-thiophen-2-yl-1H-imidazole,6,7-DIMETHOXY-4-(3R)-3-(2-NAPHTHYLOXY)PYRROLIDIN-1-YLQUINAZOLINE,6,7-DIMETHOXY-4-(3R)-3-(QUINOXALIN-2-YLOXY)PYRROLIDIN-1-YLQUINAZOLINE,Caffeine,Dipyridamole,Papaverine,Tofisopam,Trapidil,TriflusalT=0, A=30 T=0.0, A=1.0 0.00001 446.639 30 T=0/0, A=16/14

chr4:88401616 G/G A G SNV SPARCL1 SPARCL1:exonic:NM_004684.5 1 100 9 synonymous NM_004684.5c.1725T>C p.(=) -0.09 0.35(COSM5468381)Follistatin/Osteonectin-like EGF domain,Kazal-type serine protease inhibitor domain,Secreted protein acidic and rich in cysteine Ca binding regionrs9933 0.3914 YES 6.499E-1 (pos.88401616) adenocarcinoma anatomical structure development,calcium ion binding,cellular protein metabolic process,collagen binding,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix binding,extracellular region,extracellular space,post-translational protein modification,protein binding,proteinaceous extracellular matrix,signal transductionBrain Diseases;Central Nervous System Diseases;Endometriosis;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Nervous System DiseasesA=0, G=141 A=0.0, G=1.0 0.00001 2362.67 141 A=0/0, G=40/101

chr6:166739684 A/A G A SNV SFT2D1 SFT2D1:intronic:NM_145169.2 1 100 intronic NM_145169.2c.316-29C>Tp.? -0.8 Got1/Sft2-like familyrs10806847 0.2435 YES 9.34E-1 (pos.166739684) integral component of membrane,membrane,protein transport,vesicle-mediated transportG=0, A=21 G=0.0, A=1.0 0.00001 281.205 21 G=0/0, A=11/10

chr4:88415636 C/C G C SNV SPARCL1 SPARCL1:exonic:NM_004684.5 1 100 4 missense NM_004684.5c.316C>G p.His106Asp 0.94 1 81 0 0(COSM149708)Follistatin/Osteonectin-like EGF domain,Kazal-type serine protease inhibitor domain,Secreted protein acidic and rich in cysteine Ca binding regionrs1049544 0.3717 YES 4.353E-1 (pos.88415636) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,rhabdomyosarcomaanatomical structure development,calcium ion binding,cellular protein metabolic process,collagen binding,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix binding,extracellular region,extracellular space,post-translational protein modification,protein binding,proteinaceous extracellular matrix,signal transductionBrain Diseases;Central Nervous System Diseases;Endometriosis;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Nervous System DiseasesG=0, C=45 G=0.0, C=1.0 0.00001 747.392 45 G=0/0, C=22/23

chr6:166827436 C/C T C SNV RPS6KA2 RPS6KA2:intronic:NM_001006932.2 1 100 intronic NM_001006932.2c.1963-17A>Gp.? -0.87 Kinase-like,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers2235295 0.3192 YES 7.844E-1 (pos.166827436) Ribosomal protein S6 kinase, 90kD, 2ATP binding,brain renin-angiotensin system,cardiac muscle cell apoptotic process,cellular response to carbohydrate stimulus,cytoplasm,cytosol,heart contraction,heart development,intracellular signal transduction,kinase activity,magnesium ion binding,negative regulation of cell cycle,negative regulation of cell proliferation,negative regulation of meiotic nuclear division,nucleoplasm,nucleus,oocyte maturation,peptidyl-serine phosphorylation,positive regulation of apoptotic process,positive regulation of gene expression,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine/tyrosine kinase activity,regulation of protein processing,ribosomal protein S6 kinase activity,ribosome,signal transduction,spindleDental Caries;Stomatognathic Diseases;Tooth Demineralization;Tooth DiseasesT=0, C=58 T=0.0, C=1.0 0.00001 867.385 58 T=0/0, C=27/31

chr6:166831694 T/T C T SNV RPS6KA2 RPS6KA2:intronic:NM_001006932.2 1 100 intronic NM_001006932.2c.1962+19G>Ap.? -1.72 Kinase-like,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers10946164 0.4558 YES 2.05E-1 (pos.166831694) Ribosomal protein S6 kinase, 90kD, 2ATP binding,brain renin-angiotensin system,cardiac muscle cell apoptotic process,cellular response to carbohydrate stimulus,cytoplasm,cytosol,heart contraction,heart development,intracellular signal transduction,kinase activity,magnesium ion binding,negative regulation of cell cycle,negative regulation of cell proliferation,negative regulation of meiotic nuclear division,nucleoplasm,nucleus,oocyte maturation,peptidyl-serine phosphorylation,positive regulation of apoptotic process,positive regulation of gene expression,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine/tyrosine kinase activity,regulation of protein processing,ribosomal protein S6 kinase activity,ribosome,signal transduction,spindleDental Caries;Stomatognathic Diseases;Tooth Demineralization;Tooth DiseasesC=0, T=66 C=0.0, T=1.0 0.00001 1015.35 66 C=0/0, T=37/29

chr4:88416188 T/T G T SNV SPARCL1 SPARCL1:exonic:NM_004684.5 1 100 3 missense NM_004684.5c.146C>A p.Ala49Asp 0.9 1 126 0 0.04(COSM149709)Follistatin/Osteonectin-like EGF domain,Kazal-type serine protease inhibitor domain,Secreted protein acidic and rich in cysteine Ca binding regionrs13051,rs764554828 0.3716 YES 0.0 (pos.88416182),4.346E-1 (pos.88416188)NS,acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinomaanatomical structure development,calcium ion binding,cellular protein metabolic process,collagen binding,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix binding,extracellular region,extracellular space,post-translational protein modification,protein binding,proteinaceous extracellular matrix,signal transductionBrain Diseases;Central Nervous System Diseases;Endometriosis;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Nervous System DiseasesG=0, T=42 G=0.0, T=1.0 0.00001 685.22 42 G=0/0, T=21/21

chr4:88416223 G/G A G SNV SPARCL1 SPARCL1:exonic:NM_004684.5 1 100 3 synonymous NM_004684.5c.111T>C p.(=) -2 Follistatin/Osteonectin-like EGF domain,Kazal-type serine protease inhibitor domain,Secreted protein acidic and rich in cysteine Ca binding regionrs8342 0.3914 YES 6.504E-1 (pos.88416223) anatomical structure development,calcium ion binding,cellular protein metabolic process,collagen binding,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix binding,extracellular region,extracellular space,post-translational protein modification,protein binding,proteinaceous extracellular matrix,signal transductionBrain Diseases;Central Nervous System Diseases;Endometriosis;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Nervous System DiseasesA=0, G=42 A=0.0, G=1.0 0.00001 685.181 42 A=0/0, G=21/21

chr1:16731510 G/G C G SNV SPATA21 SPATA21:exonic:NM_198546.1 1 100 8 missense NM_198546.1c.763G>C p.Val255Leu 0.06 0.9 32 0.001 EF hand,EF-hand domain pairrs525409 0.2415 YES 1.339E-1 (pos.16731510) calcium ion bindingAdnexal Diseases;Cysts;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Site;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeC=0, G=21 C=0.0, G=1.0 0.00001 281.235 21 C=0/0, G=9/12

chr17:3352294 A/G A G SNV SPATA22 SPATA22:exonic:NM_001170697.1 1 50 6 missense NM_001170697.1c.479T>C p.Ile160Thr 0.74 0.2 89 0.001 0.07(COSM4416982) rs1488689 0.1844 YES 4.24E-1 (pos.3352294) acute_myeloid_leukaemiaSpermatogenesis-associated protein 22chromosome,gamete generation,meiotic DNA repair synthesis,protein binding,synapsisEye Diseases;Myopia;Refractive Errors A=12, G=12 A=0.5, G=0.5 0.00001 106.709 24 A=5/7, G=8/4

chr17:3352309 T/C T C SNV SPATA22 SPATA22:exonic:NM_001170697.1 1 50 6 missense NM_001170697.1c.464A>G p.Gln155Arg 0.2 0.08 43 0.718 0.03(COSM4129845) rs11556563 0.4828 YES 9.244E-4 (pos.3352309) neoplasm Spermatogenesis-associated protein 22chromosome,gamete generation,meiotic DNA repair synthesis,protein binding,synapsisEye Diseases;Myopia;Refractive Errors T=12, C=12 T=0.5, C=0.5 0.00001 106.709 24 T=8/4, C=5/7

chr17:3352331 C/T C T SNV SPATA22 SPATA22:exonic:NM_001170697.1 1 50 6 missense NM_001170697.1c.442G>A p.Val148Met -1.65 0.68 21 0.001 0(COSM4418808) rs1488690 0.1843 YES 4.238E-1 (pos.3352331) acute_myeloid_leukaemiaSpermatogenesis-associated protein 22chromosome,gamete generation,meiotic DNA repair synthesis,protein binding,synapsisEye Diseases;Myopia;Refractive Errors C=12, T=12 C=0.5, T=0.5 0.00001 106.709 24 C=5/7, T=8/4

chr1:213009469 G/G A G SNV SPATA45 SPATA45:exonic:NM_001024601.2 1 100 2 missense NM_001024601.2c.23T>C p.Ile8Thr -5.8 1 89 0 0(COSM3746778) rs10864004 0.2928 YES 5.389E-1 (pos.213009469)hepatocellular_carcinoma A=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=6/15

chr6:168458074 G/A G A SNV FRMD1 FRMD1:intronic:NM_024919.4 1 50 intronic NM_024919.4c.1408-55C>Tp.? -0.53 FERM N-terminal domain,FERM central domainrs3734900 YES cytoskeleton G=20, A=20 G=0.5, A=0.5 0.00001 214.331 40 G=9/11, A=6/14

chr14:88852031 G/G A G SNV SPATA7 SPATA7:utr_5:NM_018418.4 1 100 1 utr_5 NM_018418.4c.-132A>G p.? -0.4 Spermatogenesis-associated protein 7, or HSD3rs709886 YES Spermatogenesis-associated protein 7axoneme,ciliary basal body,cytosol,microtubule cytoskeleton,mitochondrion,nucleoplasm,photoreceptor cell maintenance,photoreceptor connecting cilium,protein binding,protein localization to photoreceptor connecting cilium,protein localization to photoreceptor outer segment,response to stimulus,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Leber Congenital Amaurosis;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaA=0, G=22 A=0.0, G=1.0 0.00001 303.332 22 A=0/0, G=13/9

chr6:168475822 G/G A G SNV FRMD1 FRMD1:intronic:NM_024919.4 1 100 intronic NM_024919.4c.304+103T>Cp.? 0.25 FERM N-terminal domain,FERM central domainrs3816859 YES cytoskeleton A=0, G=36 A=0.0, G=1.0 0.00001 563.695 36 A=0/0, G=23/13

chr6:169620247 C/C T C SNV

LOC101929

523,THBS2 LOC101929523:intronic_nc:NR_134621.1, THBS2:intronic:NM_003247.31
100

intronic NR_134621.1, NM_003247.3c.3511+46A>Gp.? -2.36 Calcium-binding EGF domain,EGF domain,EGF-like domain,Thrombospondin C-terminal region,Thrombospondin type 1 domain,Thrombospondin type 3 repeat,von Willebrand factor type C domainrs9393165 0.3231 YES 4.954E-1 (pos.169620247) Thrombospondin 2basement membrane,calcium ion binding,cell adhesion,extracellular matrix,extracellular region,extracellular space,heparin binding,negative regulation of angiogenesis,platelet alpha granule,positive regulation of synapse assembly,protein bindingBone Diseases;Diabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Spinal DiseasesT=0, C=38 T=0.0, C=1.0 0.00001 603.769 38 T=0/0, C=33/5

chr5:169021610 T/T C T SNV SPDL1 SPDL1:exonic:NM_017785.4 1 100 7 synonymous NM_017785.4c.816C>T p.(=) -0.1 rs4493692 0.31 YES 7.333E-1 (pos.169021610) Spindly apparatus coiled-coil protein 1cell division,condensed chromosome outer kinetochore,cytosol,enzyme binding,establishment of mitotic spindle orientation,kinetochore binding,microtubule organizing center,mitotic metaphase plate congression,nucleus,protein binding,protein localization to kinetochore,sister chromatid cohesion,spindle checkpoint,spindle poleFemale Urogenital Diseases and Pregnancy Complications;Nervous System Diseases;Neuromuscular Diseases;Perinatal Death;Peripheral Nervous System Diseases;Pregnancy ComplicationsC=0, T=49 C=0.0, T=1.0 0.00001 835.437 49 C=0/0, T=24/25

chr5:169028481 C/C T C SNV SPDL1 SPDL1:exonic:NM_017785.4 1 100 11 missense NM_017785.4c.1522T>C p.Tyr508His -0.23 0.17 83 0 rs3797713 0.3097 YES 7.351E-1 (pos.169028481) Spindly apparatus coiled-coil protein 1cell division,condensed chromosome outer kinetochore,cytosol,enzyme binding,establishment of mitotic spindle orientation,kinetochore binding,microtubule organizing center,mitotic metaphase plate congression,nucleus,protein binding,protein localization to kinetochore,sister chromatid cohesion,spindle checkpoint,spindle poleFemale Urogenital Diseases and Pregnancy Complications;Nervous System Diseases;Neuromuscular Diseases;Perinatal Death;Peripheral Nervous System Diseases;Pregnancy ComplicationsT=0, C=37 T=0.0, C=1.0 0.00001 583.33 37 T=0/0, C=27/10

chr17:20108184 G/G C G SNV SPECC1 SPECC1:exonic:NM_001243439.1 1 100 4 missense NM_001243439.1c.822C>G p.Ser274Arg 3.07 0.04 110 0.999 0.97(COSM4000054)CAMSAP CH domain,Calponin homology (CH) domainrs9908032 0.1342 YES 1.063E-1 (pos.20108184) acute_myeloid_leukaemiaSperm antigen with calponin homology and coiled-coil domains 1membrane,nucleus C=0, G=27 C=0.0, G=1.0 0.00001 389.986 27 C=0/0, G=18/9

chr6:170118085 T/T C T SNV PHF10 PHF10:intronic:NM_018288.3 1 100 intronic NM_018288.3c.326-83G>Ap.? -0.43 PHD-finger rs112292948,rs7760142 YES PHD finger protein 10metal ion binding,nervous system development,npBAF complex,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=25 C=0.0, T=1.0 0.00001 349.673 25 C=0/0, T=11/14

chr6:170151766 C/T C T SNV

ERMARD,TC

TE3 ERMARD:intronic:NM_018341.2, TCTE3:upstream:NM_174910.2 1
47.37

intronic NM_174910.2, NM_018341.2c.-212G>A, c.6+7C>Tp.?, p.? -3.16 Domain of unknown function (DUF4209)rs3749882 0.1088 YES 3.45E-1 (pos.170151766) Endoplasmic reticulum membrane-associated RNA degradation protein,T-complex-associated-testis-expressed-3biological_process,cytoplasm,dynein complex,endoplasmic reticulum membrane,integral component of membrane,membrane,microtubule,molecular_function,motor activity,multicellular organism development,transportCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Nervous System Diseases;Nervous System Malformations;Periventricular Nodular HeterotopiaBenign C=30, T=27 C=0.5263, T=0.4737 0.00001 257.915 57 C=4/26, T=10/17

chr17:20108239 T/T A T SNV SPECC1 SPECC1:exonic:NM_001243439.1 1 100 4 missense NM_001243439.1c.877A>T p.Met293Leu -1.38 1 15 0 CAMSAP CH domain,Calponin homology (CH) domainrs2703806 0.4227 YES 9.898E-1 (pos.20108239) Sperm antigen with calponin homology and coiled-coil domains 1membrane,nucleus A=0, T=28 A=0.0, T=1.0 0.00001 408.718 28 A=0/0, T=18/10

chr6:170597276 C/T C T SNV DLL1 DLL1:intronic:NM_005618.3 1 47.62 intronic NM_005618.3c.670+51G>Ap.? -0.39 Calcium-binding EGF domain,Delta serrate ligand,EGF-like domain,Human growth factor-like EGF,N terminus of Notch ligandrs2738822 0.3928 YES 6.739E-2 (pos.170597276) Notch binding,Notch receptor processing,Notch signaling pathway,Notch signaling pathway involved in arterial endothelial cell fate commitment,Tat protein binding,adherens junction,apical plasma membrane,astrocyte development,calcium ion binding,cell differentiation,cell fate determination,cerebellar Purkinje cell layer structural organization,cerebellar molecular layer formation,clathrin-dependent endocytosis,compartment pattern specification,cytoplasmic vesicle,determination of left/right symmetry,endothelial tip cell fate specification,extracellular region,heart looping,hemopoiesis,inner ear development,integral component of membrane,integral component of plasma membrane,lateral inhibition,left/right axis specification,loop of Henle development,marginal zone B cell differentiation,membrane raft,multicellular organism development,negative regulation of auditory receptor cell differentiation,negative regulation of cardiac muscle cell differentiation,negative regulation of cell differentiation,negative regulatAbnormalities, Multiple;Agenesis of Corpus Callosum;Anodontia;Brain Diseases;Brain Neoplasms;Breast Diseases;Breast Neoplasms;Central Nervous System Diseases;Central Nervous System Neoplasms;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Holoprosencephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Nervous System Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesC=22, T=20 C=0.5238, T=0.4762 0.00001 212.952 42 C=20/2, T=16/4

chr17:20163529 G/G A G SNV SPECC1 SPECC1:exonic:NM_001243439.1 1 100 12 synonymous NM_001243439.1c.2862A>G p.(=) -1.74 0.04(COSM5618705),0.04(COSM5618706)CAMSAP CH domain,Calponin homology (CH) domainrs2703791 0.423 YES 9.897E-1 (pos.20163529) ductal_carcinoma,neoplasmSperm antigen with calponin homology and coiled-coil domains 1membrane,nucleus A=0, G=29 A=0.0, G=1.0 0.00001 427.591 29 A=0/0, G=11/18

chr22:24761467 A/A G A SNV

SPECC1L,SP

ECC1L-

ADORA2A SPECC1L:exonic:NM_001145468.3, SPECC1L-ADORA2A:exonic_nc:NR_103546.11

100

12 missense NR_103546.1, NM_001145468.3c.2851G>A p.Val951Met 1.83 0.61 21 0 0.12(COSM4591418)CAMSAP CH domain,Calponin homology (CH) domainrs204718 9.991E-1 (pos.24761467) squamous_cell_carcinomaSperm antigen with calponin homology and coiled-coil domains 1-likeBone Diseases;Bone Diseases, Developmental;Cleft Palate;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniofacial Dysostosis;Dysostoses;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Hypertelorism;Hypospadias;Jaw Abnormalities;Jaw Diseases;Male Urogenital Diseases;Maxillofacial Abnormalities;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Penile Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Urogenital AbnormalitiesG=0, A=65 G=0.0, A=1.0 0.00001 994.868 65 G=0/0, A=21/44

chr5:35709184 C/C G C SNV SPEF2 SPEF2:exonic:NM_024867.3 1 100 19 missense NM_024867.3c.2800G>C p.Ala934Pro -2.5 0.43 27 0 0(COSM3761217)Adenylate kinase,CH-like domain in sperm proteinrs13170390 0.2056 YES 7.775E-1 (pos.35709184) adenocarcinoma,diffuse_large_B_cell_lymphomaSperm flagellar 2 Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesBenign G=0, C=39 G=0.0, C=1.0 0.00001 623.975 39 G=0/0, C=23/16

chr6:17817519 T/T C T SNV KIF13A KIF13A:intronic:NM_022113.5 1 100 intronic NM_022113.5c.1787-55G>Ap.? -0.45 FHA domain,Kinesin motor domain,Kinesin protein,Kinesin protein 1B,Kinesin-associated,Microtubule bindingrs41267720 YES Kinesin family member 13AATP binding,ATPase activity,Golgi to plasma membrane protein transport,cargo loading into vesicle,centrosome,cytokinesis,cytoskeleton-dependent intracellular transport,endosome membrane,endosome to lysosome transport,intracellular,intracellular protein transport,kinesin complex,melanosome organization,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,midbody,plus-end-directed vesicle transport along microtubule,protein binding,trans-Golgi network membraneC=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=8/16

chr6:18222102 CTT/CTT C CTT INDEL KDM1B KDM1B:intronic:NM_153042.3 2 100 intronic NM_153042.3c.1690-38C>CTTp.? -0.14 CW-type Zinc Finger,FAD binding domain,Flavin containing amine oxidoreductase,Glucose inhibited division protein A,HI0933-like protein,Lycopene cyclase protein,NAD(P)-binding Rossmann-like domain,Pyridine nucleotide-disulphide oxidoreductase,Thi4 familyrs140834,rs397723547,rs7596742300.2217 YES 9.923E-2;0.0;0.0 (pos.18222102) Lysine-specific demethylase 1BDNA binding,DNA methylation involved in gamete generation,FAD binding,histone H3-K4 demethylation,histone binding,histone demethylase activity,histone demethylase activity (H3-dimethyl-K4 specific),histone demethylase activity (H3-monomethyl-K4 specific),multicellular organism development,nucleoplasm,nucleosome,nucleus,oxidation-reduction process,oxidoreductase activity,protein binding,protein deubiquitination,regulation of DNA methylation,regulation of gene expression by genetic imprinting,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingC=0, CTT=21C=0.0, CTT=1.0 0.00001 279.229 21 C=0/0, CTT=17/4

chr2:220333950 C/C T C SNV SPEG SPEG:exonic:NM_005876.4 1 100 13 synonymous NM_005876.4c.3564T>C p.(=) -6.83 Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,Unstructured region on SPEG complex proteinrs10167209 1.00E-04 1.0;0.0 (pos.220333950) SPEG complex locusATP binding,muscle cell differentiation,muscle organ development,negative regulation of cell proliferation,nucleus,protein binding,protein phosphorylation,protein serine/threonine kinase activityMuscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular DiseasesT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=12/9

chr6:24416593 A/G A G SNV MRS2 MRS2:intronic:NM_020662.3 1 50 intronic NM_020662.3c.720-32A>Gp.? -0.09 rs75878386 0.1419 YES 1.758E-1;0.0 (pos.24416593) integral component of membrane,lactate metabolic process,magnesium ion transmembrane transporter activity,mitochondrial inner membrane,mitochondrion,transmembrane transportA=14, G=14 A=0.5, G=0.5 0.00001 131.936 28 A=6/8, G=8/6

chr2:220348619 CG/C CG C INDEL SPEG SPEG:exonic:NM_005876.4 1 95.45 30 frameshiftDeletion NM_005876.4c.6439delGp.Ala2147fs 1.45, -8.2 0.16(COSM6034881)Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,Unstructured region on SPEG complex proteinadenocarcinomaSPEG complex locusATP binding,muscle cell differentiation,muscle organ development,negative regulation of cell proliferation,nucleus,protein binding,protein phosphorylation,protein serine/threonine kinase activityMuscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular DiseasesCG=1, C=21 CG=0.0455, C=0.9545 0.00001 179.483 22 CG=0/1, C=14/7

chr6:24448061 C/C A C SNV GPLD1 GPLD1:intronic:NM_001503.3 1 100 intronic NM_001503.3c.1678+44T>Gp.? -0.93 FG-GAP repeat,Zinc dependent phospholipase Crs796985 0.1498 YES 4.382E-1;0.0 (pos.24448061) Phospholipase D1, glycosylphosphatidylinositol-specificC-terminal protein lipidation,GPI anchor release,cell migration involved in sprouting angiogenesis,cellular response to calcium ion,cellular response to cholesterol,cellular response to drug,cellular response to insulin stimulus,cellular response to pH,cellular response to triglyceride,chondrocyte differentiation,complement receptor mediated signaling pathway,cytoplasm,extracellular exosome,extracellular region,extracellular space,glycosylphosphatidylinositol phospholipase D activity,hematopoietic stem cell migration,hematopoietic stem cell migration to bone marrow,insulin receptor signaling pathway,intracellular,intracellular membrane-bounded organelle,lysosomal membrane,negative regulation of cell proliferation,negative regulation of triglyceride catabolic process,ossification,phosphatidylcholine metabolic process,phospholipase D activity,positive regulation of alkaline phosphatase activity,positive regulation of apoptotic process,positive regulation of cytolysis,positive regulation of endothelial cell migrA=0, C=42 A=0.0, C=1.0 0.00001 685.22 42 A=0/0, C=23/19

chr6:24463055 G/G A G SNV GPLD1 GPLD1:intronic:NM_001503.3 1 100 intronic NM_001503.3c.822-32T>Cp.? -1.49 FG-GAP repeat,Zinc dependent phospholipase Crs2793442 YES 5.642E-1 (pos.24463055) Phospholipase D1, glycosylphosphatidylinositol-specificC-terminal protein lipidation,GPI anchor release,cell migration involved in sprouting angiogenesis,cellular response to calcium ion,cellular response to cholesterol,cellular response to drug,cellular response to insulin stimulus,cellular response to pH,cellular response to triglyceride,chondrocyte differentiation,complement receptor mediated signaling pathway,cytoplasm,extracellular exosome,extracellular region,extracellular space,glycosylphosphatidylinositol phospholipase D activity,hematopoietic stem cell migration,hematopoietic stem cell migration to bone marrow,insulin receptor signaling pathway,intracellular,intracellular membrane-bounded organelle,lysosomal membrane,negative regulation of cell proliferation,negative regulation of triglyceride catabolic process,ossification,phosphatidylcholine metabolic process,phospholipase D activity,positive regulation of alkaline phosphatase activity,positive regulation of apoptotic process,positive regulation of cytolysis,positive regulation of endothelial cell migrA=0, G=183 A=0.0, G=1.0 0.00001 3049.51 183 A=0/0, G=98/85

chr6:24476553 G/A G A SNV GPLD1 GPLD1:intronic:NM_001503.3 1 50 intronic NM_001503.3c.233-47C>Tp.? 0.91 FG-GAP repeat,Zinc dependent phospholipase Crs760904 0.1812 YES 4.637E-1 (pos.24476553) Phospholipase D1, glycosylphosphatidylinositol-specificC-terminal protein lipidation,GPI anchor release,cell migration involved in sprouting angiogenesis,cellular response to calcium ion,cellular response to cholesterol,cellular response to drug,cellular response to insulin stimulus,cellular response to pH,cellular response to triglyceride,chondrocyte differentiation,complement receptor mediated signaling pathway,cytoplasm,extracellular exosome,extracellular region,extracellular space,glycosylphosphatidylinositol phospholipase D activity,hematopoietic stem cell migration,hematopoietic stem cell migration to bone marrow,insulin receptor signaling pathway,intracellular,intracellular membrane-bounded organelle,lysosomal membrane,negative regulation of cell proliferation,negative regulation of triglyceride catabolic process,ossification,phosphatidylcholine metabolic process,phospholipase D activity,positive regulation of alkaline phosphatase activity,positive regulation of apoptotic process,positive regulation of cytolysis,positive regulation of endothelial cell migrG=12, A=12 G=0.5, A=0.5 0.00001 106.71 24 G=7/5, A=8/4

chr6:24828318 T/T C T SNV RIPOR2 RIPOR2:intronic:NM_014722.4 1 100 intronic NM_014722.4c.2728+47G>Ap.? -2.23 Filopodia upregulated, FAM65rs35374726 0.3498 YES 7.643E-1 (pos.24828318) 14-3-3 protein binding,apical plasma membrane,cell adhesion,cellular response to chemokine,chemotaxis,cytoplasm,cytoskeleton,filopodium,negative regulation of Rho guanyl-nucleotide exchange factor activity,negative regulation of Rho protein signal transduction,negative regulation of T cell migration,negative regulation of T cell proliferation,negative regulation of cell adhesion,negative regulation of establishment of T cell polarity,negative regulation of protein localization to cell leading edge,positive regulation of cell cycle arrest,positive regulation of filopodium assembly,positive regulation of myoblast differentiation,positive regulation of myoblast fusion,positive regulation of neutrophil chemotaxis,positive regulation of neutrophil extravasation,protein binding,regulation of establishment of cell polarity,regulation of mitotic spindle assembly,sensory perception of sound,skeletal muscle fiber development,stereocilium,stereocilium membraneC=0, T=44 C=0.0, T=1.0 0.00001 731.083 44 C=0/0, T=26/18

chr2:220352984 C/T C T SNV SPEG SPEG:exonic:NM_005876.4 1 50 32 missense NM_005876.4c.7810C>T p.Leu2604Phe 4.98 0.09 22 0.959 0.85(COSM3578019)Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinase,Unstructured region on SPEG complex proteinrs77314619 0.0057 0.0 (pos.220352984) malignant_melanomaSPEG complex locusATP binding,muscle cell differentiation,muscle organ development,negative regulation of cell proliferation,nucleus,protein binding,protein phosphorylation,protein serine/threonine kinase activityMuscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular DiseasesUncertain significanceC=11, T=11 C=0.5, T=0.5 0.00001 94.6067 22 C=5/6, T=3/8

chr6:25689487 C/C G C SNV SCGN SCGN:intronic:NM_006998.3 1 100 intronic NM_006998.3c.573+42G>Cp.? -0.17 EF hand,EF-hand domain,EF-hand domain pairrs2294346 0.4109 YES 7.246E-1 (pos.25689487) biological_process,calcium ion binding,cytoplasm,cytosol,extracellular region,neuron projection,nucleus,regulation of cytosolic calcium ion concentration,synapse,transport vesicle membraneG=0, C=28 G=0.0, C=1.0 0.00001 408.645 28 G=0/0, C=11/17

chr1:16259813 G/G A G SNV SPEN SPEN:exonic:NM_015001.2 1 100 11 missense NM_015001.2c.7078A>G p.Asn2360Asp 2.2 23 0 0.09(COSM4142938)RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain),SPOC domainrs848210 0.4238 YES 3.278E-1;0.0 (pos.16259813)acute_myeloid_leukaemia,neoplasmOne-twenty two protein (RNA binding motif protein 15; Spen, Drosophila, homolog of),SPEN, Drosophila, homolog ofDNA binding,Notch signaling pathway,RNA binding,RNA polymerase II transcription factor binding,extracellular exosome,mRNA splicing, via spliceosome,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleoplasm,nucleus,positive regulation of neurogenesis,protein binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription factor binding,transcriptional repressor complex,viral processA=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=6/24

chr17:74381555 G/A G A SNV SPHK1 SPHK1:exonic:NM_182965.2 1 47.37 2 missense NM_182965.2c.88G>A p.Ala30Thr 0.09 0.15 58 0.025 0.03(COSM1324836)Diacylglycerol kinase catalytic domainrs2247856 0.4114 YES 4.069E-1 (pos.74381555) adenocarcinoma,carcinoma,serous_carcinomaSphingosine kinaseATP binding,D-erythro-sphingosine kinase activity,DNA binding,NAD+ kinase activity,blood vessel development,brain development,calcium-mediated signaling,calmodulin binding,cytoplasm,cytosol,inflammatory response,intracellular signal transduction,lipid phosphorylation,magnesium ion binding,negative regulation of apoptotic process,nucleus,phosphorylation,plasma membrane,positive regulation of NF-kappaB import into nucleus,positive regulation of NF-kappaB transcription factor activity,positive regulation of angiogenesis,positive regulation of cell growth,positive regulation of cell migration,positive regulation of fibroblast proliferation,positive regulation of mitotic cell cycle,positive regulation of peptidyl-threonine phosphorylation,positive regulation of protein ubiquitination,positive regulation of smooth muscle contraction,protein binding,protein folding,protein phosphatase 2A binding,regulation of interleukin-1 beta production,regulation of tumor necrosis factor-mediated signaling pathway,signal transducBone Marrow Diseases;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Inflammatory Bowel Diseases;Intestinal Diseases;Leukemia;Myelodysplastic Syndromes;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and EpithelialFingolimod G=20, A=18 G=0.5263, A=0.4737 0.00001 184.58 38 G=9/11, A=9/9

chr5:147555029 T/T C T SNV SPINK14 SPINK14:utr_3:NM_001001325.2 1 100 5 utr_3 NM_001001325.2c.362C>T p.? -2.46 rs10074328 YES acrosomal vesicle,extracellular space,negative regulation of serine-type endopeptidase activity,regulation of acrosome reaction,serine-type endopeptidase inhibitor activityC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=14/9

chr6:25770239 G/G A G SNV SLC17A4 SLC17A4:intronic:NM_005495.2 1 100 intronic NM_005495.2c.298-56A>Gp.? 1.78 Major Facilitator Superfamilyrs2328893 YES Solute carrier family 17 (sodium phosphate), member 4apical plasma membrane,integral component of plasma membrane,membrane,phosphate ion transmembrane transport,phosphate-containing compound metabolic process,sodium ion transmembrane transport,sodium ion transport,sodium:phosphate symporter activityCardiovascular Diseases A=0, G=28 A=0.0, G=1.0 0.00001 408.692 28 A=0/0, G=12/16

chr6:25770707 A/A G A SNV SLC17A4 SLC17A4:intronic:NM_005495.2 1 100 intronic NM_005495.2c.619+8G>Ap.? -0.37 0(COSM4003836)Major Facilitator Superfamilyrs4712970 0.2751 YES 7.606E-1 (pos.25770707) acute_myeloid_leukaemia,osteosarcomaSolute carrier family 17 (sodium phosphate), member 4apical plasma membrane,integral component of plasma membrane,membrane,phosphate ion transmembrane transport,phosphate-containing compound metabolic process,sodium ion transmembrane transport,sodium ion transport,sodium:phosphate symporter activityCardiovascular Diseases G=0, A=21 G=0.0, A=1.0 0.00001 281.22 21 G=0/0, A=9/12

chr6:25801057 C/C T C SNV SLC17A1 SLC17A1:intronic:NM_005074.3 1 100 intronic NM_005074.3c.1269+61A>Gp.? -1.73 Major Facilitator Superfamilyrs1165210 YES Solute carrier family 17, sodium phosphate, member-1 (Sodium phosphate transport 1, kidney)apical plasma membrane,integral component of membrane,integral component of plasma membrane,ion transport,membrane,phosphate ion transmembrane transport,phosphate ion transport,plasma membrane,sodium ion transmembrane transport,sodium-dependent phosphate transmembrane transporter activity,sodium-dependent phosphate transport,sodium:phosphate symporter activity,transmembrane transport,urate metabolic process,urate transportDigestive System Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver DiseasesT=0, C=88 T=0.0, C=1.0 0.00001 1451.89 88 T=0/0, C=42/46

chr6:25918688 A/A G A SNV SLC17A2 SLC17A2:intronic:NM_005835.3 1 100 intronic NM_005835.3c.649+27C>Tp.? -1.94 Major Facilitator Superfamilyrs3752421 0.3899 YES 7.244E-1 (pos.25918688) Solute carrier family 17 (sodium phosphate cotransporter), member 2,Solute carrier family 34 (sodium phosphate cotransporter), member 1integral component of plasma membrane,membrane,phosphate ion transmembrane transport,phosphate-containing compound metabolic process,sodium ion transmembrane transport,sodium ion transport,sodium:phosphate symporter activityG=0, A=27 G=0.0, A=1.0 0.00001 372.612 27 G=0/0, A=13/14

chr9:33240165 G/C G C SNV SPINK4 SPINK4:utr_5:NM_014471.2 1 50 1 utr_5 NM_014471.2c.-42G>C p.? -0.65 rs555445 0.2322 YES 2.749E-1 (pos.33240165) Serine protease inhibitor, Kazal-type, 4extracellular region,negative regulation of endopeptidase activity,response to drug,serine-type endopeptidase inhibitor activityG=32, C=32 G=0.5, C=0.5 0.00001 317.425 64 G=23/9, C=18/14

chr9:33240225 G/A G A SNV SPINK4 SPINK4:exonic:NM_014471.2 1 46.88 1 missense NM_014471.2c.19G>A p.Val7Ile -0.67 0.6 29 0.01 0.02(COSM4998047)Kazal-type serine protease inhibitor domainrs706107,rs761473452,rs7645189430.2338 YES 0.0 (pos.33240206),2.893E-1;0.0 (pos.33240225)adenocarcinoma,ductal_carcinomaSerine protease inhibitor, Kazal-type, 4extracellular region,negative regulation of endopeptidase activity,response to drug,serine-type endopeptidase inhibitor activityG=34, A=30 G=0.5313, A=0.4688 0.00001 290.031 64 G=18/16, A=15/15

chr5:147480955 A/G A G SNV SPINK5 SPINK5:exonic:NM_001127698.1 1 57.89 14 missense NM_001127698.1c.1258A>G p.Lys420Glu 0.15 0.69 56 0 0(COSM4003382),0(COSM4003383)Kazal-type serine protease inhibitor domainrs2303067 0.4867 YES 4.843E-1 (pos.147480955)acute_myeloid_leukaemia,mycosis_fungoides-Sezary_syndromeSerine protease inhibitor, Kazal type, 5anagen,cell cortex,cornification,cytoplasm,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,epidermal cell differentiation,epidermal lamellar body,epithelial cell differentiation,extracellular exosome,extracellular matrix organization,extracellular region,hair cell differentiation,intracellular membrane-bounded organelle,negative regulation of angiogenesis,negative regulation of antibacterial peptide production,negative regulation of immune response,negative regulation of serine-type endopeptidase activity,perinuclear region of cytoplasm,regulation of T cell differentiation,serine-type endopeptidase inhibitor activityAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hypersensitivity;Hypersensitivity, Immediate;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Immune System Diseases;Infant, Newborn, Diseases;Keratosis;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Netherton Syndrome;Prostatic Diseases;Prostatic Neoplasms;Respiratory Hypersensitivity;Respiratory Tract Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urogenital NeoplasmsBenign A=16, G=22 A=0.4211, G=0.5789 0.00001 249.053 38 A=5/11, G=4/18

chr5:147510866 T/C T C SNV SPINK5 SPINK5:exonic:NM_001127698.1 1 57.14 32 synonymous NM_001127698.1c.3099T>C p.(=) 0.49 0.4(COSM149977),0.4(COSM149978)Kazal-type serine protease inhibitor domainrs2400478 0.383 YES 4.692E-1;1.162E-4 (pos.147510866)acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinomaSerine protease inhibitor, Kazal type, 5anagen,cell cortex,cornification,cytoplasm,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,epidermal cell differentiation,epidermal lamellar body,epithelial cell differentiation,extracellular exosome,extracellular matrix organization,extracellular region,hair cell differentiation,intracellular membrane-bounded organelle,negative regulation of angiogenesis,negative regulation of antibacterial peptide production,negative regulation of immune response,negative regulation of serine-type endopeptidase activity,perinuclear region of cytoplasm,regulation of T cell differentiation,serine-type endopeptidase inhibitor activityAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Hypersensitivity;Hypersensitivity, Immediate;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Immune System Diseases;Infant, Newborn, Diseases;Keratosis;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Netherton Syndrome;Prostatic Diseases;Prostatic Neoplasms;Respiratory Hypersensitivity;Respiratory Tract Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Urogenital NeoplasmsBenign T=15, C=20 T=0.4286, C=0.5714 0.00001 218.715 35 T=11/4, C=8/12

chr5:147593497 A/A C A SNV SPINK6 SPINK6:exonic:NM_001195290.1 1 100 4 missense NM_001195290.1c.106C>A p.Pro36Thr 1.36 0.43 38 1 0.17(COSM4003391)Kazal-type serine protease inhibitor domainrs12186491 0.077 YES 7.007E-1;0.0 (pos.147593497)acute_myeloid_leukaemiaSerine peptidase inhibitor, KAZAL-type, 6cornification,extracellular region,negative regulation of serine-type endopeptidase activity,serine-type endopeptidase inhibitor activityLeucine - Reduced CarbonylC=0, A=98 C=0.0, A=1.0 0.00001 1660.04 98 C=0/0, A=48/50

chr17:4352539 C/T C T SNV SPNS3 SPNS3:exonic:NM_182538.4 1 53.33 7 synonymous NM_182538.4c.780C>T p.(=) 0.21 0.2(COSM3755592)Major Facilitator Superfamily,Sugar (and other) transporterrs7224464 0.2845 YES 1.573E-1 (pos.4352539) adenocarcinoma,carcinoma,neoplasmSpinster, Drosophila, homolog of, 3integral component of membrane,lipid transport,locomotion,lysosomal membrane,sphingolipid transporter activity,sphingosine-1-phosphate signaling pathway,transmembrane transport,vesicleC=14, T=16 C=0.4667, T=0.5333 0.00001 159.216 30 C=14/0, T=9/7

chr6:26466225 C/C A C SNV BTN2A1 BTN2A1:intronic:NM_007049.4 1 100 intronic NM_007049.4c.955+24A>Cp.? 0 Immunoglobulin V-set domain,SPRY domain,SPRY-associated domainrs1977198 0.4848 YES 6.901E-1 (pos.26466225) Butyrophilin, subfamily 2, member A1extracellular exosome,integral component of plasma membrane,lipid metabolic process,molecular_function,plasma membraneA=0, C=77 A=0.0, C=1.0 0.00001 1229.44 77 A=0/0, C=49/28

chr1:32280610 C/C T C SNV SPOCD1 SPOCD1:exonic:NM_144569.5 1 100 2 missense NM_144569.5c.325A>G p.Thr109Ala 0.36 1 58 0 0(COSM4143799)SPOC domain,Transcription factor S-II (TFIIS), central domainrs6664445 0.3105 YES 7.016E-1 (pos.32280610) neoplasm negative regulation of phosphatase activity,transcription, DNA-templatedT=0, C=41 T=0.0, C=1.0 0.00001 664.398 41 T=0/0, C=15/26

chr4:1165741 G/G A G SNV SPON2 SPON2:exonic:NM_012445.3 1 100 2 missense NM_012445.3c.119T>C p.Leu40Pro 0.33 0.2 98 0.174 0.15(COSM4158759)Spondin_N,Thrombospondin type 1 domainrs922697 8.00E-04 YES 9.999E-1 (pos.1165741) neoplasm Spondin 2 antigen binding,axon guidance,cell adhesion,cellular response to lipopolysaccharide,defense response to fungus,defense response to virus,extracellular exosome,induction of bacterial agglutination,innate immune response,lipopolysaccharide binding,mast cell mediated immunity,metal ion binding,opsonization,positive regulation of interleukin-6 production,positive regulation of macrophage cytokine production,positive regulation of tumor necrosis factor production,protein binding,proteinaceous extracellular matrixBronchial Diseases;Bronchial Hyperreactivity;Genital Diseases, Male;Genital Neoplasms, Male;Hypersensitivity;Immune System Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Urogenital NeoplasmsA=0, G=28 A=0.0, G=1.0 0.00001 406.861 28 A=0/0, G=24/4

chr6:2685677 C/C T C SNV MYLK4 MYLK4:intronic:NM_001012418.4 1 100 intronic NM_001012418.4c.436-38A>Gp.? -1.98 Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinasers966232 0.3101 YES 9.093E-1 (pos.2685677) ATP binding,extracellular exosome,intracellular,intracellular signal transduction,myosin light chain kinase activity,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylationT=0, C=39 T=0.0, C=1.0 0.00001 623.98 39 T=0/0, C=22/17

chr4:1165748 C/C T C SNV SPON2 SPON2:exonic:NM_012445.3 1 100 2 missense NM_012445.3c.112A>G p.Arg38Gly 1.46 0.25 125 0.523 0.12(COSM3760351)Spondin_N,Thrombospondin type 1 domainrs6836335 0.1211 YES 9.374E-4;0.0 (pos.1165748)adenocarcinomaSpondin 2 antigen binding,axon guidance,cell adhesion,cellular response to lipopolysaccharide,defense response to fungus,defense response to virus,extracellular exosome,induction of bacterial agglutination,innate immune response,lipopolysaccharide binding,mast cell mediated immunity,metal ion binding,opsonization,positive regulation of interleukin-6 production,positive regulation of macrophage cytokine production,positive regulation of tumor necrosis factor production,protein binding,proteinaceous extracellular matrixBronchial Diseases;Bronchial Hyperreactivity;Genital Diseases, Male;Genital Neoplasms, Male;Hypersensitivity;Immune System Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Urogenital NeoplasmsT=0, C=28 T=0.0, C=1.0 0.00001 408.576 28 T=0/0, C=24/4

chr4:88904005 G/A G A SNV SPP1 SPP1:exonic:NM_001040058.1 1 53.33 7 missense NM_001040058.1c.902G>A p.Arg301His 0.29 0.17 29 0.132 Osteopontin rs4660 9.00E-04 2.327E-4 (pos.88904005) Secreted phosphoprotein-1 (osteopontin, bone sialoprotein)Golgi apparatus,androgen catabolic process,biomineral tissue development,cell adhesion,cell projection,cellular protein metabolic process,cellular response to testosterone stimulus,cytokine activity,decidualization,embryo implantation,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix binding,extracellular matrix disassembly,extracellular matrix organization,extracellular region,extracellular space,inflammatory response,negative regulation of collateral sprouting of intact axon in response to injury,ossification,osteoblast differentiation,perinuclear region of cytoplasm,positive regulation of bone resorption,positive regulation of estradiol secretion,positive regulation of transcription, DNA-templated,post-translational protein modification,protein binding,regulation of receptor activity,response to steroid hormone,response to vitamin DAcute Kidney Injury;Adenocarcinoma;Adenoma;Bone Diseases;Bone Resorption;Brain Diseases;Brain Neoplasms;Breast Diseases;Breast Neoplasms;Calcinosis;Calcium Metabolism Disorders;Carcinoma;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Central Nervous System Neoplasms;Cerebral Hemorrhage;Cerebrovascular Disorders;Dermatitis;Dermatitis, Allergic Contact;Dermatitis, Contact;Diabetes Complications;Diabetes Mellitus;Diabetic Cardiomyopathies;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glioma;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Heart Diseases;Heart Valve Diseases;Hypersensitivity;Hypersensitivity, Delayed;Immune System Diseases;Intracranial Hemorrhages;Kidney Calculi;Kidney Diseases;Leukoencephalopathies;Liver Cirrhosis;Liver Diseases;Liver Diseases, Alcoholic;Liver Neoplasms;Liver Neoplasms, Experimental;Lung Diseases;Lung NeoplasG=49, A=56 G=0.4667, A=0.5333 0.00001 589.828 105 G=21/28, A=22/34

chr6:28239932 TG/TG T TG INDEL ZSCAN26 ZSCAN26:intronic:NM_152736.5 1 100 intronic NM_152736.5c.15+220T>TGp.? 4.07 C2H2-type zinc finger,Zinc finger, C2H2 typers61622742,rs868069968 9.998E-1 (pos.28239932) Zinc finger- and SCAN domain-containing protein 26DNA binding transcription factor activity,cytosol,metal ion binding,nucleic acid binding,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, TG=53 T=0.0, TG=1.0 0.00001 777.626 53 T=0/0, TG=26/27

chr6:2834265 T/T C T SNV SERPINB1 SERPINB1:intronic:NM_030666.3 1 100 intronic NM_030666.3c.736-19G>Ap.? -2.15 Serpin (serine protease inhibitor)rs386915 0.277 YES 7.404E-1 (pos.2834265) extracellular exosome,extracellular matrix,extracellular region,extracellular space,membrane,negative regulation of endopeptidase activity,neutrophil degranulation,secretory granule lumen,serine-type endopeptidase inhibitor activityC=0, T=34 C=0.0, T=1.0 0.00001 524.181 34 C=0/0, T=16/18

chr6:2836266 A/A T A SNV SERPINB1 SERPINB1:intronic:NM_030666.3 1 100 intronic NM_030666.3c.568-9A>T p.? 0.34 Serpin (serine protease inhibitor)rs385955,rs71560958 0.4248 YES 5.604E-1;1.156E-4 (pos.2836266) extracellular exosome,extracellular matrix,extracellular region,extracellular space,membrane,negative regulation of endopeptidase activity,neutrophil degranulation,secretory granule lumen,serine-type endopeptidase inhibitor activityT=0, A=23 T=0.0, A=1.0 0.00001 310.879 23 T=0/0, A=19/4

chr6:28366262 G/A G A SNV ZSCAN12 ZSCAN12:intronic:NM_001163391.1 1 46.51 intronic NM_001163391.1c.-67-12C>Tp.? -0.03 C2H2-type zinc finger,SCAN domain,Zinc finger, C2H2 typers2232422 YES Zinc finger- and SCAN domain-containing protein 12 G=23, A=20 G=0.5349, A=0.4651 0.00001 209.878 43 G=14/9, A=9/11

chr6:28403603 T/C T C SNV ZSCAN23 ZSCAN23:intronic:NM_001012455.1 1 58.33 intronic NM_001012455.1c.408+33A>Gp.? -1.74 C2H2-type zinc finger,SCAN domain,Zinc finger, C2H2 typers11752919 0.3831 YES 3.106E-1 (pos.28403603) DNA binding,DNA binding transcription factor activity,extracellular exosome,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=10, C=14 T=0.4167, C=0.5833 0.00001 135.31 24 T=5/5, C=11/3

chr2:234967539 A/A T A SNV SPP2 SPP2:exonic:NM_006944.2 1 100 3 synonymous NM_006944.2c.270T>A p.(=) -2.69 0.01(COSM5038145)Cathelicidin,Secreted phosphoprotein 24 (Spp-24) cystatin-like domainrs593668 0.2788 YES 6.132E-1 (pos.234967539)carcinoma Secreted phosphoprotein-2, 24kD,Sphingosine-1-phosphate phosphatase 2bone remodeling,cellular protein metabolic process,endopeptidase inhibitor activity,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular region,negative regulation of endopeptidase activity,platelet degranulation,platelet dense granule lumen,post-translational protein modification,skeletal system developmentT=0, A=56 T=0.0, A=1.0 0.00001 832.1 56 T=0/0, A=33/23

chr19:2339949 C/C T C SNV SPPL2B SPPL2B:exonic:NM_152988.2 1 100 6 synonymous NM_152988.2c.726T>C p.(=) 1.71 0.03(COSM5021978)PA domain,Signal peptide peptidasers3746285 0.2407 YES 3.734E-1 (pos.2339949) osteosarcoma Golgi membrane,Golgi-associated vesicle membrane,actin cytoskeleton,aspartic endopeptidase activity, intramembrane cleaving,centrosome,endosome membrane,integral component of cytoplasmic side of endoplasmic reticulum membrane,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,lysosomal membrane,membrane,membrane protein ectodomain proteolysis,membrane protein intracellular domain proteolysis,membrane protein proteolysis,nucleoplasm,plasma membrane,protein binding,protein homodimerization activity,regulation of immune response,regulation of tumor necrosis factor-mediated signaling pathwayT=0, C=64 T=0.0, C=1.0 0.00001 977.599 64 T=0/0, C=45/19

chr19:2339958 C/C T C SNV SPPL2B SPPL2B:exonic:NM_152988.2 1 100 6 synonymous NM_152988.2c.735T>C p.(=) 1.44 PA domain,Signal peptide peptidasers1609752 0.0371 YES 9.754E-1 (pos.2339958) Golgi membrane,Golgi-associated vesicle membrane,actin cytoskeleton,aspartic endopeptidase activity, intramembrane cleaving,centrosome,endosome membrane,integral component of cytoplasmic side of endoplasmic reticulum membrane,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,lysosomal membrane,membrane,membrane protein ectodomain proteolysis,membrane protein intracellular domain proteolysis,membrane protein proteolysis,nucleoplasm,plasma membrane,protein binding,protein homodimerization activity,regulation of immune response,regulation of tumor necrosis factor-mediated signaling pathwayT=0, C=65 T=0.0, C=1.0 0.00001 994.502 65 T=0/0, C=45/20

chr19:2340154 GC/GC G GC INDEL SPPL2B SPPL2B:exonic:NM_152988.2 1 100 7 unknown NM_152988.2 0.61 PA domain,Signal peptide peptidasers5826760 0.0014 1.0 (pos.2340154) Golgi membrane,Golgi-associated vesicle membrane,actin cytoskeleton,aspartic endopeptidase activity, intramembrane cleaving,centrosome,endosome membrane,integral component of cytoplasmic side of endoplasmic reticulum membrane,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,lysosomal membrane,membrane,membrane protein ectodomain proteolysis,membrane protein intracellular domain proteolysis,membrane protein proteolysis,nucleoplasm,plasma membrane,protein binding,protein homodimerization activity,regulation of immune response,regulation of tumor necrosis factor-mediated signaling pathwayG=0, GC=58 G=0.0, GC=1.0 0.00001 733.531 58 G=0/0, GC=38/20

chr1:153005156 T/T C T SNV SPRR1B SPRR1B:utr_3:NM_003125.2 1 100 2 utr_3 NM_003125.2c.335C>T p.? -1.44 Cornifin (SPRR) familyrs2711 YES Small proline-rich protein 1Bcornification,cornified envelope,cytoplasm,cytosol,epidermis development,extracellular exosome,keratinocyte differentiation,peptide cross-linking,protein binding, bridging,structural molecule activityC=0, T=45 C=0.0, T=1.0 0.00001 747.298 45 C=0/0, T=24/21

chr1:153122310 A/A G A SNV SPRR2G SPRR2G:utr_3:NM_001014291.3 1 100 2 utr_3 NM_001014291.3c.277C>T p.? -1.48 Small proline-rich 2rs510277 YES Small proline-rich protein 2Gcornification,cornified envelope,cytosol,epidermis development,keratinocyte differentiationG=0, A=35 G=0.0, A=1.0 0.00001 543.875 35 G=0/0, A=12/23

chr1:152975495 A/A G A SNV SPRR3 SPRR3:utr_5:NM_001097589.1 1 100 2 utr_5 NM_001097589.1c.-2G>A p.? 0.18 Cornifin (SPRR) familyrs2075739 0.4565 YES 6.746E-1 (pos.152975495) Small proline-rich protein 3Golgi apparatus,cornification,cornified envelope,cytoplasm,cytosol,epidermis development,extracellular exosome,keratinocyte differentiation,peptide cross-linking,perinuclear region of cytoplasm,protein binding,structural molecule activity,wound healingG=0, A=142 G=0.0, A=1.0 0.00001 2382.22 142 G=0/0, A=95/47

chr1:152975941 G/G C G SNV SPRR3 SPRR3:exonic:NM_001097589.1 1 100 2 missense NM_001097589.1c.445C>G p.Leu149Val 0.42 32 0(COSM3750372)Cornifin (SPRR) familyrs1055935 0.4557 YES 6.71E-1 (pos.152975941) adenocarcinoma,diffuse_large_B_cell_lymphoma,neoplasmSmall proline-rich protein 3Golgi apparatus,cornification,cornified envelope,cytoplasm,cytosol,epidermis development,extracellular exosome,keratinocyte differentiation,peptide cross-linking,perinuclear region of cytoplasm,protein binding,structural molecule activity,wound healingC=0, G=41 C=0.0, G=1.0 0.00001 664.7 41 C=0/0, G=19/22

chr16:1827836 C/C T C SNV SPSB3 SPSB3:exonic:NM_080861.3 1 100 6 synonymous NM_080861.3c.633A>G p.(=) -2.39 0.37(COSM4128747)SPRY domain rs1178432 0.127 YES 7.61E-1 (pos.1827836) acute_myeloid_leukaemia,neoplasmSPRY domain- and SOCS box-containing 3cytosol,post-translational protein modification,protein binding,protein ubiquitinationT=0, C=86 T=0.0, C=1.0 0.00001 1410.92 86 T=0/0, C=55/31

chr1:158647495 T/T A T SNV SPTA1 SPTA1:exonic:NM_003126.2 1 100 7 synonymous NM_003126.2c.942T>A p.(=) -0.52 Ca2+ insensitive EF hand,SH3 domain,Spectrin repeat,Variant SH3 domainrs325996 0.0029 YES 1.0 (pos.158647495) Spectrin, alpha, erythrocytic-1ER to Golgi vesicle-mediated transport,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin cytoskeleton,actin filament binding,actin filament capping,actin filament organization,axon,axon guidance,calcium ion binding,cuticular plate,cytosol,hemopoiesis,intrinsic component of the cytoplasmic side of the plasma membrane,lymphocyte homeostasis,plasma membrane organization,porphyrin-containing compound biosynthetic process,positive regulation of T cell proliferation,positive regulation of protein binding,protein binding,protein heterodimerization activity,regulation of cell shape,spectrin,spectrin-associated cytoskeleton,structural constituent of cytoskeletonAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Elliptocytosis, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Spherocytosis, HereditaryBenign/Likely benignA=0, T=88 A=0.0, T=1.0 0.00001 1451.91 88 A=0/0, T=53/35

chr1:158655036 A/A G A SNV SPTA1 SPTA1:exonic:NM_003126.2 1 100 2 synonymous NM_003126.2c.126C>T p.(=) -0.15 Ca2+ insensitive EF hand,SH3 domain,Spectrin repeat,Variant SH3 domainrs435080 4.00E-04 1.0 (pos.158655036) Spectrin, alpha, erythrocytic-1ER to Golgi vesicle-mediated transport,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin cytoskeleton,actin filament binding,actin filament capping,actin filament organization,axon,axon guidance,calcium ion binding,cuticular plate,cytosol,hemopoiesis,intrinsic component of the cytoplasmic side of the plasma membrane,lymphocyte homeostasis,plasma membrane organization,porphyrin-containing compound biosynthetic process,positive regulation of T cell proliferation,positive regulation of protein binding,protein binding,protein heterodimerization activity,regulation of cell shape,spectrin,spectrin-associated cytoskeleton,structural constituent of cytoskeletonAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Elliptocytosis, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Spherocytosis, HereditaryBenign/Likely benignG=0, A=66 G=0.0, A=1.0 0.00001 1015.02 66 G=0/0, A=52/14

chr14:65260227 T/G T G SNV SPTB SPTB:exonic:NM_001024858.2 1 47.37 13 synonymous NM_001024858.2c.2154A>C p.(=) -1.1 0.01(COSM4148181),0.01(COSM4148182)CAMSAP CH domain,Calponin homology (CH) domain,PH domain,Pleckstrin homology domain,Spectrin repeatrs229591 0.3659 YES 1.835E-1 (pos.65260227) neoplasm Spectrin, beta, erythrocyticER to Golgi vesicle-mediated transport,Golgi apparatus,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin binding,actin cytoskeleton,actin filament binding,actin filament capping,ankyrin binding,axon guidance,cell surface,cytoskeleton organization,cytosol,intrinsic component of the cytoplasmic side of the plasma membrane,protein binding,protein complex,regulation of molecular function,spectrin,spectrin-associated cytoskeleton,structural constituent of cytoskeletonAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Anemia, Neonatal;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Elliptocytosis, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Infant, Newborn, Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Spherocytosis, HereditaryBenign/Likely benignT=50, G=45 T=0.5263, G=0.4737 0.00001 488.07 95 T=25/25, G=22/23

chr6:2953445 G/G A G SNV SERPINB6 SERPINB6:intronic:NM_001271822.1 1 100 intronic NM_001271822.1c.473-25T>Cp.? 0.26 Serpin (serine protease inhibitor)rs3818276 0.1706 YES 9.721E-1;1.157E-4 (pos.2953445) Protease inhibitor 6 (placental thrombin inhibitor)cellular response to osmotic stress,cytoplasm,cytosol,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule membrane,negative regulation of endopeptidase activity,neutrophil degranulation,nucleus,plasma membrane,protease binding,protein complex,secretory granule membrane,sensory perception of sound,serine-type endopeptidase inhibitor activity,tertiary granule membraneDrotrecogin alfa A=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=15/9

chr6:29574595 A/AC A AC INDEL GABBR1 GABBR1:intronic:NM_001470.3 1 58.33 intronic NM_001470.3c.2217+79T>GTp.? 0.01 7 transmembrane sweet-taste receptor of 3 GCPR,Periplasmic binding protein,Receptor family ligand binding region,Sushi repeat (SCR repeat)rs36073154,rs5875197 YES G-protein coupled GABA receptor activity,G-protein coupled receptor heterodimeric complex,G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,cell junction,cytoplasm,dendrite,extracellular region,gamma-aminobutyric acid signaling pathway,integral component of membrane,integral component of plasma membrane,negative regulation of adenylate cyclase activity,plasma membrane,postsynaptic membrane,presynaptic membrane,protein bindingAlcohol-Related Disorders;Alcoholism;Autistic Disorder;Child Development Disorders, Pervasive;Cocaine-Related Disorders;Dyskinesias;Hyperkinesis;Mental Disorders;Nervous System Diseases;Neurodevelopmental Disorders;Neurologic Manifestations;Substance-Related DisordersArbaclofen,Arbaclofen Placarbil,Baclofen,Progabide,SGS-742,VigabatrinA=20, AC=28A=0.4167, AC=0.5833 0.00001 317.42 48 A=10/10, AC=20/8

chr11:66472274 C/C T C SNV SPTBN2 SPTBN2:exonic:NM_006946.2 1 100 14 missense NM_006946.2c.2473A>G p.Ser825Gly 2.02 56 0 0.03(COSM3752674),0.03(COSM3752675)CAMSAP CH domain,Calponin homology (CH) domain,PH domain,Pleckstrin homology domain,Spectrin repeatrs4930388 4.00E-04 1.0 (pos.66472274) adenocarcinomaSpectrin, beta, nonerythrocytic, 2ER to Golgi vesicle-mediated transport,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin binding,actin filament capping,adult behavior,antigen processing and presentation of exogenous peptide antigen via MHC class II,apical plasma membrane,axon guidance,cadherin binding,cell junction,cerebellar Purkinje cell layer morphogenesis,cytoskeleton organization,cytosol,extracellular space,multicellular organism growth,neuronal cell body,phospholipid binding,regulation of molecular function,spectrin,structural constituent of cytoskeleton,synapse assembly,vesicle-mediated transportAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar DegenerationsBenign T=0, C=168 T=0.0, C=1.0 0.00001 2739.23 168 T=0/0, C=76/92

chr15:42143533 G/G T G SNV SPTBN5 SPTBN5:exonic:NM_016642.3 1 100 64 missense NM_016642.3c.10691A>Cp.Asn3564Thr -1.74 0.31 65 0 0(COSM147886)Calponin homology (CH) domain,Spectrin repeatrs1197665 0.0799 YES 4.465E-1;0.0 (pos.42143533)adenocarcinomaSpectrin, beta, non-erythrocytic 5ER to Golgi vesicle-mediated transport,Golgi organization,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin binding,actin cytoskeleton organization,actin filament capping,axon guidance,cytoplasm,cytosol,dynactin binding,dynein intermediate chain binding,extracellular exosome,kinesin binding,lysosomal transport,membrane,myosin tail binding,photoreceptor connecting cilium,photoreceptor disc membrane,protein homooligomerization,protein self-association,regulation of molecular function,spectrin,spectrin bindingT=0, G=28 T=0.0, G=1.0 0.00001 408.705 28 T=0/0, G=8/20

chr15:42171537 G/G A G SNV SPTBN5 SPTBN5:exonic:NM_016642.3 1 100 16 missense NM_016642.3c.3103T>C p.Cys1035Arg 0.74 0.2 180 0 0(COSM4148762)Calponin homology (CH) domain,Spectrin repeatrs1197683 0.1363 YES 9.843E-1 (pos.42171537) neoplasm Spectrin, beta, non-erythrocytic 5ER to Golgi vesicle-mediated transport,Golgi organization,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin binding,actin cytoskeleton organization,actin filament capping,axon guidance,cytoplasm,cytosol,dynactin binding,dynein intermediate chain binding,extracellular exosome,kinesin binding,lysosomal transport,membrane,myosin tail binding,photoreceptor connecting cilium,photoreceptor disc membrane,protein homooligomerization,protein self-association,regulation of molecular function,spectrin,spectrin bindingA=0, G=61 A=0.0, G=1.0 0.00001 908.241 61 A=0/0, G=23/38

chr6:29635508 G/A G A SNV MOG MOG:intronic:NM_002433.4 1 59.09 intronic NM_002433.4c.571+68G>Ap.? -1.13 Immunoglobulin V-set domainrs1318631 0.2168 YES Myelin-oligodendrocyte glycoproteincell adhesion,central nervous system development,integral component of membrane,plasma membrane,viral entry into host cell,virus receptor activityAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Central Nervous System Diseases;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Disorders of Excessive Somnolence;Dyssomnias;Encephalomyelitis, Autoimmune, Experimental;Immune System Diseases;Leukoencephalopathies;Mental Disorders;Narcolepsy;Nervous System Autoimmune Disease, Experimental;Nervous System Diseases;Neurologic Manifestations;Paralysis;Sleep Disorders, Intrinsic;Sleep Wake DisordersG=9, A=13 G=0.4091, A=0.5909 0.00001 122.565 22 G=8/1, A=10/3

chr6:29692634 G/G T G SNV HLA-F HLA-F:intronic:NM_001098479.1 1 100 intronic NM_001098479.1c.611-174T>Gp.? -0.41 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domainrs1736925 YES Major histocompatibility complex, class I, FER to Golgi transport vesicle membrane,Golgi membrane,MHC class I protein complex,TAP1 binding,TAP2 binding,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-independent,antigen processing and presentation of peptide antigen via MHC class I,cell surface,early endosome membrane,endoplasmic reticulum,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,interferon-gamma-mediated signaling pathway,membrane,peptide antigen binding,phagocytic vesicle membrane,plasma membrane,protein binding,receptor binding,recycling endosome membrane,regulation of immune response,type I interferon signaling pathwayAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesT=0, G=36 T=0.0, G=1.0 0.00001 568.08 36 T=0/0, G=17/19

chr14:78028803 G/G A G SNV SPTLC2 SPTLC2:exonic:NM_004863.3 1 100 6 synonymous NM_004863.3c.786T>C p.(=) 1.11 Aminotransferase class I and IIrs2364602 0.0659 YES 9.945E-1 (pos.78028803) Serine palmitoyltransferase, long-chain base subunit 2biosynthetic process,ceramide biosynthetic process,endoplasmic reticulum membrane,integral component of membrane,mitochondrion,positive regulation of lipophagy,pyridoxal phosphate binding,serine C-palmitoyltransferase activity,serine C-palmitoyltransferase complex,sphinganine biosynthetic process,sphingolipid biosynthetic process,sphingomyelin biosynthetic process,sphingosine biosynthetic process,transferase activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Autonomic Neuropathies;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;PolyneuropathiesL-Serine,Pyridoxal PhosphateBenign A=0, G=138 A=0.0, G=1.0 0.00001 2300.28 138 A=0/0, G=92/46

chr20:13053017 TG/TG T TG INDEL SPTLC3 SPTLC3:exonic:NM_018327.3 1 100 3 frameshiftInsertion NM_018327.3c.417_418insGp.Leu140fs -0.45 Aminotransferase class I and II,Aminotransferase class-V Serine palmitoyltransferase, long-chain base subunit 3biosynthetic process,catalytic activity,endoplasmic reticulum membrane,integral component of membrane,protein binding,pyridoxal phosphate binding,serine C-palmitoyltransferase activity,serine C-palmitoyltransferase complex,sphingoid biosynthetic process,sphingolipid biosynthetic process,transaminase activityBipolar Disorder;Bipolar and Related Disorders;Mental DisordersPyridoxal Phosphate T=0, TG=21 T=0.0, TG=1.0 0.00001 220.275 21 T=0/0, TG=6/15

chr20:13053035 G/G A G SNV SPTLC3 SPTLC3:exonic:NM_018327.3 1 100 3 synonymous NM_018327.3c.435A>G p.(=) -0.56 Aminotransferase class I and II,Aminotransferase class-Vrs243888 0.3782 YES 5.77E-1 (pos.13053035) Serine palmitoyltransferase, long-chain base subunit 3biosynthetic process,catalytic activity,endoplasmic reticulum membrane,integral component of membrane,protein binding,pyridoxal phosphate binding,serine C-palmitoyltransferase activity,serine C-palmitoyltransferase complex,sphingoid biosynthetic process,sphingolipid biosynthetic process,transaminase activityBipolar Disorder;Bipolar and Related Disorders;Mental DisordersPyridoxal Phosphate A=0, G=21 A=0.0, G=1.0 0.00001 281.235 21 A=0/0, G=5/16

chr16:30724070 T/T G T SNV SRCAP SRCAP:exonic:NM_006662.2 1 100 14 synonymous NM_006662.2c.2064G>T p.(=) -0.41 AT hook motif,HSA,Helicase conserved C-terminal domain,SNF2 family N-terminal domainrs4889500 3.00E-04 YES 1.0 (pos.30724070) SNF2-related CBP activator proteinATP binding,DNA binding,Golgi apparatus,helicase activity,histone acetylation,histone acetyltransferase activity,nuclear body,nucleoplasm,nucleus,perinuclear region of cytoplasm,protein binding,protein complex,regulation of transcription from RNA polymerase II promoter,transcription coactivator activity,transcription, DNA-templated,viral processAbnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Heart Septal Defects, Ventricular;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and EpithelialG=0, T=26 G=0.0, T=1.0 0.00001 371.391 26 G=0/0, T=14/12

chr6:29912830 C/C T C SNV HLA-A HLA-A:intronic:NM_001242758.1 1 100 intronic NM_001242758.1c.1013-6T>Cp.? -0.55 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs2571381 0.1759 YES 9.665E-1 (pos.29912830) Major histocompatibility complex, class I, AAnkylosis;Arthritis;Autistic Disorder;Autoimmune Diseases;Blood Platelet Disorders;Blood Protein Disorders;Bone Diseases;Cardiovascular Diseases;Child Development Disorders, Pervasive;Chorioretinitis;Choroid Diseases;Choroiditis;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Drug-Induced Liver Injury;Erythema;Erythema Multiforme;Eye Diseases;Glioma;HIV Infections;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Joint Diseases;Liver Diseases;Lymphoproliferative Disorders;Mental Disorders;Mouth Diseases;Multiple Myeloma;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Plasma Cell;Nervous System Diseases;Neurodevelopmental Disorders;Neuroectodermal Tumors;Panuveitis;Paraproteinemias;Parapsoriasis3-Indolebutyric Acid,Coccidioides immitis spheruleT=0, C=38 T=0.0, C=1.0 0.00001 603.786 38 T=0/0, C=11/27

chr6:29912935 T/T C T SNV HLA-A HLA-A:intronic:NM_001242758.1 1 100 intronic NM_001242758.1c.1045+67C>Tp.? -0.7 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs2916802 YES Major histocompatibility complex, class I, AAnkylosis;Arthritis;Autistic Disorder;Autoimmune Diseases;Blood Platelet Disorders;Blood Protein Disorders;Bone Diseases;Cardiovascular Diseases;Child Development Disorders, Pervasive;Chorioretinitis;Choroid Diseases;Choroiditis;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Drug-Induced Liver Injury;Erythema;Erythema Multiforme;Eye Diseases;Glioma;HIV Infections;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Joint Diseases;Liver Diseases;Lymphoproliferative Disorders;Mental Disorders;Mouth Diseases;Multiple Myeloma;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Plasma Cell;Nervous System Diseases;Neurodevelopmental Disorders;Neuroectodermal Tumors;Panuveitis;Paraproteinemias;Parapsoriasis3-Indolebutyric Acid,Coccidioides immitis spheruleC=0, T=87 C=0.0, T=1.0 0.00001 1431.39 87 C=0/0, T=42/45

chr6:29912944 C/C T C SNV HLA-A HLA-A:intronic:NM_001242758.1 1 100 intronic NM_001242758.1c.1046-67T>Cp.? -1.28 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs2916803 YES Major histocompatibility complex, class I, AAnkylosis;Arthritis;Autistic Disorder;Autoimmune Diseases;Blood Platelet Disorders;Blood Protein Disorders;Bone Diseases;Cardiovascular Diseases;Child Development Disorders, Pervasive;Chorioretinitis;Choroid Diseases;Choroiditis;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Drug-Induced Liver Injury;Erythema;Erythema Multiforme;Eye Diseases;Glioma;HIV Infections;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Joint Diseases;Liver Diseases;Lymphoproliferative Disorders;Mental Disorders;Mouth Diseases;Multiple Myeloma;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Plasma Cell;Nervous System Diseases;Neurodevelopmental Disorders;Neuroectodermal Tumors;Panuveitis;Paraproteinemias;Parapsoriasis3-Indolebutyric Acid,Coccidioides immitis spheruleT=0, C=87 T=0.0, C=1.0 0.00001 1431.39 87 T=0/0, C=42/45

chr12:64472803 T/T A T SNV SRGAP1 SRGAP1:exonic:NM_020762.3 1 100 9 synonymous NM_020762.3c.1230A>T p.(=) -0.65 Fes/CIP4, and EFC/F-BAR homology domain,RhoGAP domain,SH3 domain,Variant SH3 domainrs789710 0 1.0 (pos.64472803) Slit-robo GTPase-activating protein, rho, 1GTPase activator activity,Rac GTPase binding,cytoplasm,cytosol,negative regulation of cell migration,positive regulation of GTPase activity,protein binding,regulation of small GTPase mediated signal transduction,signal transductionAdenocarcinoma;Adenocarcinoma, Follicular;Adnexal Diseases;Carcinoma;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Ovarian Diseases;Ovarian Neoplasms;Urogenital NeoplasmsA=0, T=41 A=0.0, T=1.0 0.00001 662.854 41 A=0/0, T=26/15

chr6:29913074 G/G A G SNV HLA-A HLA-A:intronic:NM_001242758.1 1 100 intronic NM_001242758.1c.1093+16A>Gp.? -1.6 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs9260205 YES 9.662E-1 (pos.29913074) Major histocompatibility complex, class I, AAnkylosis;Arthritis;Autistic Disorder;Autoimmune Diseases;Blood Platelet Disorders;Blood Protein Disorders;Bone Diseases;Cardiovascular Diseases;Child Development Disorders, Pervasive;Chorioretinitis;Choroid Diseases;Choroiditis;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Drug-Induced Liver Injury;Erythema;Erythema Multiforme;Eye Diseases;Glioma;HIV Infections;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Joint Diseases;Liver Diseases;Lymphoproliferative Disorders;Mental Disorders;Mouth Diseases;Multiple Myeloma;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Plasma Cell;Nervous System Diseases;Neurodevelopmental Disorders;Neuroectodermal Tumors;Panuveitis;Paraproteinemias;Parapsoriasis3-Indolebutyric Acid,Coccidioides immitis spheruleA=0, G=76 A=0.0, G=1.0 0.00001 1209.59 76 A=0/0, G=35/41

chr6:29913078 G/G A G SNV HLA-A HLA-A:intronic:NM_001242758.1 1 100 intronic NM_001242758.1c.1093+20A>Gp.? -0.04 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs41546815 0.1999 YES 9.661E-1 (pos.29913078) Major histocompatibility complex, class I, AAnkylosis;Arthritis;Autistic Disorder;Autoimmune Diseases;Blood Platelet Disorders;Blood Protein Disorders;Bone Diseases;Cardiovascular Diseases;Child Development Disorders, Pervasive;Chorioretinitis;Choroid Diseases;Choroiditis;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Drug-Induced Liver Injury;Erythema;Erythema Multiforme;Eye Diseases;Glioma;HIV Infections;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Joint Diseases;Liver Diseases;Lymphoproliferative Disorders;Mental Disorders;Mouth Diseases;Multiple Myeloma;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Plasma Cell;Nervous System Diseases;Neurodevelopmental Disorders;Neuroectodermal Tumors;Panuveitis;Paraproteinemias;Parapsoriasis3-Indolebutyric Acid,Coccidioides immitis spheruleA=0, G=76 A=0.0, G=1.0 0.00001 1209.58 76 A=0/0, G=35/41

chr6:30029651 G/G C G SNV

ZNRD1,ZNR

D1ASP ZNRD1ASP:upstream:NR_026751.2, ZNRD1:intronic:NM_170783.3 1
100

intronic NR_026751.2, NM_170783.3c.146-43C>Gp.? -0.16 Topoisomerase DNA binding C4 zinc finger,Transcription factor S-II (TFIIS)rs1150741 0.2754 YES 2.809E-1 (pos.30029651) Zinc ribbon domain-containing protein 1DNA-directed RNA polymerase I complex,RNA polymerase I activity,mRNA cleavage,nucleic acid binding,nucleobase-containing compound metabolic process,nucleoplasm,positive regulation of gene expression, epigenetic,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription initiation from RNA polymerase I promoter,zinc ion bindingAcquired Immunodeficiency Syndrome;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;HIV Infections;Immune System Diseases;Immunologic Deficiency Syndromes;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Stomach Diseases;Stomach NeoplasmsC=0, G=87 C=0.0, G=1.0 0.00001 1431.39 87 C=0/0, G=42/45

chr6:30030114 G/G A G SNV ZNRD1 ZNRD1:intronic:NM_170783.3 1 100 intronic NM_170783.3c.356+4A>Gp.? -0.11 Topoisomerase DNA binding C4 zinc finger,Transcription factor S-II (TFIIS)rs9261269 0.1285 YES 9.905E-1 (pos.30030114) Zinc ribbon domain-containing protein 1DNA-directed RNA polymerase I complex,RNA polymerase I activity,mRNA cleavage,nucleic acid binding,nucleobase-containing compound metabolic process,nucleoplasm,positive regulation of gene expression, epigenetic,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription initiation from RNA polymerase I promoter,zinc ion bindingAcquired Immunodeficiency Syndrome;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;HIV Infections;Immune System Diseases;Immunologic Deficiency Syndromes;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Stomach Diseases;Stomach NeoplasmsA=0, G=37 A=0.0, G=1.0 0.00001 583.706 37 A=0/0, G=24/13

chr6:30042955 T/T C T SNV RNF39 RNF39:intronic:NM_025236.3 1 100 intronic NM_025236.3c.567+45G>Ap.? 0.29 RING-type zinc-finger,SPRY-associated domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs1150736 0.2767 YES 3.562E-1 (pos.30042955) Ring finger protein 39biological_process,cellular_component,cytoplasm,metal ion bindingC=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=22/6

chr16:2812939 C/A C A SNV SRRM2 SRRM2:exonic:NM_016333.3 1 50 11 missense NM_016333.3c.2410C>A p.Pro804Thr 0.75 0.09 38 0 0.05(COSM3999819),0.12(COSM3999818)cwf21 domainrs2240140 0.39 YES 3.76E-1 (pos.2812939) acute_myeloid_leukaemiaSerine/arginine repetitive matrix 2 (ser/arg-rich splicing factor-related nuclear matrix protein, 300kD)C2H2 zinc finger domain binding,Cajal body,RNA binding,catalytic step 2 spliceosome,mRNA splicing, via spliceosome,nuclear speck,nucleoplasm,protein N-terminus bindingC=35, A=35 C=0.5, A=0.5 0.00001 346.074 70 C=21/14, A=24/11

chr12:119588962 A/A G A SNV SRRM4 SRRM4:exonic:NM_194286.3 1 100 10 missense NM_194286.3c.1217G>A p.Arg406Gln 0.69 0.01 43 0.098 0.23(COSM3752955),0.23(COSM3752956),0.23(COSM3752957)Serine/arginine repetitive matrix protein C-terminusrs2723880 0.3864 YES 1.307E-1;0.0 (pos.119588962)adenocarcinoma,diffuse_large_B_cell_lymphomaSerine/arginine repetitive matrix protein 4RNA splicing,cell differentiation,mRNA binding,mRNA processing,nervous system development,nucleus,regulation of RNA splicing,regulation of alternative mRNA splicing, via spliceosome,sensory perception of soundG=0, A=30 G=0.0, A=1.0 0.00001 446.637 30 G=0/0, A=16/14

chr19:44118353 G/A G A SNV

SRRM5,ZNF

428 SRRM5:exonic:NM_001145641.1, ZNF428:intronic:NM_182498.3 1
46.43

1 missense NM_182498.3, NM_001145641.1c.76+28C>T, c.2080G>Ap.?, p.Asp694Asn -0.13 23 0(COSM4000775),0(COSM6353424)rs2302421 0.1574 YES 2.125E-1 (pos.44118353) acute_myeloid_leukaemia,carcinomametal ion binding,nucleic acid binding G=15, A=13 G=0.5357, A=0.4643 0.00001 117.927 28 G=9/6, A=12/1

chr6:30553871 T/T C T SNV ABCF1 ABCF1:intronic:NM_001025091.1 1 100 intronic NM_001025091.1c.1714-40C>Tp.? -0.76 ABC transporterrs1264437,rs386698778 0.3003 YES 6.944E-1 (pos.30553871) ATP-binding cassette 50, TNF-alpha stimulatedATP binding,ATPase activity,RNA binding,cytoplasm,cytosol,inflammatory response,membrane,nuclear envelope,nucleoplasm,polysomal ribosome,positive regulation of translation,protein binding,ribosome,ribosome binding,ribosome biogenesis,translation,translation activator activity,translation factor activity, RNA binding,translational initiation,transmembrane transportAutoimmune Diseases;Endocrine System Diseases;Exophthalmos;Eye Diseases;Goiter;Graves Disease;Hypersensitivity;Hyperthyroidism;Immune System Diseases;Lung Diseases;Orbital Diseases;Pneumonia;Respiratory Tract Diseases;Respiratory Tract Infections;Thyroid DiseasesC=0, T=42 C=0.0, T=1.0 0.00001 685.191 42 C=0/0, T=28/14

chr7:76033805 T/T A T SNV SSC4D SSC4D:utr_5:NM_080744.1 1 100 2 utr_5 NM_080744.1c.-49T>A p.? 0.19 Scavenger receptor cysteine-rich domainrs11773653 0.2128 YES 5.955E-2 (pos.76033805) extracellular exosome,membrane,receptor-mediated endocytosis,scavenger receptor activityBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersA=0, T=25 A=0.0, T=1.0 0.00001 357.61 25 A=0/0, T=16/9

chr6:30576781 C/C G C SNV PPP1R10 PPP1R10:intronic:NM_002714.3 1 100 intronic NM_002714.3c.194+73C>Gp.? -2.81 TFIIS helical bundle-like domain,Zinc finger C-x8-C-x5-C-x3-H type (and similar)rs1264419 YES Protein phosphatase 1, regulatory subunit 10DNA binding,PTW/PP1 phosphatase complex,RNA binding,chromatin,metal ion binding,negative regulation of catalytic activity,nuclear body,nuclear chromosome, telomeric region,nucleoplasm,nucleus,protein binding,protein import into nucleus,protein phosphatase inhibitor activityG=0, C=110 G=0.0, C=1.0 0.00001 1737.26 110 G=0/0, C=55/55

chr6:30679628 A/A T A SNV

MDC1,MDC

1-AS1 MDC1:intronic:NM_014641.2, MDC1-AS1:intronic_nc:NR_133647.1 1
100

intronic NM_014641.2, NR_133647.1c.2068+23A>Tp.? 0.33 FHA domain,Regulator of Ty1 transposition protein 107 BRCT domainrs3094093,rs751838774 0.0655 YES 0.0 (pos.30679627),1.0 (pos.30679628) Mediator of DNA damage checkpoint protein 1FHA domain binding,chromosome,double-strand break repair via nonhomologous end joining,focal adhesion,intra-S DNA damage checkpoint,nuclear body,nucleoplasm,nucleus,protein C-terminus binding,protein bindingT=0, A=29 T=0.0, A=1.0 0.00001 432.317 29 T=0/0, A=12/17

chr7:149476666 GC/GC G GC INDEL SSPO SSPO:splicesite_5:NM_198455.2 1 100 9 splicesite NM_198455.2c.1117-1G>GCp.? 0.42 C8 domain,F5/8 type C domain,Low-density lipoprotein receptor domain class A,Thrombospondin type 1 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs397826817,rs575537230.0019 1.0;0.0 (pos.149476666) Subcommissural organ spondincell adhesion,cell differentiation,extracellular space,negative regulation of peptidase activity,nervous system development,peptidase inhibitor activityG=0, GC=34 G=0.0, GC=1.0 0.00001 318.211 34 G=0/0, GC=12/22

chr7:149506211 GC/GC G GC INDEL SSPO SSPO:exonic:NM_198455.2 1 100 63 frameshiftInsertion NM_198455.2c.9204_9205insCp.Ser3068fs 1.74 C8 domain,F5/8 type C domain,Low-density lipoprotein receptor domain class A,Thrombospondin type 1 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs397815440,rs71194663,rs750501588,rs7789463443.00E-04 0.0;0.0 (pos.149506193),0.0;0.0 (pos.149506209),1.0 (pos.149506211)Subcommissural organ spondincell adhesion,cell differentiation,extracellular space,negative regulation of peptidase activity,nervous system development,peptidase inhibitor activityG=0, GC=38 G=0.0, GC=1.0 0.00001 585.398 38 G=0/0, GC=24/14

chr6:30877202 C/C T C SNV GTF2H4 GTF2H4:intronic:NM_001517.4 1 100 intronic NM_001517.4c.138-10T>Cp.? -0.47 Transcription factor Tfb2rs916920 0.1772 YES 5.772E-1 (pos.30877202) General transcription factor IIH, polypeptide 47-methylguanosine mRNA capping,ATP-dependent DNA helicase activity,DNA binding transcription factor activity,DNA duplex unwinding,DNA repair,DNA-dependent ATPase activity,RNA polymerase II carboxy-terminal domain kinase activity,core TFIIH complex,core TFIIH complex portion of holo TFIIH complex,double-stranded DNA binding,global genome nucleotide-excision repair,holo TFIIH complex,nuclear speck,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair, DNA duplex unwinding,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,nucleus,phosphorylation of RNA polymerase II C-terminal domain,protein binding,protein kinase activity,regulation of transcription, DNA-templated,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription elongT=0, C=20 T=0.0, C=1.0 0.00001 268.067 20 T=0/0, C=11/9

chr6:30883878 A/A AAAGCAACCA INDEL VARS2 VARS2:intronic:NM_001167734.1 8 100 intronic NM_001167734.1c.664-51AAAGCAACC>Ap.? -0.23, 0.12, 0.07, 0.51, -0.34, -0.41, -0.01, 0.23, 0.78 Anticodon-binding domain of tRNA,tRNA synthetases class I (I, L, M and V),tRNA synthetases class I (M)rs112873231,rs199946076,rs376994136,rs531274603,rs57637932,rs754038364,rs754791613,rs7555324730.2432 YES 0.0 (pos.30883882),0.0 (pos.30883884),1.01E-3 (pos.30883881),9.382E-1 (pos.30883878)Valyl-tRNA synthetase,Valyl-tRNA synthetase 2ATP binding,aminoacyl-tRNA editing activity,aminoacyl-tRNA ligase activity,cytosol,ligase activity,mitochondrion,protein binding,regulation of translational fidelity,tRNA aminoacylation for protein translation,valine-tRNA ligase activity,valyl-tRNA aminoacylationAAAGCAACC=0, A=32AAAGCAACC=0.0, A=1.0 0.00001 482.65 32 AAAGCAACC=0/0, A=24/8

chr7:149480069 C/T C T SNV SSPO SSPO:exonic:NM_198455.2 1 56 15 missense NM_198455.2c.2035C>T p.Pro679Ser 0.5 0.25 74 0.033 C8 domain,F5/8 type C domain,Low-density lipoprotein receptor domain class A,Thrombospondin type 1 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs113627612 2.00E-04 2.038E-3 (pos.149480069) Subcommissural organ spondincell adhesion,cell differentiation,extracellular space,negative regulation of peptidase activity,nervous system development,peptidase inhibitor activityC=11, T=14 C=0.44, T=0.56 0.00001 134.35 25 C=8/3, T=8/6

chr6:30899077 C/T C T SNV SFTA2 SFTA2:downstream:NM_205854.2 1 95.45 intronic NM_205854.2c.*188G>A p.? -0.33 rs9368646 YES Golgi apparatus,extracellular region,transport vesicle C=1, T=21 C=0.0455, T=0.9545 0.00001 275.812 22 C=1/0, T=12/9

chr7:149480042 G/A G A SNV SSPO SSPO:exonic:NM_198455.2 1 50 15 missense NM_198455.2c.2008G>A p.Ala670Thr 7.81 0.02 58 0.898 C8 domain,F5/8 type C domain,Low-density lipoprotein receptor domain class A,Thrombospondin type 1 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs111458363 2.00E-04 2.161E-3 (pos.149480042) Subcommissural organ spondincell adhesion,cell differentiation,extracellular space,negative regulation of peptidase activity,nervous system development,peptidase inhibitor activityG=17, A=17 G=0.5, A=0.5 0.00001 172.135 34 G=10/7, A=11/6

chr2:107423188 G/A G A SNV ST6GAL2 ST6GAL2:exonic:NM_032528.2 1 50 6 synonymous NM_032528.2c.1536C>T p.(=) -5.7 0.02(COSM3757563)Glycosyltransferase family 29 (sialyltransferase)rs1470591,rs775787817 0.4614 YES 0.0;0.0 (pos.107423187),3.85E-2 (pos.107423188)adenocarcinoma,hepatocellular_carcinomaGolgi cisterna membrane,Golgi membrane,beta-galactoside alpha-2,6-sialyltransferase activity,growth,integral component of membrane,multicellular organism development,oligosaccharide metabolic process,protein N-linked glycosylation via asparagine,protein glycosylation,sialylation,sialyltransferase activityG=40, A=40 G=0.5, A=0.5 0.00001 422.245 80 G=26/14, A=19/21

chr6:30993236 G/G A G SNV MUC22 MUC22:intronic:NM_001198815.1 1 100 intronic NM_001198815.1c.71-43A>Gp.? -0.04 Mucin, catalytic, TM and cytoplasmic tail regionrs4713419 YES 4.5E-1 (pos.30993236) Mucin 22 integral component of membraneAutoimmune Diseases;Endocrine System Diseases;Exophthalmos;Eye Diseases;Goiter;Graves Disease;Hyperthyroidism;Immune System Diseases;Orbital Diseases;Thyroid DiseasesA=0, G=47 A=0.0, G=1.0 0.00001 763.103 47 A=0/0, G=28/19

chr2:107460474 T/G T G SNV ST6GAL2 ST6GAL2:utr_5:NM_032528.2 1 50 2 utr_5 NM_032528.2c.-41A>C p.? -0.53 Glycosyltransferase family 29 (sialyltransferase)rs12473361 0.4408 YES 1.147E-1 (pos.107460474) Golgi cisterna membrane,Golgi membrane,beta-galactoside alpha-2,6-sialyltransferase activity,growth,integral component of membrane,multicellular organism development,oligosaccharide metabolic process,protein N-linked glycosylation via asparagine,protein glycosylation,sialylation,sialyltransferase activityT=18, G=18 T=0.5, G=0.5 0.00001 182.455 36 T=11/7, G=9/9

chr3:52544470 G/G A G SNV STAB1 STAB1:exonic:NM_015136.2 1 100 25 missense NM_015136.2c.2734A>G p.Met912Val 0.38 0.45 21 0 EGF domain,Extracellular link domain,Fasciclin domainrs9835659 0.0223 YES 1.0 (pos.52544470) calcium ion binding,cell adhesion,cell-cell signaling,defense response to bacterium,endocytic vesicle membrane,hyaluronic acid binding,inflammatory response,integral component of membrane,integral component of plasma membrane,low-density lipoprotein particle binding,low-density lipoprotein receptor activity,negative regulation of angiogenesis,oxidation-reduction process,plasma membrane,protein binding,protein disulfide oxidoreductase activity,receptor-mediated endocytosis,scavenger receptor activityArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=17/8

chr7:89861832 A/A G A SNV STEAP2 STEAP2:exonic:NM_152999.3 1 100 5 missense NM_152999.3c.1367G>A p.Arg456Gln 1.92 0.2 43 0.003 0.86(COSM3762888)Ferric reductase like transmembrane component,NADP oxidoreductase coenzyme F420-dependentrs194524 0.4717 YES 1.919E-1 (pos.89861832) acute_myeloid_leukaemia,adenocarcinomaSix-transmembrane epithelial antigen of prostate 2Golgi to plasma membrane transport,copper ion import,cupric reductase activity,cytosol,early endosome,endocytosis,endosome membrane,ferric iron import across plasma membrane,ferric-chelate reductase (NADPH) activity,integral component of Golgi membrane,integral component of membrane,integral component of plasma membrane,iron ion homeostasis,metal ion binding,oxidation-reduction process,plasma membrane,regulated exocytosis,response to hormone,trans-Golgi network transport vesicle,transporter activityG=0, A=44 G=0.0, A=1.0 0.00001 726.284 44 G=0/0, A=28/16

chr7:89861888 AT/AT A AT INDEL STEAP2 STEAP2:exonic:NM_152999.3 1 100 5 frameshiftInsertion NM_152999.3c.1424_1425insTp.Met475fs 0.15 Ferric reductase like transmembrane component,NADP oxidoreductase coenzyme F420-dependent Six-transmembrane epithelial antigen of prostate 2Golgi to plasma membrane transport,copper ion import,cupric reductase activity,cytosol,early endosome,endocytosis,endosome membrane,ferric iron import across plasma membrane,ferric-chelate reductase (NADPH) activity,integral component of Golgi membrane,integral component of membrane,integral component of plasma membrane,iron ion homeostasis,metal ion binding,oxidation-reduction process,plasma membrane,regulated exocytosis,response to hormone,trans-Golgi network transport vesicle,transporter activityA=0, AT=50 A=0.0, AT=1.0 0.00001 664.284 50 A=0/0, AT=26/24

chr7:89861942 T/T C T SNV STEAP2 STEAP2:utr_3:NM_152999.3 1 100 5 utr_3 NM_152999.3c.1477C>T p.? -0.97 Ferric reductase like transmembrane component,NADP oxidoreductase coenzyme F420-dependentrs194526 0.1538 YES 9.991E-1 (pos.89861942) Six-transmembrane epithelial antigen of prostate 2Golgi to plasma membrane transport,copper ion import,cupric reductase activity,cytosol,early endosome,endocytosis,endosome membrane,ferric iron import across plasma membrane,ferric-chelate reductase (NADPH) activity,integral component of Golgi membrane,integral component of membrane,integral component of plasma membrane,iron ion homeostasis,metal ion binding,oxidation-reduction process,plasma membrane,regulated exocytosis,response to hormone,trans-Golgi network transport vesicle,transporter activityC=0, T=48 C=0.0, T=1.0 0.00001 810.435 48 C=0/0, T=25/23

chr6:31097453 G/G T G SNV PSORS1C1 PSORS1C1:intronic:NM_014068.2 1 100 intronic NM_014068.2c.13+31T>Gp.? -1.46 Psoriasis susceptibility 1 candidate 1rs3130560 0.273 YES 8.946E-1 (pos.31097453) SEEK1 gene Autoimmune Diseases;Behcet Syndrome;Blood Protein Disorders;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, Membranous;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Hereditary Autoinflammatory Diseases;Immune System Diseases;Immunoproliferative Disorders;Kidney Diseases;Lung Diseases;Lung Diseases, Obstructive;Lymphoproliferative Disorders;Male Urogenital Diseases;Mouth Diseases;Multiple Myeloma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nephritis;Panuveitis;Paraproteinemias;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Scleroderma, Systemic;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vascular;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Urologic Diseases;Uveal Diseases;Uveitis;UvT=0, G=59 T=0.0, G=1.0 0.00001 885.353 59 T=0/0, G=36/23

chr1:47717189 A/G A G SNV STIL STIL:exonic:NM_001048166.1 1 47.62 17 synonymous NM_001048166.1c.3486T>C p.(=) 0.02 SCL-interrupting locus protein N-terminusrs2758735 0.475 YES 4.494E-1 (pos.47717189) SCL/TAL1-interrupting locuscell proliferation,centriole,centrosome,centrosome duplication,cytoplasm,cytosol,determination of left/right symmetry,embryonic axis specification,floor plate development,forebrain development,heart looping,in utero embryonic development,mitotic spindle organization,multicellular organism growth,negative regulation of apoptotic process,neural tube closure,neural tube development,notochord development,protein binding,protein localization to centrosome,regulation of centriole replication,smoothened signaling pathwayCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System MalformationsBenign A=11, G=10 A=0.5238, G=0.4762 0.00001 82.29 21 A=5/6, G=6/4

chr2:220476443 T/T C T SNV STK11IP STK11IP:exonic:NM_052902.3 1 100 18 missense NM_052902.3c.2222C>T p.Ser741Phe -0.08 0.03 155 0.004 LKB1 serine/threonine kinase interacting protein 1rs627530 0.0267 YES 9.965E-1 (pos.220476443) Serine/threonine kinase 11 interacting proteinazurophil granule lumen,cytoplasm,extracellular region,intracellular membrane-bounded organelle,lysosomal membrane,neutrophil degranulation,protein kinase binding,protein localizationC=0, T=238 C=0.0, T=1.0 0.00001 3996.05 238 C=0/0, T=115/123

chr2:220113242 G/G T G SNV STK16 STK16:exonic:NM_001008910.3 1 100 8 synonymous NM_001008910.3c.879T>G p.(=) 1.52 0.05(COSM4133477)Protein kinase domain,Protein tyrosine kinasers7601549 2.00E-04 1.0 (pos.220113242) neoplasm ATP binding,Golgi-associated vesicle,cellular response to transforming growth factor beta stimulus,cytoplasm,cytosol,membrane,non-membrane spanning protein tyrosine kinase activity,peptidyl-tyrosine phosphorylation,perinuclear region of cytoplasm,positive regulation of transcription from RNA polymerase II promoter,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingT=0, G=50 T=0.0, G=1.0 0.00001 743.035 50 T=0/0, G=17/33



chr6:31112899 T/T C T SNV CCHCR1 CCHCR1:intronic:NM_001105563.1 1 100 intronic NM_001105563.1c.1768+44G>Ap.? -0.57 Alpha helical coiled-coil rod protein (HCR)rs3094226 0.2438 YES 7.143E-1 (pos.31112899) Coiled-coil alpha-helical rod protein 1cell differentiation,centriole,cytosol,identical protein binding,multicellular organism development,nucleus,protein binding,protein export from nucleusAmphetamine-Related Disorders;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Inflammatory Bowel Diseases;Intestinal Diseases;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Substance-Related Disorders;Urogenital NeoplasmsC=0, T=42 C=0.0, T=1.0 0.00001 685.171 42 C=0/0, T=26/16

chr7:43664280 G/G A G SNV STK17A STK17A:exonic:NM_004760.2 1 100 7 missense NM_004760.2c.1084A>G p.Lys362Glu 1.08 1 56 0 Protein kinase domain,Protein tyrosine kinasers1044141 0.2349 YES 6.913E-1 (pos.43664280) Serine/threonine protein kinase 17AATP binding,apoptotic process,intracellular signal transduction,nuclear speck,nucleus,plasma membrane,positive regulation of apoptotic process,positive regulation of fibroblast apoptotic process,protein phosphorylation,protein serine/threonine kinase activity,regulation of reactive oxygen species metabolic processA=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=11/18

chr6:31113106 G/G A G SNV CCHCR1 CCHCR1:intronic:NM_001105563.1 1 100 intronic NM_001105563.1c.1632-27T>Cp.? -0.11 Alpha helical coiled-coil rod protein (HCR)rs3130575 0.2422 YES 7.138E-1 (pos.31113106) Coiled-coil alpha-helical rod protein 1cell differentiation,centriole,cytosol,identical protein binding,multicellular organism development,nucleus,protein binding,protein export from nucleusAmphetamine-Related Disorders;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Inflammatory Bowel Diseases;Intestinal Diseases;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Substance-Related Disorders;Urogenital NeoplasmsA=0, G=38 A=0.0, G=1.0 0.00001 603.779 38 A=0/0, G=25/13

chr7:43664198 A/G A G SNV STK17A STK17A:exonic:NM_004760.2 1 46.43 7 synonymous NM_004760.2c.1002A>G p.(=) 1.29 Protein kinase domain,Protein tyrosine kinasers10233697 0.2116 YES 6.964E-3 (pos.43664198) Serine/threonine protein kinase 17AATP binding,apoptotic process,intracellular signal transduction,nuclear speck,nucleus,plasma membrane,positive regulation of apoptotic process,positive regulation of fibroblast apoptotic process,protein phosphorylation,protein serine/threonine kinase activity,regulation of reactive oxygen species metabolic processA=15, G=13 A=0.5357, G=0.4643 0.00001 117.927 28 A=3/12, G=8/5

chr6:31125158 C/T C T SNV CCHCR1 CCHCR1:intronic:NM_001105563.1 1 46.51 intronic NM_001105563.1c.216+4G>Ap.? 0.99 0.03(COSM6354062)Alpha helical coiled-coil rod protein (HCR)rs743401 0.3967 YES 6.021E-1 (pos.31125158) carcinoma Coiled-coil alpha-helical rod protein 1cell differentiation,centriole,cytosol,identical protein binding,multicellular organism development,nucleus,protein binding,protein export from nucleusAmphetamine-Related Disorders;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Inflammatory Bowel Diseases;Intestinal Diseases;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Substance-Related Disorders;Urogenital NeoplasmsC=23, T=20 C=0.5349, T=0.4651 0.00001 212.329 43 C=12/11, T=8/12

chr2:197004439 G/G A G SNV STK17B STK17B:exonic:NM_004226.3 1 100 7 synonymous NM_004226.3c.741T>C p.(=) 0.32 Protein kinase domain,Protein tyrosine kinasers1054537 0.3773 YES 9.053E-1 (pos.197004439) Serine/threonine protein kinase 17bATP binding,actin cytoskeleton,apoptotic process,endoplasmic reticulum-Golgi intermediate compartment,intracellular signal transduction,nucleus,plasma membrane,positive regulation of fibroblast apoptotic process,protein autophosphorylation,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activityQuercetin A=0, G=31 A=0.0, G=1.0 0.00001 465.819 31 A=0/0, G=19/12

chr5:146619206 C/C G C SNV STK32A STK32A:exonic:NM_001112724.1 1 100 2 synonymous NM_001112724.1c.9G>C p.(=) 0.22 0.05(COSM4407097),0.05(COSM4407098),0.05(COSM6353447)Kinase-like,Protein kinase domain,Protein tyrosine kinasers4705132 0.4407 YES 3.595E-1;0.0 (pos.146619206)carcinoma,hepatocellular_carcinomaATP binding,intracellular,intracellular signal transduction,metal ion binding,peptidyl-serine phosphorylation,plasma membrane,protein phosphorylation,protein serine/threonine kinase activityG=0, C=41 G=0.0, C=1.0 0.00001 664.696 41 G=0/0, C=25/16

chr6:31132649 C/C A C SNV

POU5F1,TCF

19 TCF19:downstream:NM_001077511.1, POU5F1:intronic:NM_002701.51
100

intronic NM_001077511.1, NM_002701.5c.*2155A>C, c.817-5T>Gp.?, p.? 0.08 Homeobox domain,Pou domain - N-terminal to homeobox domainrs2394882 0.3416 YES 6.636E-1 (pos.31132649) Pou domain, class 5, transcription factor 1 (octamer-binding transcription factor 3),Transcription factor-19 (SC1)BMP signaling pathway involved in heart induction,DNA binding,DNA binding transcription factor activity,RNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,anatomical structure morphogenesis,blastocyst development,cardiac cell fate determination,cell fate commitment involved in formation of primary germ layer,cell proliferation,cytoplasm,cytosol,endodermal cell fate specification,mRNA transcription from RNA polymerase II promoter,metal ion binding,miRNA binding,mitochondrion,negative regulation of gene silencing by miRNA,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of SMAD protein import into nucleus,positive regulation of catenin import into nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of asymmetric cell division,regulation of gene expression,regulation of heart induction by regulation of canonical Wnt signaling pathway,regulation of methylation-depAmphetamine-Related Disorders;Autoimmune Diseases;Cardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Gestational Trophoblastic Disease;Glomerulonephritis;Glomerulonephritis, Membranous;Glucose Metabolism Disorders;Heart Defects, Congenital;Heart Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Nephritis;Nutritional and MetaDopamine,NorepinephrineA=0, C=42 A=0.0, C=1.0 0.00001 685.207 42 A=0/0, C=17/25

chr6:31236998 T/T C T SNV HLA-C HLA-C:intronic:NM_001243042.1 1 100 intronic NM_001243042.1c.1097-48G>Ap.? -0.68 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs2001181 0.1418 YES 8.252E-1 (pos.31236998) Major histocompatibility complex, class I, CArthritis;Arthritis, Psoriatic;Bone Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Glioma;HIV Infections;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=14/7

chr6:31237014 A/A G A SNV HLA-C HLA-C:intronic:NM_001243042.1 1 100 intronic NM_001243042.1c.1097-64C>Tp.? -0.77 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs386698954,rs386698955,rs3998381YES Major histocompatibility complex, class I, CArthritis;Arthritis, Psoriatic;Bone Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Glioma;HIV Infections;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesG=0, A=22 G=0.0, A=1.0 0.00001 298.884 22 G=0/0, A=14/8

chr6:31237017 T/T C T SNV HLA-C HLA-C:intronic:NM_001243042.1 1 100 intronic NM_001243042.1c.1097-67G>Ap.? -0.5 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs2394960,rs386698955 YES Major histocompatibility complex, class I, CArthritis;Arthritis, Psoriatic;Bone Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Glioma;HIV Infections;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=14/8

chr6:31237027 T/T C T SNV HLA-C HLA-C:intronic:NM_001243042.1 1 100 intronic NM_001243042.1c.1097-77G>Ap.? -1.33 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs2394961 YES Major histocompatibility complex, class I, CArthritis;Arthritis, Psoriatic;Bone Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Glioma;HIV Infections;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=13/9

chr6:31237048 G/G A G SNV HLA-C HLA-C:intronic:NM_001243042.1 1 100 intronic NM_001243042.1c.1096+67T>Cp.? -0.46 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domain,MHC_I C-terminusrs9264594 YES Major histocompatibility complex, class I, CArthritis;Arthritis, Psoriatic;Bone Diseases;Dermatitis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Glioma;HIV Infections;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Hypersensitivity;Immune System Diseases;Immunologic Deficiency Syndromes;Joint Diseases;Liver Diseases;Lung Diseases;Lung Diseases, Obstructive;Mouth Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Skin Diseases;Skin Diseases, Papulosquamous;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesA=0, G=21 A=0.0, G=1.0 0.00001 281.174 21 A=0/0, G=12/9

chr4:5448429 A/G A G SNV STK32B STK32B:exonic:NM_018401.2 1 51.85 7 missense NM_018401.2c.592A>G p.Arg198Gly 4.29 1 125 0 0.02(COSM6351273)Kinase-like,Protein kinase domain,Protein tyrosine kinasers3733182 0.113 YES 5.241E-1 (pos.5448429) carcinoma ATP binding,intracellular,intracellular signal transduction,metal ion binding,peptidyl-serine phosphorylation,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activityAlzheimer Disease;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Coronary Disease;Dementia;Heart Diseases;Mental Disorders;Myocardial Ischemia;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Tauopathies;Vascular DiseasesA=26, G=28 A=0.4815, G=0.5185 0.00001 278.618 54 A=14/12, G=15/13

chr11:8486310 A/A C A SNV STK33 STK33:exonic:NM_030906.3 1 100 5 synonymous NM_030906.3c.399G>T p.(=) -0.05 0.21(COSM147138),0.21(COSM3752789)Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinasers1446464 0.4095 YES 5.317E-1 (pos.8486310) acute_myeloid_leukaemia,adenocarcinoma,adenoma,squamous_cell_carcinomaSerine/threonine protein kinase 33ATP binding,intracellular,intracellular signal transduction,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,perinuclear region of cytoplasm,protein autophosphorylation,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activityC=0, A=80 C=0.0, A=1.0 0.00001 1289.34 80 C=0/0, A=43/37

chr12:27470866 A/A G A SNV STK38L STK38L:exonic:NM_015000.3 1 100 11 synonymous NM_015000.3c.993G>A p.(=) -1.12 Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers6487601 0.0278 YES 1.0 (pos.27470866) Serine/threonine protein kinase 38-like proteinATP binding,actin binding,actin cytoskeleton,cytoplasm,cytosol,intracellular signal transduction,magnesium ion binding,membrane,peptidyl-serine phosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of cellular component organizationG=0, A=47 G=0.0, A=1.0 0.00001 789.321 47 G=0/0, A=24/23

chr10:105659826 C/C T C SNV STN1 STN1:exonic:NM_024928.4 1 100 5 missense NM_024928.4c.451A>G p.Thr151Ala -1.84 0.25 58 0 CST, Suppressor of cdc thirteen homolog, complex subunit STN1,OB-fold nucleic acid binding domain,Telomere regulation protein Stn1rs2487999 0.103 YES 1.0 (pos.105659826) STN1, CST complex subunit,Stonin 1CST complex,fibrillar center,intermediate filament cytoskeleton,intracellular membrane-bounded organelle,negative regulation of telomere maintenance via telomerase,nuclear chromosome, telomeric region,nucleoplasm,nucleus,positive regulation of DNA replication,protein binding,single-stranded DNA binding,single-stranded telomeric DNA binding,telomere capping,telomere maintenance,telomere maintenance via telomere lengthening,telomeric DNA bindingT=0, C=45 T=0.0, C=1.0 0.00001 747.393 45 T=0/0, C=24/21

chr2:48808594 C/T C T SNV

STON1,STON

1-GTF2A1L STON1:exonic:NM_001198595.1, STON1-GTF2A1L:exonic:NM_001198594.11

50

1 synonymous NM_001198595.1, NM_001198594.1c.822C>T, c.822C>Tp.(=), p.(=) -1.97 0.01(COSM3758261),0.01(COSM3758262)Adaptor complexes medium subunit family,Transcription factor IIA, alpha/beta subunitrs3749142 0.4951 YES 4.173E-1 (pos.48808594) acute_myeloid_leukaemia,adenocarcinomaStonin 1 cytoplasm,endocytosis,membrane,regulation of endocytosisAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeC=16, T=16 C=0.5, T=0.5 0.00001 160.567 32 C=9/7, T=6/10

chr2:48808882 T/A T A SNV

STON1,STON

1-GTF2A1L STON1:exonic:NM_001198595.1, STON1-GTF2A1L:exonic:NM_001198594.11

45.83

1 synonymous NM_001198595.1, NM_001198594.1c.1110T>A, c.1110T>Ap.(=), p.(=) -0.28 0.07(COSM3758263),0.07(COSM3758264)Adaptor complexes medium subunit family,Transcription factor IIA, alpha/beta subunitrs3749144 0.3198 YES 4.171E-1 (pos.48808882) acute_myeloid_leukaemia,adenocarcinoma,neoplasm,squamous_cell_carcinomaStonin 1 cytoplasm,endocytosis,membrane,regulation of endocytosisAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeT=13, A=11 T=0.5417, A=0.4583 0.00001 93.4395 24 T=6/7, A=6/5

chr2:48808898 C/T C T SNV

STON1,STON

1-GTF2A1L STON1:exonic:NM_001198595.1, STON1-GTF2A1L:exonic:NM_001198594.11

45.83

1 synonymous NM_001198595.1, NM_001198594.1c.1126C>T, c.1126C>Tp.(=), p.(=) 2.58 0.88(COSM3758265),0.88(COSM3758266)Adaptor complexes medium subunit family,Transcription factor IIA, alpha/beta subunitrs3749145 0.3199 YES 4.154E-1 (pos.48808898) acute_myeloid_leukaemia,adenocarcinoma,neoplasmStonin 1 cytoplasm,endocytosis,membrane,regulation of endocytosisAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeC=13, T=11 C=0.5417, T=0.4583 0.00001 93.693 24 C=6/7, T=6/5

chr6:31322470 G/G C G SNV

HLA-

B,MIR6891 HLA-B:intronic:NM_005514.7, MIR6891:downstream:NR_106951.1 1
100

intronic NM_005514.7, NR_106951.1c.1013-28G>Cp.? -1.25 rs2442717 0.1867 YES 8.07E-1 (pos.31322470) Major histocompatibility complex, class I, BAnkylosis;Aortic Arch Syndromes;Aortic Diseases;Arteritis;Arthritis;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Behcet Syndrome;Bone Diseases;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Dermatitis;Dermatitis, Atopic;Dermatomyositis;Digestive System Diseases;Drug Eruptions;Drug Hypersensitivity;Drug-Induced Liver Injury;Erythema;Erythema Multiforme;Exanthema;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glioma;HIV Infections;Hemic and Lymphatic Diseases;Hereditary Autoinflammatory Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Joint Diseases;Kidney Diseases;Liver Diseases;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Male Urogenital Diseases;Mouth Diseases;Muscular Diseases;MusCoccidioides immitis spherule,N-FormylmethionineC=0, G=78 C=0.0, G=1.0 0.00001 1245.55 78 C=0/0, G=48/30

chr6:31378257 G/A G A SNV MICA MICA:intronic:NM_000247.2 1 51.92 intronic NM_000247.2c.71-63G>Ap.? -0.28 Class I Histocompatibility antigen, domains alpha 1 and 2,Immunoglobulin C1-set domainrs144888775 YES MHC class I polypeptide-related sequence AT cell mediated cytotoxicity,beta-2-microglobulin binding,cell surface,cellular response to DNA damage stimulus,cytolysis,cytoplasm,defense response to bacterium,defense response to virus,extracellular space,gamma-delta T cell activation,immune response to tumor cell,integral component of membrane,integral component of plasma membrane,natural killer cell lectin-like receptor binding,natural killer cell mediated cytotoxicity,negative regulation of natural killer cell activation,negative regulation of natural killer cell mediated cytotoxicity,plasma membrane,protein binding,regulation of immune response,response to heat,viral processAdenocarcinoma;Aneurysm;Ankylosis;Arthritis;Bone Diseases;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Coronary Aneurysm;Coronary Disease;Digestive System Diseases;Digestive System Neoplasms;Heart Diseases;Joint Diseases;Liver Diseases;Liver Neoplasms;Mouth Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Oral Submucous Fibrosis;Spinal Diseases;Spondylarthritis;Spondylarthropathies;Spondylitis;Spondylitis, Ankylosing;Stomatognathic Diseases;Vascular DiseasesG=25, A=27 G=0.4808, A=0.5192 0.00001 270.388 52 G=15/10, A=23/4

chr14:81744736 G/G A G SNV STON2 STON2:exonic:NM_001256430.1 1 100 6 missense NM_001256430.1c.919T>C p.Ser307Pro 4.03 1 74 0 0.04(COSM3999387)Adaptor complexes medium subunit family,Stonin 2rs3813535 0.1479 YES 5.598E-1 (pos.81744736) acute_myeloid_leukaemia,neoplasmStonin 2 cell junction,clathrin-coated vesicle,cytosol,endocytosis,hematopoietic progenitor cell differentiation,membrane,membrane organization,neuron projection,nucleolus,presynapse,protein binding,regulation of endocytosis,synaptic vesicle,synaptic vesicle endocytosis,synaptic vesicle recyclingA=0, G=44 A=0.0, G=1.0 0.00001 725.916 44 A=0/0, G=24/20

chr4:184931818 A/A G A SNV STOX2 STOX2:exonic:NM_020225.2 1 100 3 synonymous NM_020225.2c.1827G>A p.(=) -1.79 0.03(COSM3760505),0.03(COSM3760506)Winged helix Storkhead-box1 domainrs4861597 0.2687 YES 6.228E-1 (pos.184931818)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmStorkhead box 2cellular_component,embryo development,maternal placenta development,molecular_functionG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=15/11

chr1:24718075 T/C T C SNV STPG1 STPG1:exonic:NM_001199013.1 1 95.83 3 synonymous NM_001199013.1c.165A>G p.(=) 3.95 0.73(COSM3751080),0.73(COSM3751081)Sperm-tail PG-rich repeatrs2294520 YES 4.239E-1 (pos.24718075) acute_myeloid_leukaemia,adenocarcinoma,neoplasmSperm-tail PG-rich repeat-containing protein 1intracellular,mitochondrion,molecular_function,nucleus,positive regulation of apoptotic process,positive regulation of mitochondrial membrane permeability involved in apoptotic process,positive regulation of protein homodimerization activityT=1, C=23 T=0.0417, C=0.9583 0.00001 306.614 24 T=0/1, C=7/16

chr1:24706269 A/G A G SNV STPG1 STPG1:exonic:NM_001199013.1 1 45.45 5 synonymous NM_001199013.1c.336T>C p.(=) -1.2 0.02(COSM1340987),0.02(COSM1340988),0.02(COSM3997387)Sperm-tail PG-rich repeatrs1064842 0.3414 YES 4.38E-1 (pos.24706269) acute_myeloid_leukaemia,adenocarcinoma,diffuse_large_B_cell_lymphomaSperm-tail PG-rich repeat-containing protein 1intracellular,mitochondrion,molecular_function,nucleus,positive regulation of apoptotic process,positive regulation of mitochondrial membrane permeability involved in apoptotic process,positive regulation of protein homodimerization activityA=18, G=15 A=0.5455, G=0.4545 0.00001 143.162 33 A=2/16, G=7/8

chr6:31498497 A/A C A SNV

ATP6V1G2-

DDX39B,DD

X39B,MCCD

1 DDX39B:intronic:NM_080598.5, MCCD1:downstream:NM_001011700.2, ATP6V1G2-DDX39B:intronic_nc:NR_037853.11

100

intronic NM_001011700.2, NR_037853.1, NM_080598.5c.*785C>A, c.1270+59G>Tp.?, p.? -0.38 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs3093978 YES DEAD box polypeptide 39Bipt-1,Mitochondrial coiled-coil domain 1ATP binding,ATP-dependent RNA helicase activity,ATP-dependent protein binding,ATPase activity,RNA binding,RNA export from nucleus,RNA secondary structure unwinding,RNA splicing,RNA-dependent ATPase activity,U4 snRNA binding,U4 snRNP,U6 snRNA binding,U6 snRNP,cytoplasm,identical protein binding,liver development,mRNA 3'-end processing,mRNA export from nucleus,mRNA splicing, via spliceosome,mitochondrion,negative regulation of DNA damage checkpoint,nuclear matrix,nuclear speck,nucleic acid binding,nucleolus,nucleoplasm,nucleus,positive regulation of DNA biosynthetic process,positive regulation of DNA-templated transcription, elongation,positive regulation of cell growth involved in cardiac muscle cell development,positive regulation of translation,positive regulation of vascular smooth muscle cell proliferation,protein binding,protein complex binding,spliceosomal complex,spliceosomal complex assembly,termination of RNA polymerase II transcription,transcription export complex,viral mRNA export from host cell nucIsopropyl Alcohol C=0, A=26 C=0.0, A=1.0 0.00001 371.417 26 C=0/0, A=8/18

chr1:24706292 T/C T C SNV STPG1 STPG1:exonic:NM_001199013.1 1 45.45 5 missense NM_001199013.1c.313A>G p.Ile105Val -0.06 0.93 29 0.002 0.04(COSM3997388),0.04(COSM3997389),0.04(COSM3997390)Sperm-tail PG-rich repeatrs1142057 0.3328 YES 4.372E-1 (pos.24706292) acute_myeloid_leukaemiaSperm-tail PG-rich repeat-containing protein 1intracellular,mitochondrion,molecular_function,nucleus,positive regulation of apoptotic process,positive regulation of mitochondrial membrane permeability involved in apoptotic process,positive regulation of protein homodimerization activityT=18, C=15 T=0.5455, C=0.4545 0.00001 143.162 33 T=2/16, C=7/8

chr6:31506648 T/T G T SNV

ATP6V1G2-

DDX39B,DD

X39B DDX39B:intronic:NM_080598.5, ATP6V1G2-DDX39B:intronic_nc:NR_037853.11

100

intronic NR_037853.1, NM_080598.5c.340-16C>Ap.? 1.47 0.83(COSM5021520)DEAD/DEAH box helicase,Helicase conserved C-terminal domain,Type III restriction enzyme, res subunitrs933208 0.2566 YES 8.034E-1 (pos.31506648) osteosarcoma DEAD box polypeptide 39Bipt-1ATP binding,ATP-dependent RNA helicase activity,ATP-dependent protein binding,ATPase activity,RNA binding,RNA export from nucleus,RNA secondary structure unwinding,RNA splicing,RNA-dependent ATPase activity,U4 snRNA binding,U4 snRNP,U6 snRNA binding,U6 snRNP,cytoplasm,identical protein binding,liver development,mRNA 3'-end processing,mRNA export from nucleus,mRNA splicing, via spliceosome,negative regulation of DNA damage checkpoint,nuclear matrix,nuclear speck,nucleic acid binding,nucleolus,nucleoplasm,nucleus,positive regulation of DNA biosynthetic process,positive regulation of DNA-templated transcription, elongation,positive regulation of cell growth involved in cardiac muscle cell development,positive regulation of translation,positive regulation of vascular smooth muscle cell proliferation,protein binding,protein complex binding,spliceosomal complex,spliceosomal complex assembly,termination of RNA polymerase II transcription,transcription export complex,viral mRNA export from host cell nucleusIsopropyl Alcohol G=0, T=27 G=0.0, T=1.0 0.00001 389.961 27 G=0/0, T=13/14

chr6:31555130 G/G A G SNV LST1 LST1:intronic:NM_205839.2 1 100 intronic NM_205839.2c.19+35A>Gp.? 0.13 LST-1 protein rs2256965 0.4234 YES 7.445E-1 (pos.31555130) Leukocyte-specific transcript 1 (B144 protein),Solute carrier organic anion transporter family, member 1B1Golgi apparatus,Golgi membrane,anatomical structure morphogenesis,cell morphogenesis,cytoplasm,dendrite development,immune response,integral component of membrane,membrane,negative regulation of lymphocyte proliferation,regulation of cell shapeA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=10/14

chr7:73122923 A/G A G SNV STX1A STX1A:exonic:NM_004603.3 1 50 3 synonymous NM_004603.3c.204T>C p.(=) -3.98 SNARE domain,Syntaxin,Syntaxin-like proteinrs2228607 0.4337 YES 4.218E-1 (pos.73122923) Syntaxin 1A, brainATP-dependent protein binding,SNAP receptor activity,SNARE binding,SNARE complex,SNARE complex assembly,actomyosin,axon,calcium channel inhibitor activity,calcium-dependent protein binding,cell junction,chloride channel inhibitor activity,cytosol,extracellular region,glutamate secretion,integral component of membrane,intracellular protein transport,ion channel binding,kinase binding,myosin binding,myosin head/neck binding,neuron projection,neurotransmitter secretion,nuclear membrane,plasma membrane,positive regulation of calcium ion-dependent exocytosis,positive regulation of catecholamine secretion,positive regulation of excitatory postsynaptic potential,positive regulation of neurotransmitter secretion,positive regulation of norepinephrine secretion,postsynaptic density,presynaptic active zone membrane,protein N-terminus binding,protein binding,protein binding, bridging,protein domain specific binding,protein heterodimerization activity,protein localization to membrane,regulation of exocytosis,regulation ofAutistic Disorder;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cystic Fibrosis;Digestive System Diseases;Genetic Diseases, Inborn;Infant, Newborn, Diseases;Lung Diseases;Mental Disorders;Neurodevelopmental Disorders;Pancreatic Diseases;Respiratory Tract DiseasesA=12, G=12 A=0.5, G=0.5 0.00001 106.71 24 A=6/6, G=5/7

chr12:131276448 T/T G T SNV STX2 STX2:utr_3:NM_194356.3 1 100 11 utr_3 NM_194356.3c.987C>A p.? -0.04 SNARE domain,Syntaxin,Syntaxin-like proteinrs4759786 1.00E-04 1.0 (pos.131276448) Epimorphin (syntaxin 2)SNAP receptor activity,SNARE binding,SNARE complex,acrosome reaction,animal organ morphogenesis,basolateral plasma membrane,calcium-dependent protein binding,cell differentiation,cornified envelope assembly,ectoderm development,extracellular exosome,extracellular space,integral component of membrane,intracellular membrane-bounded organelle,intracellular protein transport,lamellipodium,plasma membrane,protein binding,protein dimerization activity,protein oligomerization,regulation of blood coagulation,response to hydroperoxide,signal transduction,synaptic vesicle,synaptic vesicle fusion to presynaptic active zone membrane,vesicle docking,vesicle-mediated transportGenital Diseases, Male;Infertility;Infertility, Male;Male Urogenital DiseasesG=0, T=39 G=0.0, T=1.0 0.00001 623.979 39 G=0/0, T=18/21

chr6:31605199 G/C G C SNV PRRC2A PRRC2A:intronic:NM_004638.3 1 45.45 intronic NM_004638.3c.6334-24G>Cp.? -0.91 BAT2 N-terminusrs2736155,rs757634800 0.4917 YES 0.0 (pos.31605197),5.879E-1 (pos.31605199)Proline-rich coiled-coil protein 2ARNA binding,cell differentiation,cytoplasm,extracellular exosome,membrane,nucleus,protein bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, Membranous;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=12, C=10 G=0.5455, C=0.4545 0.00001 81.7627 22 G=7/5, C=5/5

chr6:31607035 C/G C G SNV BAG6 BAG6:intronic:NM_001098534.1 1 51.85 intronic NM_001098534.1c.3286-32G>Cp.? 0.2 Domain of unknown function (DUF3538),Ubiquitin family,Ubiquitin-2 like Rad60 SUMO-likers28732153 0.04 YES 5.055E-3;0.0 (pos.31607035) BCL2-associated athanogene 6BAT3 complex,ER-associated misfolded protein catabolic process,Hsp70 protein binding,apoptotic process,brain development,cell differentiation,covalent chromatin modification,cytoplasm,cytosol,embryo development,endoplasmic reticulum stress-induced pre-emptive quality control,extracellular exosome,identical protein binding,immune response-activating cell surface receptor signaling pathway,internal peptidyl-lysine acetylation,intracellular membrane-bounded organelle,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,kidney development,lung development,maintenance of unfolded protein involved in ERAD pathway,membrane,misfolded protein binding,natural killer cell activation,negative regulation of apoptotic process,negative regulation of proteasomal ubiquitin-dependent protein catabolic process,negative regulation of proteolysis,nucleoplasm,nucleus,polyubiquitin modification-dependent protein bindinAdenocarcinoma;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Carcinoma;Cardiovascular Diseases;Connective Tissue Diseases;Hypertension;Immune System Diseases;Joint Diseases;Lung Diseases;Lung Neoplasms;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rheumatic Diseases;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Vascular DiseasesC=13, G=14 C=0.4815, G=0.5185 0.00001 132.662 27 C=1/12, G=3/11

chr6:31607050 C/T C T SNV BAG6 BAG6:intronic:NM_001098534.1 1 51.85 intronic NM_001098534.1c.3286-47G>Ap.? -0.5 Domain of unknown function (DUF3538),Ubiquitin family,Ubiquitin-2 like Rad60 SUMO-likers750332,rs765446153 0.175 YES 0.0 (pos.31607045),8.576E-1 (pos.31607050)BCL2-associated athanogene 6BAT3 complex,ER-associated misfolded protein catabolic process,Hsp70 protein binding,apoptotic process,brain development,cell differentiation,covalent chromatin modification,cytoplasm,cytosol,embryo development,endoplasmic reticulum stress-induced pre-emptive quality control,extracellular exosome,identical protein binding,immune response-activating cell surface receptor signaling pathway,internal peptidyl-lysine acetylation,intracellular membrane-bounded organelle,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,kidney development,lung development,maintenance of unfolded protein involved in ERAD pathway,membrane,misfolded protein binding,natural killer cell activation,negative regulation of apoptotic process,negative regulation of proteasomal ubiquitin-dependent protein catabolic process,negative regulation of proteolysis,nucleoplasm,nucleus,polyubiquitin modification-dependent protein bindinAdenocarcinoma;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Carcinoma;Cardiovascular Diseases;Connective Tissue Diseases;Hypertension;Immune System Diseases;Joint Diseases;Lung Diseases;Lung Neoplasms;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Rheumatic Diseases;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Vascular DiseasesC=13, T=14 C=0.4815, T=0.5185 0.00001 132.762 27 C=1/12, T=3/11

chr6:31922254 A/C A C SNV NELFE NELFE:intronic:NM_002904.5 1 53.13 intronic NM_002904.5c.743-35T>Gp.? -1.23 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs630379 0.281 YES 7.125E-1 (pos.31922254) NELF complex,RNA binding,chromatin binding,negative regulation of mRNA polyadenylation,negative regulation of transcription elongation from RNA polymerase II promoter,nuclear body,nucleoplasm,nucleus,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positive regulation of histone H3-K4 methylation,positive regulation of transcription from RNA polymerase II promoter,positive regulation of viral transcription,protein binding,regulation of transcription, DNA-templated,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterEye Diseases;Macular Degeneration;Retinal Degeneration;Retinal DiseasesA=30, C=34 A=0.4688, C=0.5313 0.00001 347.409 64 A=18/12, C=17/17

chr6:31977493 C/T C T SNV

CYP21A1P,C

YP21A2,TNX

A CYP21A1P:downstream:NR_040090.1, TNXA:intronic_nc:NR_001284.2, CYP21A2:downstream:NM_000500.71

50

intronic NM_000500.7, NR_040090.1, NR_001284.2c.*1317C>Tp.? 5.06 Fibrinogen beta and gamma chains, C-terminal globular domain,Fibronectin type III domainrs79770049 YES 3.207E-1 (pos.31977493) Cytochrome P450, subfamily XXIA, polypeptide 2 (steroid 21-hydroxylase)endoplasmic reticulum membrane,glucocorticoid biosynthetic process,heme binding,iron ion binding,mineralocorticoid biosynthetic process,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,steroid 21-monooxygenase activity,steroid binding,steroid biosynthetic process,steroid hydroxylase activity,steroid metabolic process,sterol metabolic process46, XX Disorders of Sex Development;Adrenal Gland Diseases;Adrenal Hyperplasia, Congenital;Adrenogenital Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gonadal Disorders;Hyperandrogenism;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Steroid Metabolism, Inborn Errors;Urogenital AbnormalitiesKetoconazole C=17, T=17 C=0.5, T=0.5 0.00001 172.008 34 C=5/12, T=9/8

chr6:32134656 T/C T C SNV

EGFL8,PPT2-

EGFL8 PPT2-EGFL8:intronic_nc:NR_037861.1, EGFL8:intronic:NM_030652.3 1
45.45

intronic NR_037861.1, NM_030652.3c.335-31T>Cp.? -1.45 Calcium-binding EGF domain,EGF-like domain,EMI domain,Human growth factor-like EGFrs3130347 0.2121 YES 4.185E-2 (pos.32134656) Epidermal growth factor-like 8calcium ion binding,extracellular region,in utero embryonic developmentAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, Membranous;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=12, C=10 T=0.5455, C=0.4545 0.00001 81.7626 22 T=2/10, C=4/6

chr12:131306314 G/G C G SNV STX2 STX2:exonic:NM_194356.3 1 100 3 missense NM_194356.3c.125G>C p.Ser42Thr -0.07 0.39 58 0.389 SNARE domain,Syntaxin,Syntaxin-like proteinrs17564 0.3429 YES 8.844E-1 (pos.131306314) Epimorphin (syntaxin 2)SNAP receptor activity,SNARE binding,SNARE complex,acrosome reaction,animal organ morphogenesis,basolateral plasma membrane,calcium-dependent protein binding,cell differentiation,cornified envelope assembly,ectoderm development,extracellular exosome,extracellular space,integral component of membrane,intracellular membrane-bounded organelle,intracellular protein transport,lamellipodium,plasma membrane,protein binding,protein dimerization activity,protein oligomerization,regulation of blood coagulation,response to hydroperoxide,signal transduction,synaptic vesicle,synaptic vesicle fusion to presynaptic active zone membrane,vesicle docking,vesicle-mediated transportGenital Diseases, Male;Infertility;Infertility, Male;Male Urogenital DiseasesC=0, G=26 C=0.0, G=1.0 0.00001 371.311 26 C=0/0, G=15/11

chr6:32362416 T/G T G SNV

BTNL2,HCG

23 HCG23:downstream:NR_044996.1, BTNL2:intronic:NM_001304561.11
51.85

intronic NR_044996.1, NM_001304561.1c.1360+105A>Cp.? -1.1 rs2076534 YES Butyrophilin-like protein 2integral component of membrane,negative regulation of T cell receptor signaling pathway,plasma membrane,positive regulation of T cell proliferation,positive regulation of interleukin-2 secretion,receptor bindingAdenocarcinoma;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Berylliosis;Bile Duct Diseases;Biliary Tract Diseases;Carcinoma;Cholestasis;Cholestasis, Intrahepatic;Connective Tissue Diseases;Crohn Disease;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Glomerulonephritis;Glomerulonephritis, Membranous;Hemic and Lymphatic Diseases;Hypopigmentation;Immune System Diseases;Immunoproliferative Disorders;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, B-Cell, Marginal Zone;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Male Urogenital Diseases;Multiple Sclerosis;Musculoskeletal Diseases;NeoplasmsT=13, G=14 T=0.4815, G=0.5185 0.00001 132.666 27 T=10/3, G=13/1

chr6:32362447 C/T C T SNV

BTNL2,HCG

23 HCG23:downstream:NR_044996.1, BTNL2:intronic:NM_001304561.11
51.85

intronic NR_044996.1, NM_001304561.1c.1360+74G>Ap.? -0.27 rs28732203 YES Butyrophilin-like protein 2integral component of membrane,negative regulation of T cell receptor signaling pathway,plasma membrane,positive regulation of T cell proliferation,positive regulation of interleukin-2 secretion,receptor bindingAdenocarcinoma;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Berylliosis;Bile Duct Diseases;Biliary Tract Diseases;Carcinoma;Cholestasis;Cholestasis, Intrahepatic;Connective Tissue Diseases;Crohn Disease;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Glomerulonephritis;Glomerulonephritis, Membranous;Hemic and Lymphatic Diseases;Hypopigmentation;Immune System Diseases;Immunoproliferative Disorders;Inflammatory Bowel Diseases;Intestinal Diseases;Joint Diseases;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Lung Neoplasms;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, B-Cell, Marginal Zone;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Male Urogenital Diseases;Multiple Sclerosis;Musculoskeletal Diseases;NeoplasmsC=13, T=14 C=0.4815, T=0.5185 0.00001 132.664 27 C=10/3, T=13/1

chr17:9395231 A/A G A SNV STX8 STX8:exonic:NM_004853.2 1 100 6 synonymous NM_004853.2c.456C>T p.(=) -0.36 SNARE domainrs9893664 0.1556 YES 8.332E-1 (pos.9395231) Syntaxin 8 SNAP receptor activity,SNARE complex,chloride channel inhibitor activity,cytosol,early endosome,early endosome to late endosome transport,endoplasmic reticulum,endosome,endosome to lysosome transport,integral component of membrane,integral component of plasma membrane,intracellular protein transport,late endosome,late endosome membrane,lysosomal membrane,perinuclear region of cytoplasm,protein binding,recycling endosome,regulation of molecular function,regulation of protein localization to plasma membrane,syntaxin binding,trans-Golgi network,transport,ubiquitin protein ligase binding,vesicle,vesicle docking,vesicle fusionG=0, A=73 G=0.0, A=1.0 0.00001 1148.63 73 G=0/0, A=35/38

chr17:53076799 A/A G A SNV STXBP4 STXBP4:exonic:NM_178509.5 1 100 5 missense NM_178509.5c.274G>A p.Gly92Arg 2 1 125 0 0.02(COSM5905067),0.02(COSM5905068)PDZ domain (Also known as DHR or GLGF),WW domainrs1156287 0.2833 YES 8.976E-1 (pos.53076799) basal_cell_carcinomaSyntaxin-binding protein 4cellular response to DNA damage stimulus,cytoplasm,extracellular exosome,glucose transport,insulin receptor signaling pathway,positive regulation of cell cycle G1/S phase transition,positive regulation of keratinocyte proliferation,protein binding,protein stabilization,protein targeting,regulation of insulin secretion involved in cellular response to glucose stimulus,syntaxin bindingBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesG=0, A=63 G=0.0, A=1.0 0.00001 958.913 63 G=0/0, A=20/43

chr7:75659815 C/C T C SNV STYXL1 STYXL1:exonic:NM_016086.2 1 100 2 synonymous NM_016086.2c.27A>G p.(=) -0.45 Dual specificity phosphatase, catalytic domain,Rhodanese-like domainrs1044483 0.302 YES 4.009E-1 (pos.75659815) Serine/threonine/tyrosine-interacting protein-like 1intracellular,intracellular signal transduction,protein dephosphorylation,protein tyrosine/serine/threonine phosphatase activityT=0, C=31 T=0.0, C=1.0 0.00001 462.595 31 T=0/0, C=11/20

chr19:19387356 C/T C T SNV SUGP1 SUGP1:utr_3:NM_172231.3 1 50 14 utr_3 NM_172231.3c.2039G>A p.? -0.27 G-patch domain,Surp modulers2010506 YES SURP and G-patch domains-containing protein 1RNA binding,RNA processing,mRNA splicing, via spliceosome,nucleoplasm,protein binding,spliceosomal complexC=11, T=11 C=0.5, T=0.5 0.00001 94.5872 22 C=4/7, T=6/5

chr6:32713188 T/T C T SNV HLA-DQA2 HLA-DQA2:intronic:NM_020056.4 1 100 intronic NM_020056.4c.331+4C>Tp.? -2.81 Class II histocompatibility antigen, alpha domain,Immunoglobulin C1-set domainrs2213565 0.2302 YES 9.047E-1 (pos.32713188) Major histocompatibility complex, class II, DQ alpha-2ER to Golgi transport vesicle membrane,Golgi membrane,MHC class II protein complex,MHC class II receptor activity,T cell costimulation,T cell receptor signaling pathway,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,clathrin-coated endocytic vesicle membrane,endocytic vesicle membrane,endosome membrane,immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,integral component of plasma membrane,interferon-gamma-mediated signaling pathway,lysosomal membrane,plasma membrane,trans-Golgi network membrane,transport vesicle membraneArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Digestive System Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Joint Diseases;Liver Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesInsulin Pork C=0, T=41 C=0.0, T=1.0 0.00001 664.696 41 C=0/0, T=26/15

chr6:32713888 C/C T C SNV HLA-DQA2 HLA-DQA2:intronic:NM_020056.4 1 100 intronic NM_020056.4c.613+39T>Cp.? -2.61 Class II histocompatibility antigen, alpha domain,Immunoglobulin C1-set domainrs17213337,rs7811732430.4941 YES 1.174E-4 (pos.32713886),8.213E-1;0.0 (pos.32713888)Major histocompatibility complex, class II, DQ alpha-2ER to Golgi transport vesicle membrane,Golgi membrane,MHC class II protein complex,MHC class II receptor activity,T cell costimulation,T cell receptor signaling pathway,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,clathrin-coated endocytic vesicle membrane,endocytic vesicle membrane,endosome membrane,immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,integral component of plasma membrane,interferon-gamma-mediated signaling pathway,lysosomal membrane,plasma membrane,trans-Golgi network membrane,transport vesicle membraneArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Digestive System Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Joint Diseases;Liver Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesInsulin Pork T=0, C=86 T=0.0, C=1.0 0.00001 1409.29 86 T=0/0, C=41/45

chr16:28617485 T/T C T SNV SULT1A1 SULT1A1:exonic:NM_177530.2 1 100 7 missense NM_177530.2c.667G>A p.Val223Met 2.12 0.14 21 0.261 Nuclear pore complex interacting protein (NPIP),Sulfotransferase domainrs1801030 0.0021 YES 1.0 (pos.28617485) Sulfotransferase family 1A, phenol-preferring, member 13'-phosphoadenosine 5'-phosphosulfate metabolic process,amine metabolic process,aryl sulfotransferase activity,catecholamine metabolic process,cytosol,estrogen metabolic process,ethanol catabolic process,flavonoid metabolic process,flavonol 3-sulfotransferase activity,integral component of membrane,protein binding,steroid sulfotransferase activity,sulfation,sulfotransferase activity,xenobiotic metabolic processCardiovascular Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Male Urogenital Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Urologic Neoplasms;Vascular DiseasesAcetaminophen,Adenosine-3'-5'-Diphosphate,P-Nitrophenol,TamoxifenC=0, T=24 C=0.0, T=1.0 0.00001 334.788 24 C=0/0, T=15/9

chr6:32724258 T/T C T SNV HLA-DQB2 HLA-DQB2:intronic:NM_001198858.1 1 100 intronic NM_001198858.1c.671-15G>Ap.? -6.97 CD80-like C2-set immunoglobulin domain,Class II histocompatibility antigen, beta domain,Immunoglobulin C1-set domainrs3213490 YES 8.206E-1;0.0 (pos.32724258) Major histocompatibility complex, class II, DQ beta-2ER to Golgi transport vesicle membrane,Golgi membrane,MHC class II protein complex,MHC class II receptor activity,T cell costimulation,T cell receptor signaling pathway,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,clathrin-coated endocytic vesicle membrane,endocytic vesicle membrane,endosome membrane,immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,interferon-gamma-mediated signaling pathway,lysosomal membrane,plasma membrane,trans-Golgi network membrane,transport vesicle membraneAutoimmune Diseases;Connective Tissue Diseases;Digestive System Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Liver Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesC=0, T=33 C=0.0, T=1.0 0.00001 504.596 33 C=0/0, T=20/13

chr6:32724312 G/G C G SNV HLA-DQB2 HLA-DQB2:intronic:NM_001198858.1 1 100 intronic NM_001198858.1c.671-69G>Cp.? -0.6 CD80-like C2-set immunoglobulin domain,Class II histocompatibility antigen, beta domain,Immunoglobulin C1-set domainrs3213488 YES Major histocompatibility complex, class II, DQ beta-2ER to Golgi transport vesicle membrane,Golgi membrane,MHC class II protein complex,MHC class II receptor activity,T cell costimulation,T cell receptor signaling pathway,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,clathrin-coated endocytic vesicle membrane,endocytic vesicle membrane,endosome membrane,immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,interferon-gamma-mediated signaling pathway,lysosomal membrane,plasma membrane,trans-Golgi network membrane,transport vesicle membraneAutoimmune Diseases;Connective Tissue Diseases;Digestive System Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Liver Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesC=0, G=34 C=0.0, G=1.0 0.00001 523.937 34 C=0/0, G=14/20

chr6:32724314 GT/GT G GT INDEL HLA-DQB2 HLA-DQB2:intronic:NM_001198858.1 1 100 intronic NM_001198858.1c.671-71C>ACp.? -1.15 CD80-like C2-set immunoglobulin domain,Class II histocompatibility antigen, beta domain,Immunoglobulin C1-set domainMajor histocompatibility complex, class II, DQ beta-2ER to Golgi transport vesicle membrane,Golgi membrane,MHC class II protein complex,MHC class II receptor activity,T cell costimulation,T cell receptor signaling pathway,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,clathrin-coated endocytic vesicle membrane,endocytic vesicle membrane,endosome membrane,immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,interferon-gamma-mediated signaling pathway,lysosomal membrane,plasma membrane,trans-Golgi network membrane,transport vesicle membraneAutoimmune Diseases;Connective Tissue Diseases;Digestive System Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Liver Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesG=0, GT=34 G=0.0, GT=1.0 0.00001 206.68 34 G=0/0, GT=14/20

chr6:32724324 C/C T C SNV HLA-DQB2 HLA-DQB2:intronic:NM_001198858.1 1 100 intronic NM_001198858.1c.671-81A>Gp.? -1.75 CD80-like C2-set immunoglobulin domain,Class II histocompatibility antigen, beta domain,Immunoglobulin C1-set domainrs3213486 YES Major histocompatibility complex, class II, DQ beta-2ER to Golgi transport vesicle membrane,Golgi membrane,MHC class II protein complex,MHC class II receptor activity,T cell costimulation,T cell receptor signaling pathway,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,clathrin-coated endocytic vesicle membrane,endocytic vesicle membrane,endosome membrane,immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,interferon-gamma-mediated signaling pathway,lysosomal membrane,plasma membrane,trans-Golgi network membrane,transport vesicle membraneAutoimmune Diseases;Connective Tissue Diseases;Digestive System Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Liver Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesT=0, C=34 T=0.0, C=1.0 0.00001 523.28 34 T=0/0, C=14/20

chr2:108863767 C/C A C SNV SULT1C3 SULT1C3:exonic:NM_001008743.2 1 100 2 synonymous NM_001008743.2c.117A>C p.(=) -0.81 Sulfotransferase domain,Sulfotransferase familyrs9308806 0.3006 YES 9.09E-1 (pos.108863767) Sulfotransferase family 1C, member 3alcohol sulfotransferase activity,aryl sulfotransferase activity,cytoplasm,sulfur compound metabolic processA=0, C=24 A=0.0, C=1.0 0.00001 334.785 24 A=0/0, C=7/17

chr6:32725193 G/G A G SNV HLA-DQB2 HLA-DQB2:intronic:NM_001198858.1 1 100 intronic NM_001198858.1c.647-112T>Cp.? 0.3 CD80-like C2-set immunoglobulin domain,Class II histocompatibility antigen, beta domain,Immunoglobulin C1-set domainrs2301271 YES Major histocompatibility complex, class II, DQ beta-2ER to Golgi transport vesicle membrane,Golgi membrane,MHC class II protein complex,MHC class II receptor activity,T cell costimulation,T cell receptor signaling pathway,antigen processing and presentation of exogenous peptide antigen via MHC class II,antigen processing and presentation of peptide or polysaccharide antigen via MHC class II,clathrin-coated endocytic vesicle membrane,endocytic vesicle membrane,endosome membrane,immune response,integral component of lumenal side of endoplasmic reticulum membrane,integral component of membrane,interferon-gamma-mediated signaling pathway,lysosomal membrane,plasma membrane,trans-Golgi network membrane,transport vesicle membraneAutoimmune Diseases;Connective Tissue Diseases;Digestive System Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Liver Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesA=0, G=52 A=0.0, G=1.0 0.00001 767.015 52 A=0/0, G=22/30

chr19:48389425 G/G A G SNV SULT2A1 SULT2A1:exonic:NM_003167.3 1 100 1 synonymous NM_003167.3c.90T>C p.(=) 0.22 Sulfotransferase domain,Sulfotransferase familyrs11083907 7.00E-04 1.0 (pos.48389425) Sulfotransferase family 2A, dehydroepiandrosterone-preferring, member 1 (DHEA sulfotransferase)3'-phosphoadenosine 5'-phosphosulfate metabolic process,aryl sulfotransferase activity,bile acid catabolic process,bile-salt sulfotransferase activity,cytosol,digestion,estrone sulfotransferase activity,ethanol catabolic process,protein binding,regulation of lipid metabolic process,steroid metabolic process,steroid sulfotransferase activity,sulfation,sulfotransferase activityDigestive System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsAbiraterone,Acetaminophen,Adenosine-3'-5'-Diphosphate,Aetiocholanolone,Mercuric iodide,PrasteroneA=0, G=20 A=0.0, G=1.0 0.00001 263.782 20 A=0/0, G=9/11

chr7:56136194 T/T C T SNV SUMF2 SUMF2:exonic:NM_001130069.2 1 100 2 synonymous NM_001130069.2c.144C>T p.(=) 1.63 0.56(COSM3762788),0.56(COSM3762789)Sulfatase-modifying factor enzyme 1rs7808729 0.2235 YES 5.402E-2 (pos.56136194) adenocarcinomaSulfatase-modifying factor 2endoplasmic reticulum,endoplasmic reticulum lumen,metal ion binding,post-translational protein modification,protein homodimerization activityC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=4/16

chr6:32798711 T/C T C SNV TAP2 TAP2:intronic:NM_018833.2 1 45.45 intronic NM_018833.2c.1273-128A>Gp.? -0.74 ABC transporter,ABC transporter transmembrane regionrs117821 YES Sec14-like 3,Transporter 2, ATP-binding cassette, subfamily BATP binding,MHC class Ib protein binding,MHC protein binding,TAP complex,TAP1 binding,adaptive immune response,antigen processing and presentation of endogenous peptide antigen via MHC class I,antigen processing and presentation of endogenous peptide antigen via MHC class Ib via ER pathway, TAP-dependent,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,antigen processing and presentation of peptide antigen via MHC class I,cytosol to ER transport,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,membrane,nuclear speck,peptide antigen transport,peptide antigen-transporting ATPase activity,peptide transport,peptide transporter activity,peptide-transporting ATPase activity,phagocytic vesicle membrane,protein binding,protein transport,tapasin binding,transmembrane transport,transporter activity,vesicle fusion with endoplaCongenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Immune System Diseases;Immunologic Deficiency Syndromes;Infant, Newborn, Diseases;Metabolic Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Severe Combined ImmunodeficiencyT=24, C=20 T=0.5455, C=0.4545 0.00001 213.284 44 T=5/19, C=5/15

chr7:56136260 A/A C A SNV SUMF2 SUMF2:exonic:NM_001130069.2 1 100 2 missense NM_001130069.2c.210C>A p.Asp70Glu 0.63 1 45 0 Sulfatase-modifying factor enzyme 1rs4245575 0.0016 1.0;0.0 (pos.56136260) Sulfatase-modifying factor 2endoplasmic reticulum,endoplasmic reticulum lumen,metal ion binding,post-translational protein modification,protein homodimerization activityC=0, A=22 C=0.0, A=1.0 0.00001 298.892 22 C=0/0, A=4/18

chr6:149721690 A/A G A SNV

SUMO4,TAB

2 SUMO4:exonic:NM_001002255.1, TAB2:intronic:NM_015093.5 1
100

1 missense NM_015093.5, NM_001002255.1c.1939+1370G>A, c.163G>Ap.?, p.Val55Met 1.18 21 0.11(COSM6352414),0.36(COSM4003728)CUE domain,Ubiquitin family,Ubiquitin-2 like Rad60 SUMO-like,Zn-finger in Ran binding protein and othersrs237025 0.4853 YES 7.181E-1 (pos.149721690)acute_myeloid_leukaemia,carcinomaSmall ubiquitin-like modifier 4,Tak1 (MAP3K7) binding protein 2Fc-epsilon receptor signaling pathway,I-kappaB kinase/NF-kappaB signaling,JNK cascade,K63-linked polyubiquitin modification-dependent protein binding,MyD88-dependent toll-like receptor signaling pathway,MyD88-independent toll-like receptor signaling pathway,T cell receptor signaling pathway,activation of MAPK activity,cytosol,endosome membrane,heart development,metal ion binding,negative regulation of autophagy,nucleoplasm,nucleotide-binding oligomerization domain containing signaling pathway,nucleus,plasma membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of NF-kappaB transcription factor activity,positive regulation of protein kinase activity,protein binding,protein sumoylation,protein tag,stimulatory C-type lectin receptor signaling pathwayAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Glucose Metabolism Disorders;Immune System Diseases;Metabolic Diseases;Nutritional and Metabolic Diseasesrisk factor G=0, A=63 G=0.0, A=1.0 0.00001 958.861 63 G=0/0, A=30/33

chr6:32916699 T/T C T SNV HLA-DMA HLA-DMA:intronic:NM_006120.3 1 100 intronic NM_006120.3c.782-54G>Ap.? -0.55 Class II histocompatibility antigen, alpha domain,Immunoglobulin C1-set domainrs129654,rs771480013 0.2263 YES Major histocompatibility complex, class II, DM alphaDermatitis;Dermatitis, Contact;Dermatitis, Occupational;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesC=0, T=197 C=0.0, T=1.0 0.00001 3329.34 197 C=0/0, T=96/101

chr6:32945530 C/C G C SNV BRD2 BRD2:intronic:NM_001291986.1 1 100 intronic NM_001291986.1c.970-4G>Cp.? -0.85 Bromodomain,Bromodomain extra-terminal - transcription regulationrs3097644 0.0829 YES 9.949E-1;0.0 (pos.32945530) Bromodomain-containing protein 2chromatin binding,covalent chromatin modification,cytoplasm,lysine-acetylated histone binding,nucleoplasm,nucleosome assembly,protein binding,regulation of transcription from RNA polymerase II promoter,spermatogenesis,transcription, DNA-templatedGlioma;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, PrimitiveG=0, C=22 G=0.0, C=1.0 0.00001 298.891 22 G=0/0, C=8/14

chr6:32975381 A/G A G SNV HLA-DOA HLA-DOA:intronic:NM_002119.3 1 52.38 intronic NM_002119.3c.332-12T>Cp.? -1.55 Class II histocompatibility antigen, alpha domain,Immunoglobulin C1-set domainrs453779 0.4438 YES 7.045E-1 (pos.32975381) MHC class II protein complex,MHC class II protein complex binding,MHC class II receptor activity,antigen processing and presentation of exogenous peptide antigen via MHC class II,endosome membrane,immune response,integral component of membrane,lysosomal membrane,negative regulation of antigen processing and presentation of peptide antigen via MHC class II,plasma membrane,protein binding,regulation of T cell differentiation,signal transductionDigestive System Diseases;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Liver DiseasesA=10, G=11 A=0.4762, G=0.5238 0.00001 95.3003 21 A=4/6, G=2/9

chr6:33132338 A/A G A SNV COL11A2 COL11A2:intronic:NM_080680.2 1 100 intronic NM_080680.2c.4864-88C>Tp.? -0.04 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs2744514 YES Collagen XI, alpha-2 polypeptidecartilage development,chondrocyte differentiation,collagen catabolic process,collagen fibril organization,collagen trimer,collagen type XI trimer,endoplasmic reticulum lumen,extracellular matrix structural constituent,extracellular matrix structural constituent conferring tensile strength,extracellular region,metal ion binding,osteoblast differentiation,palate development,protein binding,protein binding, bridging,ribosome,sensory perception of sound,skeletal system development,skeletal system morphogenesis,soft palate development,tissue homeostasisAbnormalities, Multiple;Arthritis;Bone Diseases;Bone Diseases, Developmental;Cartilage Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Deafness;Dwarfism;Ear Diseases;Endocrine System Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Maxillofacial Abnormalities;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Pierre Robin Syndrome;Sensation Disorders;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=6/14

chr6:33135391 TG/TG CA TG MNV COL11A2 COL11A2:intronic:NM_080680.2 2 100 intronic NM_080680.2c.4015-81TG>CAp.? 0.14, -0.01 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs2855449,rs2855450,rs34438240,rs879600791YES Collagen XI, alpha-2 polypeptidecartilage development,chondrocyte differentiation,collagen catabolic process,collagen fibril organization,collagen trimer,collagen type XI trimer,endoplasmic reticulum lumen,extracellular matrix structural constituent,extracellular matrix structural constituent conferring tensile strength,extracellular region,metal ion binding,osteoblast differentiation,palate development,protein binding,protein binding, bridging,ribosome,sensory perception of sound,skeletal system development,skeletal system morphogenesis,soft palate development,tissue homeostasisAbnormalities, Multiple;Arthritis;Bone Diseases;Bone Diseases, Developmental;Cartilage Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Deafness;Dwarfism;Ear Diseases;Endocrine System Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Maxillofacial Abnormalities;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Pierre Robin Syndrome;Sensation Disorders;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesCA=0, TG=30CA=0.0, TG=1.0 0.00001 443.911 30 CA=0/0, TG=11/19

chr6:33136575 C/T C T SNV COL11A2 COL11A2:intronic:NM_080680.2 1 95.45 intronic NM_080680.2c.3853-39G>Ap.? -0.26 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs2855448 0.3388 YES 9.697E-1 (pos.33136575) Collagen XI, alpha-2 polypeptidecartilage development,chondrocyte differentiation,collagen catabolic process,collagen fibril organization,collagen trimer,collagen type XI trimer,endoplasmic reticulum lumen,extracellular matrix structural constituent,extracellular matrix structural constituent conferring tensile strength,extracellular region,metal ion binding,osteoblast differentiation,palate development,protein binding,protein binding, bridging,ribosome,sensory perception of sound,skeletal system development,skeletal system morphogenesis,soft palate development,tissue homeostasisAbnormalities, Multiple;Arthritis;Bone Diseases;Bone Diseases, Developmental;Cartilage Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Deafness;Dwarfism;Ear Diseases;Endocrine System Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Maxillofacial Abnormalities;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Pierre Robin Syndrome;Sensation Disorders;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesC=1, T=21 C=0.0455, T=0.9545 0.00001 253.452 22 C=1/0, T=10/11

chr6:33138746 C/C CA C INDEL COL11A2 COL11A2:intronic:NM_080680.2 1 100 intronic NM_080680.2c.3367-52TG>Gp.? -0.42, -0.57 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs373222267,rs72548087,rs92803580.3188 YES 9.126E-1 (pos.33138746) Collagen XI, alpha-2 polypeptidecartilage development,chondrocyte differentiation,collagen catabolic process,collagen fibril organization,collagen trimer,collagen type XI trimer,endoplasmic reticulum lumen,extracellular matrix structural constituent,extracellular matrix structural constituent conferring tensile strength,extracellular region,metal ion binding,osteoblast differentiation,palate development,protein binding,protein binding, bridging,ribosome,sensory perception of sound,skeletal system development,skeletal system morphogenesis,soft palate development,tissue homeostasisAbnormalities, Multiple;Arthritis;Bone Diseases;Bone Diseases, Developmental;Cartilage Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Deafness;Dwarfism;Ear Diseases;Endocrine System Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Maxillofacial Abnormalities;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Pierre Robin Syndrome;Sensation Disorders;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesCA=0, C=85 CA=0.0, C=1.0 0.00001 1388.18 85 CA=0/0, C=29/56

chr14:21831052 C/C T C SNV SUPT16H SUPT16H:exonic:NM_007192.3 1 100 14 synonymous NM_007192.3c.1566A>G p.(=) 0.28 FACT complex subunit (SPT16/CDC68),FACT complex subunit SPT16 N-terminal lobe domain,Histone chaperone Rttp106-like,Metallopeptidase family M24rs10138699 0.0922 YES 8.792E-1;0.0 (pos.21831052) Suppressor of ty 16, S. cerevisiae, homolog ofDNA repair,DNA replication,DNA replication-independent nucleosome organization,FACT complex,RNA binding,chromosome,histone binding,nucleoplasm,nucleosome binding,nucleosome disassembly,nucleus,positive regulation of DNA-templated transcription, elongation,positive regulation of transcription elongation from RNA polymerase II promoter,protein binding,regulation of signal transduction by p53 class mediator,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterT=0, C=24 T=0.0, C=1.0 0.00001 334.775 24 T=0/0, C=15/9

chr6:33141920 C/C G C SNV COL11A2 COL11A2:intronic:NM_080680.2 1 100 intronic NM_080680.2c.2484+22C>Gp.? -0.01 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs2744512 0.2819 YES 9.693E-1 (pos.33141920) Collagen XI, alpha-2 polypeptidecartilage development,chondrocyte differentiation,collagen catabolic process,collagen fibril organization,collagen trimer,collagen type XI trimer,endoplasmic reticulum lumen,extracellular matrix structural constituent,extracellular matrix structural constituent conferring tensile strength,extracellular region,metal ion binding,osteoblast differentiation,palate development,protein binding,protein binding, bridging,ribosome,sensory perception of sound,skeletal system development,skeletal system morphogenesis,soft palate development,tissue homeostasisAbnormalities, Multiple;Arthritis;Bone Diseases;Bone Diseases, Developmental;Cartilage Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Deafness;Dwarfism;Ear Diseases;Endocrine System Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Maxillofacial Abnormalities;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Pierre Robin Syndrome;Sensation Disorders;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign G=0, C=37 G=0.0, C=1.0 0.00001 583.707 37 G=0/0, C=11/26

chr6:33152835 A/T A T SNV COL11A2 COL11A2:intronic:NM_080680.2 1 50 intronic NM_080680.2c.877-4T>A p.? 0.64 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domain,Laminin G domainrs1799907 0.2817 YES 2.077E-1 (pos.33152835) Collagen XI, alpha-2 polypeptidecartilage development,chondrocyte differentiation,collagen catabolic process,collagen fibril organization,collagen trimer,collagen type XI trimer,endoplasmic reticulum lumen,extracellular matrix structural constituent,extracellular matrix structural constituent conferring tensile strength,extracellular region,metal ion binding,osteoblast differentiation,palate development,protein binding,protein binding, bridging,ribosome,sensory perception of sound,skeletal system development,skeletal system morphogenesis,soft palate development,tissue homeostasisAbnormalities, Multiple;Arthritis;Bone Diseases;Bone Diseases, Developmental;Cartilage Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Deafness;Dwarfism;Ear Diseases;Endocrine System Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Jaw Abnormalities;Jaw Diseases;Joint Diseases;Limb Deformities, Congenital;Maxillofacial Abnormalities;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Pierre Robin Syndrome;Sensation Disorders;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System AbnormalitiesBenign A=14, T=14 A=0.5, T=0.5 0.00001 134.169 28 A=7/7, T=7/7

chr9:113169126 G/A G A SNV SVEP1 SVEP1:exonic:NM_153366.3 1 47.37 38 synonymous NM_153366.3c.8754C>T p.(=) -1.45 0.03(COSM3763519)Calcium-binding EGF domain,Concanavalin A-like lectin/glucanases superfamily,EGF-like domain,HYR domain,Human growth factor-like EGF,Pentaxin family,Putative ephrin-receptor like,Sushi repeat (SCR repeat),von Willebrand factor type A domainrs2281937 0.4267 YES 1.005E-1;0.0 (pos.113169126)acute_myeloid_leukaemia,adenocarcinomaSushi, von willebrand factor type A, EGF, and pentraxin domain-containing 1calcium ion binding,cell adhesion,chromatin binding,cytoplasm,extracellular space,membraneG=20, A=18 G=0.5263, A=0.4737 0.00001 184.537 38 G=14/6, A=11/7

chr10:29783885 G/G A G SNV SVIL SVIL:exonic:NM_021738.2 1 100 20 synonymous NM_021738.2c.3799T>C p.(=) 0.38 0.35(COSM3751708)Gelsolin repeat,Villin headpiece domainrs1056782 0.3981 YES 3.402E-1 (pos.29783885) acute_myeloid_leukaemia,adenocarcinomaSupervillin actin cytoskeleton,actin filament binding,cleavage furrow,costamere,cytoplasm,cytoskeleton organization,cytosol,focal adhesion,invadopodium,microtubule minus-end,midbody,nucleus,plasma membrane,podosome,positive regulation of cytokinesis,protein binding,skeletal muscle tissue developmentLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeA=0, G=66 A=0.0, G=1.0 0.00001 1015.4 66 A=0/0, G=39/27

chr6:33261871 A/G A G SNV RGL2 RGL2:intronic:NM_004761.4 1 50 intronic NM_004761.4c.1354-28T>Cp.? 0.04 Ras association (RalGDS/AF-6) domain,RasGEF N-terminal motif,RasGEF domainrs2239842 0.3384 YES 2.415E-1 (pos.33261871) Ras guanyl-nucleotide exchange factor activity,Ras protein signal transduction,Rho guanyl-nucleotide exchange factor activity,cellular_component,guanyl-nucleotide exchange factor activity,intracellular,negative regulation of cardiac muscle cell apoptotic process,positive regulation of phosphatidylinositol 3-kinase signaling,protein binding,regulation of Ral protein signal transduction,regulation of molecular functionA=15, G=15 A=0.5, G=0.5 0.00001 145.012 30 A=9/6, G=9/6

chr7:138363767 A/G A G SNV SVOPL SVOPL:exonic:NM_001139456.1 1 50 1 synonymous NM_001139456.1c.24T>C p.(=) -6.35 0(COSM4419733)Major Facilitator Superfamily,Sugar (and other) transporterrs10250576 0.4051 YES 6.19E-1 (pos.138363767) acute_myeloid_leukaemiaSV2-related protein-likeintegral component of membrane,substrate-specific transmembrane transporter activity,transmembrane transport,transmembrane transporter activityA=42, G=42 A=0.5, G=0.5 0.00001 450.209 84 A=24/18, G=10/32

chr6:33382943 T/T G T SNV PHF1 PHF1:intronic:NM_024165.2 1 100 intronic NM_024165.2c.1239+22G>Tp.? -1.95 PHD-finger,Polycomb-like MTF2 factor 2rs3106196 0.0872 YES 9.994E-1 (pos.33382943) PHD finger protein-1DNA binding transcription factor activity,ESC/E(Z) complex,cellular response to DNA damage stimulus,centrosome,chromatin binding,covalent chromatin modification,cytoplasm,metal ion binding,methylated histone binding,negative regulation of gene expression, epigenetic,negative regulation of histone H3-K27 methylation,nucleoplasm,nucleus,positive regulation of histone H3-K27 methylation,protein binding,regulation of histone methylation,regulation of transcription, DNA-templated,site of double-strand break,transcription, DNA-templatedG=0, T=23 G=0.0, T=1.0 0.00001 316.747 23 G=0/0, T=16/7

chr6:33403422 C/T C T SNV SYNGAP1 SYNGAP1:intronic:NM_006772.2 1 97.5 intronic NM_006772.2c.762+32C>Tp.? 0.03 C2 domain,Domain of unknown function (DUF3498),GTPase-activator protein for Ras-like GTPasers453590 0.4 YES 6.21E-1 (pos.33403422) Synaptic Ras GTPase activating protein 1GTPase activator activity,MAPK cascade,Ras protein signal transduction,SH3 domain binding,cytoplasm,cytosol,dendrite development,dendritic shaft,intrinsic component of the cytoplasmic side of the plasma membrane,negative regulation of Ras protein signal transduction,negative regulation of axonogenesis,negative regulation of neuron apoptotic process,pattern specification process,positive regulation of GTPase activity,postsynaptic density,receptor clustering,regulation of GTPase activity,regulation of MAPK cascade,regulation of long-term neuronal synaptic plasticity,regulation of synapse structure or activity,regulation of synaptic plasticity,signal transduction,visual learningAutistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Epilepsy;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsC=1, T=39 C=0.025, T=0.975 0.00001 611.634 40 C=1/0, T=23/16

chr1:85624549 T/T C T SNV SYDE2 SYDE2:exonic:NM_032184.1 1 100 7 missense NM_032184.1c.3469G>A p.Val1157Ile 2.15 1 29 0 RhoGAP domainrs709786,rs7724810745.00E-04 0.0 (pos.85624548),1.0 (pos.85624549) GTPase activator activity,activation of GTPase activity,cytoplasm,cytosol,regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionC=0, T=53 C=0.0, T=1.0 0.00001 782.013 53 C=0/0, T=17/36

chr6:335175 T/T A T SNV DUSP22 DUSP22:intronic:NM_020185.4 1 100 intronic NM_020185.4c.188+12A>Tp.? 0.94 Dual specificity phosphatase, catalytic domainrs2671431,rs7567904831.00E-04 0.0 (pos.335174),1.0 (pos.335175) Dual-specificity phosphatase 22apoptotic process,cell proliferation,cytoplasm,inactivation of MAPK activity,multicellular organism development,negative regulation of T cell activation,negative regulation of T cell mediated immunity,negative regulation of T cell receptor signaling pathway,negative regulation of transcription from RNA polymerase II promoter,nucleus,peptidyl-tyrosine dephosphorylation,positive regulation of JNK cascade,protein dephosphorylation,protein tyrosine phosphatase activity,protein tyrosine/serine/threonine phosphatase activity,regulation of cell proliferation,transforming growth factor beta receptor signaling pathwayA=0, T=51 A=0.0, T=1.0 0.00001 754.583 51 A=0/0, T=13/38

chr6:33644768 C/C T C SNV ITPR3 ITPR3:intronic:NM_002224.3 1 100 intronic NM_002224.3c.3448-24T>Cp.? -0.28 Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associatedrs2068236 0.0123 YES 9.977E-1 (pos.33644768) Inositol 1,4,5-triphosphate receptor, type 3G-protein coupled receptor signaling pathway,apical part of cell,brush border,calcium ion binding,calcium ion transport into cytosol,calcium-release channel activity,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,inositol 1,3,4,5 tetrakisphosphate binding,inositol 1,4,5 trisphosphate binding,inositol 1,4,5-trisphosphate-sensitive calcium-release channel activity,inositol hexakisphosphate binding,inositol phosphate-mediated signaling,integral component of plasma membrane,long-term synaptic potentiation,membrane,memory,myelin sheath,neuronal cell body,nuclear outer membrane,nucleolus,nucleoplasm,phosphatidylinositol binding,plasma membrane,platelet activation,platelet dense tubular network membrane,positive regulation of cytosolic calcium ion concentration,protein binding,protein heterooligomerization,protein homooligomerization,receptor complex,regulation of cardiac conduction,regulation of insulin secretion,release of sequestered calcium ion into cytosol,response to calcium ion,sensory perceptAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Exophthalmos;Eye Diseases;Glucose Metabolism Disorders;Goiter;Graves Disease;Hyperthyroidism;Immune System Diseases;Metabolic Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Orbital Diseases;Overnutrition;Thyroid DiseasesCaffeine T=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=11/12

chr6:33644773 A/A T A SNV ITPR3 ITPR3:intronic:NM_002224.3 1 100 intronic NM_002224.3c.3448-19T>Ap.? -2.99 Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associatedrs4713652 0.0123 YES 9.977E-1 (pos.33644773) Inositol 1,4,5-triphosphate receptor, type 3G-protein coupled receptor signaling pathway,apical part of cell,brush border,calcium ion binding,calcium ion transport into cytosol,calcium-release channel activity,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,inositol 1,3,4,5 tetrakisphosphate binding,inositol 1,4,5 trisphosphate binding,inositol 1,4,5-trisphosphate-sensitive calcium-release channel activity,inositol hexakisphosphate binding,inositol phosphate-mediated signaling,integral component of plasma membrane,long-term synaptic potentiation,membrane,memory,myelin sheath,neuronal cell body,nuclear outer membrane,nucleolus,nucleoplasm,phosphatidylinositol binding,plasma membrane,platelet activation,platelet dense tubular network membrane,positive regulation of cytosolic calcium ion concentration,protein binding,protein heterooligomerization,protein homooligomerization,receptor complex,regulation of cardiac conduction,regulation of insulin secretion,release of sequestered calcium ion into cytosol,response to calcium ion,sensory perceptAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Exophthalmos;Eye Diseases;Glucose Metabolism Disorders;Goiter;Graves Disease;Hyperthyroidism;Immune System Diseases;Metabolic Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Orbital Diseases;Overnutrition;Thyroid DiseasesCaffeine T=0, A=23 T=0.0, A=1.0 0.00001 316.747 23 T=0/0, A=11/12

chr6:33647651 G/G A G SNV ITPR3 ITPR3:intronic:NM_002224.3 1 100 intronic NM_002224.3c.3973-8A>Gp.? -3.72 0.02(COSM5426491),0.02(COSM5426492)Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associatedrs4713654 0.3302 YES 8.922E-1;1.168E-4 (pos.33647651)acute_myeloid_leukaemia,basal_cell_carcinomaInositol 1,4,5-triphosphate receptor, type 3G-protein coupled receptor signaling pathway,apical part of cell,brush border,calcium ion binding,calcium ion transport into cytosol,calcium-release channel activity,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,inositol 1,3,4,5 tetrakisphosphate binding,inositol 1,4,5 trisphosphate binding,inositol 1,4,5-trisphosphate-sensitive calcium-release channel activity,inositol hexakisphosphate binding,inositol phosphate-mediated signaling,integral component of plasma membrane,long-term synaptic potentiation,membrane,memory,myelin sheath,neuronal cell body,nuclear outer membrane,nucleolus,nucleoplasm,phosphatidylinositol binding,plasma membrane,platelet activation,platelet dense tubular network membrane,positive regulation of cytosolic calcium ion concentration,protein binding,protein heterooligomerization,protein homooligomerization,receptor complex,regulation of cardiac conduction,regulation of insulin secretion,release of sequestered calcium ion into cytosol,response to calcium ion,sensory perceptAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Exophthalmos;Eye Diseases;Glucose Metabolism Disorders;Goiter;Graves Disease;Hyperthyroidism;Immune System Diseases;Metabolic Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Orbital Diseases;Overnutrition;Thyroid DiseasesCaffeine A=0, G=28 A=0.0, G=1.0 0.00001 402.772 28 A=0/0, G=22/6

chr6:33654378 G/G A G SNV ITPR3 ITPR3:intronic:NM_002224.3 1 100 intronic NM_002224.3c.5979+82A>Gp.? 1.27 Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associatedrs4640882 YES Inositol 1,4,5-triphosphate receptor, type 3G-protein coupled receptor signaling pathway,apical part of cell,brush border,calcium ion binding,calcium ion transport into cytosol,calcium-release channel activity,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,inositol 1,3,4,5 tetrakisphosphate binding,inositol 1,4,5 trisphosphate binding,inositol 1,4,5-trisphosphate-sensitive calcium-release channel activity,inositol hexakisphosphate binding,inositol phosphate-mediated signaling,integral component of plasma membrane,long-term synaptic potentiation,membrane,memory,myelin sheath,neuronal cell body,nuclear outer membrane,nucleolus,nucleoplasm,phosphatidylinositol binding,plasma membrane,platelet activation,platelet dense tubular network membrane,positive regulation of cytosolic calcium ion concentration,protein binding,protein heterooligomerization,protein homooligomerization,receptor complex,regulation of cardiac conduction,regulation of insulin secretion,release of sequestered calcium ion into cytosol,response to calcium ion,sensory perceptAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Exophthalmos;Eye Diseases;Glucose Metabolism Disorders;Goiter;Graves Disease;Hyperthyroidism;Immune System Diseases;Metabolic Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Orbital Diseases;Overnutrition;Thyroid DiseasesCaffeine A=0, G=102 A=0.0, G=1.0 0.00001 1594.2 102 A=0/0, G=53/49

chr6:33656654 C/G C G SNV ITPR3 ITPR3:intronic:NM_002224.3 1 47.62 intronic NM_002224.3c.6694+96C>Gp.? -0.39 Inositol 1,4,5-trisphosphate/ryanodine receptor,Ion transport protein,MIR domain,RIH domain,RyR and IP3R Homology associatedrs11759396 YES Inositol 1,4,5-triphosphate receptor, type 3G-protein coupled receptor signaling pathway,apical part of cell,brush border,calcium ion binding,calcium ion transport into cytosol,calcium-release channel activity,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,inositol 1,3,4,5 tetrakisphosphate binding,inositol 1,4,5 trisphosphate binding,inositol 1,4,5-trisphosphate-sensitive calcium-release channel activity,inositol hexakisphosphate binding,inositol phosphate-mediated signaling,integral component of plasma membrane,long-term synaptic potentiation,membrane,memory,myelin sheath,neuronal cell body,nuclear outer membrane,nucleolus,nucleoplasm,phosphatidylinositol binding,plasma membrane,platelet activation,platelet dense tubular network membrane,positive regulation of cytosolic calcium ion concentration,protein binding,protein heterooligomerization,protein homooligomerization,receptor complex,regulation of cardiac conduction,regulation of insulin secretion,release of sequestered calcium ion into cytosol,response to calcium ion,sensory perceptAutoimmune Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 1;Endocrine System Diseases;Exophthalmos;Eye Diseases;Glucose Metabolism Disorders;Goiter;Graves Disease;Hyperthyroidism;Immune System Diseases;Metabolic Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Orbital Diseases;Overnutrition;Thyroid DiseasesCaffeine C=22, G=20 C=0.5238, G=0.4762 0.00001 212.82 42 C=9/13, G=10/10

chr6:34664207 G/G T G SNV

C6orf106,L

OC1019292

43 LOC101929243:exonic_nc:NR_134625.1, C6orf106:intronic:NM_024294.31

100

intronic NM_024294.3, NR_134625.1c.158+16A>Cp.? 0.14 Ig-like domain from next to BRCA1 gene,UBA-like domainrs3800456 0.2415 YES 6.977E-1 (pos.34664207) Chromosome 6 open reading frame 106autophagosome,biological_process,cellular_component,macroautophagy,molecular_function,pre-autophagosomal structure,ubiquitin bindingCardiomyopathies;Cardiovascular Diseases;Chagas Cardiomyopathy;Heart DiseasesT=0, G=28 T=0.0, G=1.0 0.00001 408.715 28 T=0/0, G=12/16

chr6:34725658 A/A G A SNV SNRPC SNRPC:intronic:NM_003093.2 1 100 intronic NM_003093.2c.9-31G>A p.? 0.3 0.18(COSM4006481)U1 zinc finger rs140215092,rs28398813,rs3835274,rs59247079,rs676710880.3458 YES 4.434E-1;0.0 (pos.34725658)adenocarcinoma,carcinoma,squamous_cell_carcinomaSmall nuclear ribonucleoprotein polypeptide CCajal body,RNA binding,U1 snRNA binding,U1 snRNP,U1 snRNP binding,U2-type prespliceosome,commitment complex,mRNA 5'-splice site recognition,mRNA binding,mRNA splicing, via spliceosome,nucleoplasm,pre-mRNA 5'-splice site binding,prespliceosome,protein binding,protein homodimerization activity,single-stranded RNA binding,spliceosomal snRNP assembly,zinc ion bindingG=0, A=40 G=0.0, A=1.0 0.00001 644.125 40 G=0/0, A=29/11

chr1:85624864 A/A G A SNV SYDE2 SYDE2:exonic:NM_032184.1 1 100 7 synonymous NM_032184.1c.3154C>T p.(=) 1.22 RhoGAP domainrs817412 2.00E-04 1.0 (pos.85624864) GTPase activator activity,activation of GTPase activity,cytoplasm,cytosol,regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionG=0, A=115 G=0.0, A=1.0 0.00001 1834.87 115 G=0/0, A=49/66

chr6:348080 G/G A G SNV DUSP22 DUSP22:intronic:NM_020185.4 1 100 intronic NM_020185.4c.264-23A>Gp.? -3.05 Dual specificity phosphatase, catalytic domainrs2797333 1.00E-04 1.0;0.0 (pos.348080) Dual-specificity phosphatase 22apoptotic process,cell proliferation,cytoplasm,inactivation of MAPK activity,multicellular organism development,negative regulation of T cell activation,negative regulation of T cell mediated immunity,negative regulation of T cell receptor signaling pathway,negative regulation of transcription from RNA polymerase II promoter,nucleus,peptidyl-tyrosine dephosphorylation,positive regulation of JNK cascade,protein dephosphorylation,protein tyrosine phosphatase activity,protein tyrosine/serine/threonine phosphatase activity,regulation of cell proliferation,transforming growth factor beta receptor signaling pathwayA=0, G=69 A=0.0, G=1.0 0.00001 1072.42 69 A=0/0, G=47/22

chr1:85648620 T/T C T SNV SYDE2 SYDE2:exonic:NM_032184.1 1 100 3 missense NM_032184.1c.1705G>A p.Val569Ile 0.01 1 29 0 RhoGAP domainrs817443 4.00E-04 1.0 (pos.85648620) GTPase activator activity,activation of GTPase activity,cytoplasm,cytosol,regulation of GTPase activity,regulation of small GTPase mediated signal transduction,signal transductionC=0, T=52 C=0.0, T=1.0 0.00001 766.994 52 C=0/0, T=27/25

chr3:12232074 G/G A G SNV SYN2 SYN2:exonic:NM_133625.4 1 100 14 synonymous NM_133625.4c.1695A>G p.(=) -0.72 Synapsin N-terminal,Synapsin, ATP binding domain,Synapsin, N-terminal domainrs310764 0.0984 YES 9.999E-1 (pos.12232074) Synapsin II Brain Diseases;Central Nervous System Diseases;Epilepsy;Hyperalgesia;Mental Disorders;Nervous System Diseases;Neurologic Manifestations;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Seizures;Sensation Disorders;Somatosensory DisordersA=0, G=47 A=0.0, G=1.0 0.00001 789.328 47 A=0/0, G=25/22

chr6:152647681 T/T A T SNV SYNE1 SYNE1:exonic:NM_182961.3 1 100 79 missense NM_182961.3c.15043T>Ap.Leu5015Met 2.94 0.51 15 0.002 0.73(COSM5010194),0.73(COSM5010195),0.73(COSM5010196),0.73(COSM5010197),0.73(COSM5010198)Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs2306916 0.2506 YES 8.384E-1 (pos.152647681)adenocarcinomaSpectrin repeat-containing nuclear envelope protein 1 (nesprin 1)Golgi apparatus,Golgi organization,LINC complex,P-body,RNA binding,actin binding,actin filament binding,cytoplasm,cytoskeletal anchoring at nuclear membrane,cytoskeleton,enzyme binding,identical protein binding,integral component of membrane,lamin binding,muscle cell differentiation,nuclear envelope,nuclear matrix anchoring at nuclear membrane,nuclear membrane,nuclear outer membrane,nucleolus,nucleoplasm,nucleus,nucleus organization,postsynaptic membrane,protein binding,protein homodimerization activity,sarcomere,spermatogenesisAtaxia;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Head and Neck Neoplasms;Heredodegenerative Disorders, Nervous System;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal DBenign/Likely benignA=0, T=25 A=0.0, T=1.0 0.00001 352.999 25 A=0/0, T=22/3

chr6:34962019 C/C G C SNV ANKS1A ANKS1A:intronic:NM_015245.2 1 100 intronic NM_015245.2c.1303-60G>Cp.? -0.42 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Phosphotyrosine interaction domain (PTB/PID),SAM domain (Sterile alpha motif)rs11755713 YES cytosol,ephrin receptor binding,ephrin receptor signaling pathway,neuron projection,neuron remodeling,nucleoplasm,protein binding,regulation of ephrin receptor signaling pathway,substrate-dependent cell migrationArterial Occlusive Diseases;Arteriosclerosis;Autoimmune Diseases;Cardiovascular Diseases;Connective Tissue Diseases;Coronary Artery Disease;Coronary Disease;Heart Diseases;Immune System Diseases;Lupus Erythematosus, Systemic;Myocardial Ischemia;Scleroderma, Systemic;Skin Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesG=0, C=24 G=0.0, C=1.0 0.00001 334.792 24 G=0/0, C=9/15

chr6:34962060 A/A G A SNV ANKS1A ANKS1A:intronic:NM_015245.2 1 100 intronic NM_015245.2c.1303-19G>Ap.? 0.17 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Phosphotyrosine interaction domain (PTB/PID),SAM domain (Sterile alpha motif)rs3823438 0.4331 YES 2.91E-1 (pos.34962060) cytosol,ephrin receptor binding,ephrin receptor signaling pathway,neuron projection,neuron remodeling,nucleoplasm,protein binding,regulation of ephrin receptor signaling pathway,substrate-dependent cell migrationArterial Occlusive Diseases;Arteriosclerosis;Autoimmune Diseases;Cardiovascular Diseases;Connective Tissue Diseases;Coronary Artery Disease;Coronary Disease;Heart Diseases;Immune System Diseases;Lupus Erythematosus, Systemic;Myocardial Ischemia;Scleroderma, Systemic;Skin Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=9/15

chr6:152652034 T/T A T SNV SYNE1 SYNE1:exonic:NM_182961.3 1 100 78 missense NM_182961.3c.13786T>Ap.Ser4596Thr -2.51 0.4 58 0 0.02(COSM1487365),0.02(COSM450728),0.02(COSM450729),0.02(COSM5010199),0.02(COSM5010200)Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs6911096 0.251 YES 8.461E-1 (pos.152652034)adenocarcinomaSpectrin repeat-containing nuclear envelope protein 1 (nesprin 1)Golgi apparatus,Golgi organization,LINC complex,P-body,RNA binding,actin binding,actin filament binding,cytoplasm,cytoskeletal anchoring at nuclear membrane,cytoskeleton,enzyme binding,identical protein binding,integral component of membrane,lamin binding,muscle cell differentiation,nuclear envelope,nuclear matrix anchoring at nuclear membrane,nuclear membrane,nuclear outer membrane,nucleolus,nucleoplasm,nucleus,nucleus organization,postsynaptic membrane,protein binding,protein homodimerization activity,sarcomere,spermatogenesisAtaxia;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Head and Neck Neoplasms;Heredodegenerative Disorders, Nervous System;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal DBenign/Likely benignA=0, T=31 A=0.0, T=1.0 0.00001 465.818 31 A=0/0, T=20/11

chr6:152658142 T/C T C SNV SYNE1 SYNE1:exonic:NM_182961.3 1 56 76 missense NM_182961.3c.12362A>Gp.Lys4121Arg 1.43 1 26 0 0.18(COSM5010201),0.18(COSM5010202),0.18(COSM5010203),0.18(COSM5010204),0.18(COSM5010205)Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs386707192,rs878857220,rs94792970.2806 YES 8.544E-1 (pos.152658142)adenocarcinomaSpectrin repeat-containing nuclear envelope protein 1 (nesprin 1)Golgi apparatus,Golgi organization,LINC complex,P-body,RNA binding,actin binding,actin filament binding,cytoplasm,cytoskeletal anchoring at nuclear membrane,cytoskeleton,enzyme binding,identical protein binding,integral component of membrane,lamin binding,muscle cell differentiation,nuclear envelope,nuclear matrix anchoring at nuclear membrane,nuclear membrane,nuclear outer membrane,nucleolus,nucleoplasm,nucleus,nucleus organization,postsynaptic membrane,protein binding,protein homodimerization activity,sarcomere,spermatogenesisAtaxia;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Breast Diseases;Breast Neoplasms;Carcinoma;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Head and Neck Neoplasms;Heredodegenerative Disorders, Nervous System;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal DBenign/Likely benignT=11, C=14 T=0.44, C=0.56 0.00001 126.827 25 T=5/6, C=2/12

chr14:64497930 A/A G A SNV SYNE2 SYNE2:exonic:NM_182914.2 1 100 45 missense NM_182914.2c.7076G>A p.Ser2359Asn 0.98 0.27 46 0.004 CAMSAP CH domain,Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs4027404 0.1218 YES 7.824E-1 (pos.64497930) Spectrin repeat-containing nuclear envelope protein 2 (nesprin 2)LINC complex,Z disc,actin binding,actin filament binding,aggresome,centrosome localization,cytoplasm,cytoskeletal anchoring at nuclear membrane,establishment or maintenance of cell polarity,extracellular exosome,fibroblast migration,filopodium membrane,focal adhesion,integral component of membrane,intermediate filament cytoskeleton,lamellipodium membrane,mitochondrion,nuclear envelope,nuclear envelope organization,nuclear lumen,nuclear membrane,nuclear migration,nuclear migration along microfilament,nuclear outer membrane,nucleokinesis involved in cell motility in cerebral cortex radial glia guided migration,nucleoplasm,nucleus,positive regulation of cell migration,protein binding,protein localization to nucleus,regulation of cilium assembly,sarcoplasmic reticulum,sarcoplasmic reticulum membraneAdenocarcinoma;Arrhythmias, Cardiac;Atrial Fibrillation;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsBenign G=0, A=45 G=0.0, A=1.0 0.00001 751.843 45 G=0/0, A=22/23

chr6:35088855 G/G C G SNV TCP11 TCP11:intronic:NM_001093728.2 1 100 intronic NM_001093728.2c.618-33G>Cp.? -3.17 T-complex protein 11rs13203612 0.1552 YES 9.817E-2 (pos.35088855) T-complex homolog tcp-11acrosomal vesicle,cell differentiation,integral component of membrane,multicellular organism development,protein binding,protein kinase A signaling,regulation of cAMP-mediated signaling,regulation of sperm capacitation,sperm flagellum,sperm midpiece,spermatogenesisC=0, G=61 C=0.0, G=1.0 0.00001 921.853 61 C=0/0, G=29/32

chr6:35258539 A/A C A SNV ZNF76 ZNF76:intronic:NM_003427.4 1 100 intronic NM_003427.4c.625+46C>Ap.? 0.01 C2H2-type zinc finger,Zinc finger, C2H2 typers763157 0.1203 YES 9.947E-1 (pos.35258539) Zinc finger protein-76 (expressed in testis)metal ion binding,nucleic acid binding,nucleus,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase III promoter,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=0, A=25 C=0.0, A=1.0 0.00001 353.017 25 C=0/0, A=3/22

chr14:64498037 A/A G A SNV SYNE2 SYNE2:exonic:NM_182914.2 1 100 45 missense NM_182914.2c.7183G>A p.Ala2395Thr 1.82 0.01 58 0.009 CAMSAP CH domain,Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs4027405 0.0773 YES 8.479E-1 (pos.64498037) Spectrin repeat-containing nuclear envelope protein 2 (nesprin 2)LINC complex,Z disc,actin binding,actin filament binding,aggresome,centrosome localization,cytoplasm,cytoskeletal anchoring at nuclear membrane,establishment or maintenance of cell polarity,extracellular exosome,fibroblast migration,filopodium membrane,focal adhesion,integral component of membrane,intermediate filament cytoskeleton,lamellipodium membrane,mitochondrion,nuclear envelope,nuclear envelope organization,nuclear lumen,nuclear membrane,nuclear migration,nuclear migration along microfilament,nuclear outer membrane,nucleokinesis involved in cell motility in cerebral cortex radial glia guided migration,nucleoplasm,nucleus,positive regulation of cell migration,protein binding,protein localization to nucleus,regulation of cilium assembly,sarcoplasmic reticulum,sarcoplasmic reticulum membraneAdenocarcinoma;Arrhythmias, Cardiac;Atrial Fibrillation;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsBenign G=0, A=42 G=0.0, A=1.0 0.00001 685.22 42 G=0/0, A=18/24

chr6:35280697 T/T C T SNV DEF6 DEF6:intronic:NM_022047.3 1 100 intronic NM_022047.3c.807+148C>Tp.? 0.22 PH domain rs6938946 YES Def6, mouse, homolog of,Defensin, alpha-6, Paneth cell-specificcytoskeleton,cytosol,filopodium,membrane,nucleoplasm,perinuclear region of cytoplasm,plasma membrane,protein bindingC=0, T=20 C=0.0, T=1.0 0.00001 263.785 20 C=0/0, T=9/11

chr14:64519455 G/G A G SNV SYNE2 SYNE2:exonic:NM_182914.2 1 100 48 missense NM_182914.2c.8824A>G p.Ile2942Val -0.84 0 29 0.002 CAMSAP CH domain,Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs3829767 0.1363 YES 7.874E-1;0.0 (pos.64519455) Spectrin repeat-containing nuclear envelope protein 2 (nesprin 2)LINC complex,Z disc,actin binding,actin filament binding,aggresome,centrosome localization,cytoplasm,cytoskeletal anchoring at nuclear membrane,establishment or maintenance of cell polarity,extracellular exosome,fibroblast migration,filopodium membrane,focal adhesion,integral component of membrane,intermediate filament cytoskeleton,lamellipodium membrane,mitochondrion,nuclear envelope,nuclear envelope organization,nuclear lumen,nuclear membrane,nuclear migration,nuclear migration along microfilament,nuclear outer membrane,nucleokinesis involved in cell motility in cerebral cortex radial glia guided migration,nucleoplasm,nucleus,positive regulation of cell migration,protein binding,protein localization to nucleus,regulation of cilium assembly,sarcoplasmic reticulum,sarcoplasmic reticulum membraneAdenocarcinoma;Arrhythmias, Cardiac;Atrial Fibrillation;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsBenign A=0, G=59 A=0.0, G=1.0 0.00001 885.357 59 A=0/0, G=21/38

chr6:35704831 C/G C G SNV

ARMC12,LO

C285847 LOC285847:upstream:NR_027117.2, ARMC12:utr_5:NM_145028.4 1
53.13

intronic NR_027117.2, NM_145028.4c.-55C>G p.? -0.33 rs56354119 YES nucleus C=15, G=17 C=0.4688, G=0.5313 0.00001 173.56 32 C=10/5, G=8/9

chr14:64522674 C/C G C SNV SYNE2 SYNE2:exonic:NM_182914.2 1 100 49 missense NM_182914.2c.9757G>C p.Asp3253His 2.76 0.01 81 0.343 0.92(COSM5424759)CAMSAP CH domain,Calponin homology (CH) domain,Nuclear envelope localisation domain,Spectrin repeatrs8010911 0.1365 YES 7.868E-1 (pos.64522674) acute_myeloid_leukaemiaSpectrin repeat-containing nuclear envelope protein 2 (nesprin 2)LINC complex,Z disc,actin binding,actin filament binding,aggresome,centrosome localization,cytoplasm,cytoskeletal anchoring at nuclear membrane,establishment or maintenance of cell polarity,extracellular exosome,fibroblast migration,filopodium membrane,focal adhesion,integral component of membrane,intermediate filament cytoskeleton,lamellipodium membrane,mitochondrion,nuclear envelope,nuclear envelope organization,nuclear lumen,nuclear membrane,nuclear migration,nuclear migration along microfilament,nuclear outer membrane,nucleokinesis involved in cell motility in cerebral cortex radial glia guided migration,nucleoplasm,nucleus,positive regulation of cell migration,protein binding,protein localization to nucleus,regulation of cilium assembly,sarcoplasmic reticulum,sarcoplasmic reticulum membraneAdenocarcinoma;Arrhythmias, Cardiac;Atrial Fibrillation;Carcinoma;Carcinoma, Renal Cell;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Diseases;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophy, Emery-Dreifuss;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsBenign G=0, C=45 G=0.0, C=1.0 0.00001 747.391 45 G=0/0, C=16/29

chr6:35803283 T/T C T SNV SRPK1 SRPK1:intronic:NM_003137.4 1 100 intronic NM_003137.4c.1784-18G>Ap.? -0.03 Protein kinase domain,Protein tyrosine kinasers2859420 0.3535 YES 2.181E-1 (pos.35803283) Protein kinase, serine/arginine-specific, 1ATP binding,RNA binding,RNA splicing,chromosome segregation,cytoplasm,cytosol,endoplasmic reticulum,innate immune response,intracellular signal transduction,magnesium ion binding,negative regulation of viral genome replication,nuclear matrix,nucleus,plasma membrane,positive regulation of viral genome replication,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of mRNA processing,regulation of mRNA splicing, via spliceosome,sperm chromatin condensation,spliceosomal complex assembly,viral processC=0, T=61 C=0.0, T=1.0 0.00001 921.851 61 C=0/0, T=20/41

chr6:158505088 G/G A G SNV SYNJ2 SYNJ2:exonic:NM_003898.3 1 100 22 synonymous NM_003898.3c.3090A>G p.(=) 0.13 0(COSM1131993)Domain of unknown function (DUF1866),Endonuclease/Exonuclease/phosphatase family,SacI homology domainrs1744173 0.1401 YES 5.878E-1 (pos.158505088)adenocarcinomaSynaptojanin 2RNA binding,axon,cytoskeleton,cytosol,membrane organization,membrane raft,phosphatidylinositol biosynthetic process,phosphatidylinositol dephosphorylation,phosphatidylinositol phosphate 4-phosphatase activity,phosphatidylinositol phosphate 5-phosphatase activity,phosphatidylinositol-3,5-bisphosphate 3-phosphatase activity,phosphatidylinositol-3,5-bisphosphate 5-phosphatase activity,phosphatidylinositol-3-phosphatase activity,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 5-phosphatase activity,plasma membrane,protein bindingBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=69 A=0.0, G=1.0 0.00001 1064.7 69 A=0/0, G=22/47

chr6:36292007 G/A G A SNV C6orf222 C6orf222:intronic:NM_001010903.4 1 50 intronic NM_001010903.4c.1169-40C>Tp.? -1.86 C6orf222, uncharacterised familyrs749612412,rs7751928 0.1219 YES 0.0;0.0 (pos.36292006),4.238E-1 (pos.36292007) G=14, A=14 G=0.5, A=0.5 0.00001 131.944 28 G=5/9, A=4/10

chr6:36353472 C/T C T SNV ETV7 ETV7:intronic:NM_016135.3 1 47.37 intronic NM_016135.3c.7-26G>A p.? -0.1 Ets-domain,Sterile alpha motif (SAM)/Pointed domainrs2234072 0.0673 YES 4.467E-3 (pos.36353472) ETS variant gene 7RNA polymerase II regulatory region sequence-specific DNA binding,animal organ morphogenesis,cell differentiation,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,protein binding,transcription from RNA polymerase II promoter,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=20, T=18 C=0.5263, T=0.4737 0.00001 184.537 38 C=7/13, T=8/10

chr1:155837865 C/C G C SNV SYT11 SYT11:exonic:NM_152280.4 1 100 2 missense NM_152280.4c.144G>C p.Gln48His 1.15 0.8 24 0 C2 domain rs822522 3.00E-04 YES 1.0 (pos.155837865) axon,beta-tubulin binding,calcium ion binding,calcium ion regulated lysosome exocytosis,calcium ion-regulated exocytosis of neurotransmitter,calcium-dependent phospholipid binding,cell body,cell junction,clathrin binding,dendritic spine,early phagosome,excitatory synapse,inhibitory synapse,integral component of plasma membrane,lysosome,negative regulation of clathrin-coated pit assembly,negative regulation of interleukin-6 secretion,negative regulation of membrane invagination,negative regulation of neurotransmitter secretion,negative regulation of phagocytosis,negative regulation of synaptic vesicle endocytosis,negative regulation of tumor necrosis factor secretion,neuron projection,perinuclear region of cytoplasm,phagocytic cup,phagocytic vesicle,plasma membrane,plasma membrane repair,positive regulation of protein localization to phagocytic vesicle,postsynaptic density,presynapse,presynaptic active zone membrane,protein binding,protein homodimerization activity,protein homotetramerization,recycling endosomG=0, C=29 G=0.0, C=1.0 0.00001 427.589 29 G=0/0, C=14/15

chr6:37447075 A/A G A SNV CMTR1 CMTR1:intronic:NM_015050.2 1 100 intronic NM_015050.2c.2375+44G>Ap.? -0.62 FtsJ-like methyltransferase,G-patch domainrs2797790 0.3359 YES 4.425E-1 (pos.37447075) CAP methyltransferase 17-methylguanosine mRNA capping,cap1 mRNA methylation,cytosol,mRNA (nucleoside-2'-O-)-methyltransferase activity,mRNA methylation,nucleic acid binding,nucleoplasm,nucleusG=0, A=51 G=0.0, A=1.0 0.00001 751.049 51 G=0/0, A=20/31

chr19:51128661 C/C T C SNV SYT3 SYT3:exonic:NM_001160329.1 1 100 8 synonymous NM_001160329.1c.1563A>G p.(=) 0.03 0.01(COSM4132318)C2 domain rs16986142 0.153 YES 3.75E-1 (pos.51128661) carcinoma,neoplasm,squamous_cell_carcinomaSynaptotagmin-3calcium ion binding,calcium ion regulated exocytosis,calcium ion-regulated exocytosis of neurotransmitter,calcium-dependent phospholipid binding,clathrin binding,endosome,integral component of membrane,plasma membrane,positive regulation of dendrite extension,presynapse,regulation of calcium ion-dependent exocytosis,syntaxin binding,transport vesicle membrane,vesicle fusionT=0, C=43 T=0.0, C=1.0 0.00001 705.09 43 T=0/0, C=8/35

chr19:51133356 G/G C G SNV SYT3 SYT3:exonic:NM_001160329.1 1 100 5 synonymous NM_001160329.1c.747G>C p.(=) 0.45 0.72(COSM4132319)C2 domain rs10407511 0.3334 YES 1.418E-1 (pos.51133356) neoplasm Synaptotagmin-3calcium ion binding,calcium ion regulated exocytosis,calcium ion-regulated exocytosis of neurotransmitter,calcium-dependent phospholipid binding,clathrin binding,endosome,integral component of membrane,plasma membrane,positive regulation of dendrite extension,presynapse,regulation of calcium ion-dependent exocytosis,syntaxin binding,transport vesicle membrane,vesicle fusionC=0, G=56 C=0.0, G=1.0 0.00001 836.752 56 C=0/0, G=46/10

chr11:1857173 C/C T C SNV SYT8 SYT8:exonic:NM_138567.4 1 100 4 missense NM_138567.4c.358T>C p.Cys120Arg -1.04 0.42 180 0 C2 domain rs386749726,rs5642712.00E-04 1.0 (pos.1857173) Synaptotagmin 8acrosomal vesicle,acrosome reaction,calcium ion binding,calcium ion-regulated exocytosis of neurotransmitter,calcium-dependent phospholipid binding,calcium-dependent protein binding,clathrin binding,exocytosis,integral component of membrane,plasma membrane,regulation of calcium ion-dependent exocytosis,synaptic vesicle endocytosis,synaptic vesicle membrane,syntaxin binding,vesicle fusionT=0, C=24 T=0.0, C=1.0 0.00001 334.789 24 T=0/0, C=3/21

chr6:39046655 C/T C T SNV GLP1R GLP1R:intronic:NM_002062.4 1 46.43 intronic NM_002062.4c.885-78C>Tp.? -1.56 7 transmembrane receptor (Secretin family),Hormone receptor domainrs742761 YES Glucagon-like peptide 1 receptorG-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,cAMP-mediated signaling,cell surface receptor signaling pathway,cellular response to glucagon stimulus,glucagon receptor activity,glucagon-like peptide 1 receptor activity,integral component of membrane,integral component of plasma membrane,intracellular,learning or memory,plasma membrane,positive regulation of blood pressure,positive regulation of cytosolic calcium ion concentration,protein binding,regulation of heart contraction,regulation of insulin secretion,response to stress,transmembrane signaling receptor activityCardiovascular Diseases;Diabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Hypertension;Metabolic Diseases;Nutritional and Metabolic Diseases;Vascular DiseasesAlbiglutide,Dulaglutide,Exenatide,Glucagon recombinant,Liraglutide,LixisenatideC=15, T=13 C=0.5357, T=0.4643 0.00001 117.927 28 C=5/10, T=4/9

chr6:39845937 T/A T A SNV DAAM2 DAAM2:intronic:NM_001201427.1 1 58.33 intronic NM_001201427.1c.1302-42T>Ap.? -3.65 Diaphanous FH3 Domain,Diaphanous GTPase-binding Domain,Formin Homology 2 Domainrs113729828 0.0113 2.275E-2 (pos.39845937) Dishevelled-associated activator of morphogenesis 2Rho GTPase binding,actin binding,actin cytoskeleton organization,determination of left/right symmetry,extracellular exosomeT=10, A=14 T=0.4167, A=0.5833 0.00001 135.339 24 T=2/8, A=2/12

chr6:39846137 A/G A G SNV DAAM2 DAAM2:intronic:NM_001201427.1 1 50 intronic NM_001201427.1c.1361-43A>Gp.? -1.41 Diaphanous FH3 Domain,Diaphanous GTPase-binding Domain,Formin Homology 2 Domainrs2504086 0.4281 YES 7.979E-1 (pos.39846137) Dishevelled-associated activator of morphogenesis 2Rho GTPase binding,actin binding,actin cytoskeleton organization,determination of left/right symmetry,extracellular exosomeA=11, G=11 A=0.5, G=0.5 0.00001 94.6067 22 A=7/4, G=3/8



chr6:4057233 T/T C T SNV PRPF4B PRPF4B:intronic:NM_003913.4 1 100 intronic NM_003913.4c.2582-37C>Tp.? -0.21 Protein kinase domain,Protein tyrosine kinasers778353194,rs853407 0.3233 YES 0.0 (pos.4057229),7.68E-1 (pos.4057233)Pre-mRNA processing factor 4, yeast, homolog of, BATP binding,RNA binding,RNA splicing,catalytic step 2 spliceosome,chromosome,cyclin-dependent protein serine/threonine kinase activity,mRNA splicing, via spliceosome,nuclear speck,protein binding,protein kinase activity,protein phosphorylationC=0, T=71 C=0.0, T=1.0 0.00001 1111.48 71 C=0/0, T=48/23

chr6:4057429 G/G A G SNV PRPF4B PRPF4B:intronic:NM_003913.4 1 100 intronic NM_003913.4c.2733+8A>Gp.? 0.55 Protein kinase domain,Protein tyrosine kinasers853408 0.324 YES 7.685E-1 (pos.4057429) Pre-mRNA processing factor 4, yeast, homolog of, BATP binding,RNA binding,RNA splicing,catalytic step 2 spliceosome,chromosome,cyclin-dependent protein serine/threonine kinase activity,mRNA splicing, via spliceosome,nuclear speck,protein binding,protein kinase activity,protein phosphorylationA=0, G=31 A=0.0, G=1.0 0.00001 465.819 31 A=0/0, G=11/20

chr11:1857762 C/T C T SNV SYT8 SYT8:exonic:NM_138567.4 1 47.62 6 synonymous NM_138567.4c.666C>T p.(=) -2.53 0.01(COSM3752274)C2 domain rs3741230 0.1164 YES 7.397E-2 (pos.1857762) adenocarcinoma,neoplasmSynaptotagmin 8acrosomal vesicle,acrosome reaction,calcium ion binding,calcium ion-regulated exocytosis of neurotransmitter,calcium-dependent phospholipid binding,calcium-dependent protein binding,clathrin binding,exocytosis,integral component of membrane,plasma membrane,regulation of calcium ion-dependent exocytosis,synaptic vesicle endocytosis,synaptic vesicle membrane,syntaxin binding,vesicle fusionC=11, T=10 C=0.5238, T=0.4762 0.00001 84.386 21 C=3/8, T=4/6

chrX:37932886 G/G A G SNV SYTL5 SYTL5:exonic:NM_001163334.1 1 100 4 synonymous NM_001163334.1c.489A>G p.(=) -0.2 0.02(COSM6354176),0.02(COSM6354177)C2 domain,FYVE-type zinc fingerrs4827330 0.2469 YES 1.281E-1 (pos.37932886) carcinoma Rab GTPase binding,calcium ion binding,calcium ion-regulated exocytosis of neurotransmitter,calcium-dependent phospholipid binding,clathrin binding,exocytic vesicle,intracellular protein transport,plasma membrane,presynapse,protein binding,regulation of calcium ion-dependent exocytosis,syntaxin binding,vesicle fusionA=0, G=37 A=0.0, G=1.0 0.00001 582.615 37 A=0/0, G=20/17

chr6:132859609 T/A T A SNV TAAR9 TAAR9:exonic:NM_175057.3 1 53.13 1 stoploss NM_175057.3c.181T>A p.Ter61Lys 3.97 0.05(COSM4408956)7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srsx,Serpentine type 7TM GPCR chemoreceptor Srxrs2842899 0.2701 YES 8.949E-1 (pos.132859609)basal_cell_carcinoma,hepatocellular_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,integral component of membrane,plasma membrane,trace-amine receptor activityT=15, A=17 T=0.4688, A=0.5313 0.00001 171.89 32 T=10/5, A=5/12

chr10:123845322 C/C T C SNV TACC2 TACC2:exonic:NM_206862.3 1 100 4 missense NM_206862.3c.3307T>C p.Trp1103Arg 0.43 0.76 101 0 Transforming acidic coiled-coil-containing protein (TACC)rs7073433 5.00E-04 9.999E-1 (pos.123845322) Transforming, acidic, coiled-coil-containing protein 2cell proliferation,cerebral cortex development,cytoplasm,cytosol,microtubule cytoskeleton,microtubule cytoskeleton organization,microtubule organizing center,nuclear hormone receptor binding,nucleoplasm,plasma membraneEye Diseases;Myopia;Refractive Errors T=0, C=36 T=0.0, C=1.0 0.00001 563.74 36 T=0/0, C=14/22

chr17:35771468 T/T C T SNV TADA2A TADA2A:exonic:NM_001166105.2 1 100 2 missense NM_001166105.2c.16C>T p.Pro6Ser 1.97 1 74 0 Myb-like DNA-binding domain,SWIRM domainrs112855394,rs7211875 0.1417 YES 7.384E-1 (pos.35771468) Transcriptional adaptor 2AAda2/Gcn5/Ada3 transcription activator complex,DNA binding,DNA binding transcription factor activity,PCAF complex,chromatin binding,chromatin remodeling,chromosome,histone H3 acetylation,histone acetyltransferase activity,mitotic cell cycle,mitotic spindle,nucleus,positive regulation of histone acetylation,protein binding,regulation of histone acetylation,regulation of histone deacetylation,regulation of protein phosphorylation,regulation of protein stability,regulation of transcription from RNA polymerase II promoter,regulation of tubulin deacetylation,transcription coactivator activity,transcription cofactor activity,transcription from RNA polymerase II promoter,transcription, DNA-templatedC=0, T=74 C=0.0, T=1.0 0.00001 1170.12 74 C=0/0, T=44/30

chr6:41309698 C/C G C SNV NCR2 NCR2:intronic:NM_004828.3 1 100 intronic NM_004828.3c.530+31G>Cp.? -1.63 Immunoglobulin V-set domainrs2236370 0.3605 YES 5.453E-1;0.0 (pos.41309698) Natural cytotoxicity triggering receptor 2 (lymphocyte antigen 95, mouse, homolog of)cellular defense response,innate immune response,integral component of plasma membrane,plasma membrane,protein binding,regulation of immune response,signal transduction,transmembrane signaling receptor activityG=0, C=54 G=0.0, C=1.0 0.00001 781.454 54 G=0/0, C=21/33

chr6:34855748 G/C G C SNV TAF11 TAF11:utr_5:NM_005643.3 1 95.45 1 utr_5 NM_005643.3c.-14C>G p.? -1.86 Histone-like transcription factor (CBF/NF-Y) and archaeal histone,hTAFII28-like protein conserved regionrs1051115 0.1187 YES 1.15E-1 (pos.34855748) TAF11 RNA polymerase II, TATA box-binding protein-associated factor, 28kDGolgi apparatus,RNA polymerase II transcriptional preinitiation complex assembly,nucleoplasm,positive regulation by host of viral transcription,protein N-terminus binding,protein binding,protein heterodimerization activity,regulation of signal transduction by p53 class mediator,regulation of transcription, DNA-templated,snRNA transcription from RNA polymerase II promoter,thyroid hormone receptor binding,transcription coactivator activity,transcription elongation from RNA polymerase II promoter,transcription factor TFIID complex,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,vitamin D receptor bindingG=1, C=21 G=0.0455, C=0.9545 0.00001 271.419 22 G=1/0, C=10/11

chr2:10045014 T/T C T SNV TAF1B TAF1B:exonic:NM_005680.2 1 100 9 synonymous NM_005680.2c.834C>T p.(=) 0.31 Zinc-finger of RNA-polymerase I-specific TFIIB, Rrn7rs400917 0.0672 YES 8.281E-1;2.312E-4 (pos.10045014) DNA binding transcription factor activity,RNA polymerase I CORE element sequence-specific DNA binding,RNA polymerase I core factor complex,RNA polymerase I transcriptional preinitiation complex assembly at the promoter for the nuclear large rRNA transcript,RNA polymerase transcription factor SL1 complex,TBP-class protein binding,extracellular exosome,metal ion binding,nucleoplasm,nucleus,positive regulation of gene expression, epigenetic,protein binding,regulation of transcription, DNA-templated,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription factor activity, RNA polymerase I CORE element binding transcription factor recruiting,transcription initiation from RNA polymerase I promoter,transcription, DNA-templatedC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=8/12

chr6:41905174 A/A T A SNV CCND3 CCND3:intronic:NM_001760.4 1 100 intronic NM_001760.4c.415-42A>Tp.? 0.06 Cyclin, C-terminal domain,Cyclin, N-terminal domainrs2479717 0.2715 YES 9.084E-1 (pos.41905174) Cyclin D3 T cell proliferation,cell cycle,cell division,cyclin-dependent protein kinase holoenzyme complex,cyclin-dependent protein serine/threonine kinase activity,cytosol,focal adhesion,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,plasma membrane,positive regulation of cyclin-dependent protein serine/threonine kinase activity,positive regulation of protein phosphorylation,protein binding,protein kinase binding,regulation of cell proliferation,regulation of insulin receptor signaling pathway,signal transductionT=0, A=41 T=0.0, A=1.0 0.00001 673.361 41 T=0/0, A=16/25

chr6:42036395 C/C A C SNV TAF8 TAF8:intronic:NM_138572.2 1 100 intronic NM_138572.2c.780+50A>Cp.? -0.76 Bromodomain associated,Transcription factor TFIID complex subunit 8 C-termrs2492926 0.2568 YES 8.277E-1 (pos.42036395) cell differentiation,inner cell mass cell proliferation,maintenance of protein location in nucleus,nucleoplasm,nucleus,perinuclear region of cytoplasm,positive regulation of transcription, DNA-templated,protein binding,protein heterodimerization activity,regulation of fat cell differentiation,snRNA transcription from RNA polymerase II promoter,transcription factor TFIID complexA=0, C=29 A=0.0, C=1.0 0.00001 427.603 29 A=0/0, C=5/24

chr6:42045026 A/A G A SNV TAF8 TAF8:intronic:NM_138572.2 1 100 intronic NM_138572.2c.920+49G>Ap.? -0.51 Bromodomain associated,Transcription factor TFIID complex subunit 8 C-termrs2493839 0.0978 YES 1.39E-2 (pos.42045026) cell differentiation,inner cell mass cell proliferation,maintenance of protein location in nucleus,nucleoplasm,nucleus,perinuclear region of cytoplasm,positive regulation of transcription, DNA-templated,protein binding,protein heterodimerization activity,regulation of fat cell differentiation,snRNA transcription from RNA polymerase II promoter,transcription factor TFIID complexG=0, A=25 G=0.0, A=1.0 0.00001 355.818 25 G=0/0, A=13/12

chr6:42045171 G/G A G SNV TAF8 TAF8:intronic:NM_138572.2 1 100 intronic NM_138572.2c.921-100A>Gp.? -0.68 Bromodomain associated,Transcription factor TFIID complex subunit 8 C-termrs2492931 YES cell differentiation,inner cell mass cell proliferation,maintenance of protein location in nucleus,nucleoplasm,nucleus,perinuclear region of cytoplasm,positive regulation of transcription, DNA-templated,protein binding,protein heterodimerization activity,regulation of fat cell differentiation,snRNA transcription from RNA polymerase II promoter,transcription factor TFIID complexA=0, G=23 A=0.0, G=1.0 0.00001 316.224 23 A=0/0, G=13/10

chr2:10045024 A/A G A SNV TAF1B TAF1B:exonic:NM_005680.2 1 100 9 missense NM_005680.2c.844G>A p.Val282Ile 0.42 0.61 29 0 Zinc-finger of RNA-polymerase I-specific TFIIB, Rrn7rs396190 0.0021 YES 1.0 (pos.10045024) DNA binding transcription factor activity,RNA polymerase I CORE element sequence-specific DNA binding,RNA polymerase I core factor complex,RNA polymerase I transcriptional preinitiation complex assembly at the promoter for the nuclear large rRNA transcript,RNA polymerase transcription factor SL1 complex,TBP-class protein binding,extracellular exosome,metal ion binding,nucleoplasm,nucleus,positive regulation of gene expression, epigenetic,protein binding,regulation of transcription, DNA-templated,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription factor activity, RNA polymerase I CORE element binding transcription factor recruiting,transcription initiation from RNA polymerase I promoter,transcription, DNA-templatedG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=8/12

chr2:9983686 T/T G T SNV TAF1B TAF1B:exonic:NM_005680.2 1 100 1 missense NM_005680.2c.16G>T p.Ala6Ser 0.2 0.08 99 0.021 0.57(COSM3758423)Zinc-finger of RNA-polymerase I-specific TFIIB, Rrn7rs2303914 0.4782 YES 6.83E-1 (pos.9983686) adenocarcinoma,hepatocellular_carcinomaDNA binding transcription factor activity,RNA polymerase I CORE element sequence-specific DNA binding,RNA polymerase I core factor complex,RNA polymerase I transcriptional preinitiation complex assembly at the promoter for the nuclear large rRNA transcript,RNA polymerase transcription factor SL1 complex,TBP-class protein binding,extracellular exosome,metal ion binding,nucleoplasm,nucleus,positive regulation of gene expression, epigenetic,protein binding,regulation of transcription, DNA-templated,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription factor activity, RNA polymerase I CORE element binding transcription factor recruiting,transcription initiation from RNA polymerase I promoter,transcription, DNA-templatedG=0, T=53 G=0.0, T=1.0 0.00001 781.55 53 G=0/0, T=4/49

chr6:42182183 T/T C T SNV MRPS10 MRPS10:intronic:NM_018141.3 1 100 intronic NM_018141.3c.49-101G>Ap.? -0.31 Ribosomal protein S10p/S20ers1884317 YES Mitochondrial ribosomal protein S10biological_process,mitochondrial inner membrane,mitochondrial small ribosomal subunit,mitochondrial translational elongation,mitochondrial translational termination,molecular_functionC=0, T=28 C=0.0, T=1.0 0.00001 408.718 28 C=0/0, T=9/19

chr8:120790304 T/C T C SNV TAF2 TAF2:exonic:NM_003184.3 1 45.45 18 synonymous NM_003184.3c.2319A>G p.(=) -0.27 rs1509348 0.4354 YES 4.361E-1 (pos.120790304) TAF2 RAN polymerase II, TATA box-binding protein-associated factor, 150kDG2/M transition of mitotic cell cycle,RNA polymerase II transcription factor activity, TBP-class protein binding, involved in preinitiation complex assembly,RNA polymerase II transcriptional preinitiation complex assembly,chromatin binding,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of signal transduction by p53 class mediator,response to organic cyclic compound,sequence-specific DNA binding,transcription elongation from RNA polymerase II promoter,transcription factor TFIID complex,transcription factor TFTC complex,transcription factor activity, RNA polymerase II core promoter sequence-specific binding involved in preinitiation complex assembly,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoter,transcription regulatory region DNA bindingIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsT=12, C=10 T=0.5455, C=0.4545 0.00001 81.7625 22 T=6/6, C=3/7

chr6:42612312 T/T C T SNV UBR2 UBR2:intronic:NM_015255.2 1 100 intronic NM_015255.2c.2284+38C>Tp.? -0.32 ATP-dependent Clp protease adaptor protein ClpS,Putative zinc finger in N-recognin (UBR box)rs7767888 0.1009 YES 9.981E-1 (pos.42612312) Ubiquitin-protein ligase E3 component N-recognin 2cellular response to leucine,chromatin,chromatin silencing,cytoplasm,cytosol,histone H2A ubiquitination,leucine binding,male meiosis I,male meiotic nuclear division,negative regulation of TOR signaling,negative regulation of transposition,nucleus,protein binding,protein polyubiquitination,reciprocal meiotic recombination,spermatogenesis,ubiquitin ligase complex,ubiquitin protein ligase activity,ubiquitin-dependent protein catabolic process via the N-end rule pathway,ubiquitin-protein transferase activity,zinc ion bindingC=0, T=20 C=0.0, T=1.0 0.00001 263.78 20 C=0/0, T=11/9

chr10:8006798 G/G A G SNV TAF3 TAF3:exonic:NM_031923.3 1 100 3 missense NM_031923.3c.1325A>G p.Asn442Ser -0.16 0.15 46 0.003 Bromodomain associated,PHD-fingerrs4747647 0.3913 YES 7.033E-1 (pos.8006798) TAF3 RNA polymerase II, TATA box-binding protein-associated factor, 140kDmaintenance of protein location in nucleus,metal ion binding,negative regulation of DNA binding transcription factor activity,negative regulation of transcription from RNA polymerase II promoter,nuclear membrane,nucleoplasm,nucleus,p53 binding,protein binding,regulation of signal transduction by p53 class mediator,transcription elongation from RNA polymerase II promoter,transcription factor TFIID complex,transcription from RNA polymerase II promoter,transcription initiation from RNA polymerase II promoterA=0, G=34 A=0.0, G=1.0 0.00001 524.186 34 A=0/0, G=20/14

chr1:229738170 G/G T G SNV TAF5L TAF5L:exonic:NM_014409.3 1 100 4 synonymous NM_014409.3c.744A>C p.(=) -4.91 0.03(COSM4143494),0.03(COSM4143495)WD domain, G-beta repeat,WD40 associated region in TFIID subunit, NTD2 domainrs3753886 0.4876 YES 7.638E-1;1.157E-4 (pos.229738170)neoplasm DNA binding transcription factor activity,STAGA complex,cytoplasmic ribonucleoprotein granule,histone H3 acetylation,histone acetyltransferase activity,nuclear speck,nucleus,protein binding,regulation of transcription, DNA-templated,transcription coactivator activity,transcription factor TFTC complex,transcription from RNA polymerase II promoterT=0, G=70 T=0.0, G=1.0 0.00001 1092.09 70 T=0/0, G=25/45

chr1:229730452 G/A G A SNV TAF5L TAF5L:exonic:NM_014409.3 1 45.83 5 synonymous NM_014409.3c.1362C>T p.(=) 0.12 0.84(COSM4143493)WD domain, G-beta repeat,WD40 associated region in TFIID subunit, NTD2 domainrs2295625 0.4636 YES 3.293E-1 (pos.229730452)carcinoma,neoplasm DNA binding transcription factor activity,STAGA complex,cytoplasmic ribonucleoprotein granule,histone H3 acetylation,histone acetyltransferase activity,nuclear speck,nucleus,protein binding,regulation of transcription, DNA-templated,transcription coactivator activity,transcription factor TFTC complex,transcription from RNA polymerase II promoterG=13, A=11 G=0.5417, A=0.4583 0.00001 93.4399 24 G=7/6, A=10/1

chrX:100547933 G/G A G SNV TAF7L TAF7L:exonic:NM_024885.3 1 100 1 missense NM_024885.3c.101T>C p.Leu34Pro -1.29 1 98 0 TAFII55 protein conserved regionrs5951328 0.0114 1.0 (pos.100547933) TAF7-like RNA polymerase II, TATA box-binding protein-associated factor, 50kDRNA polymerase II transcriptional preinitiation complex assembly,biological_process,cell differentiation,cytoplasm,histone acetyltransferase binding,molecular_function,multicellular organism development,regulation of transcription from RNA polymerase II promoter,spermatogenesis,transcription coactivator activity,transcription factor TFIID complex,transcription factor binding,transcription regulatory region DNA bindingA=0, G=24 A=0.0, G=1.0 0.00001 334.777 24 A=0/0, G=16/8

chr6:43399837 G/G A G SNV ABCC10 ABCC10:intronic:NM_001198934.1 1 100 intronic NM_001198934.1c.162-43A>Gp.? 1.02 ABC transporter,ABC transporter transmembrane regionrs700008 0.114 YES 9.459E-1 (pos.43399837) ATP-binding cassette, subfamily C, member 10ATP binding,ATP hydrolysis coupled anion transmembrane transport,ATPase activity, coupled to transmembrane movement of substances,ATPase-coupled anion transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,lysosomal membrane,plasma membrane,transmembrane transportCyclosporine,Cytarabine,Daunorubicin,Docetaxel,Doxorubicin,Estradiol,Etoposide,Gemcitabine,Methotrexate,Paclitaxel,Sildenafil,Taurocholic Acid,Tenofovir disoproxil,Verapamil,VincristineA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=12/8

chr6:43745095 A/A C A SNV VEGFA VEGFA:intronic:NM_001171623.1 1 100 intronic NM_001171623.1c.119-111C>Ap.? 0.39 PDGF/VEGF domain,VEGF heparin-binding domainrs2146323 YES VEGF-activated neuropilin signaling pathway,activation of protein kinase activity,angiogenesis,artery morphogenesis,basophil chemotaxis,branching involved in blood vessel morphogenesis,branching morphogenesis of an epithelial tube,camera-type eye morphogenesis,cardiac muscle fiber development,cardiac vascular smooth muscle cell development,cell maturation,cell migration involved in sprouting angiogenesis,cell surface,cellular response to hypoxia,cellular response to vascular endothelial growth factor stimulus,chemoattractant activity,commissural neuron axon guidance,coronary artery morphogenesis,coronary vein morphogenesis,cytokine activity,cytoplasm,dopaminergic neuron differentiation,endothelial cell chemotaxis,epithelial cell differentiation,extracellular matrix binding,extracellular region,extracellular space,eye photoreceptor cell development,fibronectin binding,growth,growth factor activity,heart morphogenesis,heparin binding,identical protein binding,in utero embryonic development,induction of positiveAcute Kidney Injury;Adenocarcinoma;Alzheimer Disease;Arterial Occlusive Diseases;Arteriosclerosis;Arthritis;Arthritis, Experimental;Arthritis, Rheumatoid;Asthma;Astrocytoma;Atherosclerosis;Autoimmune Diseases;Blood Platelet Disorders;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Brain Ischemia;Brain Neoplasms;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Bronchial Neoplasms;Bronchitis;Bronchitis, Chronic;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Ductal;Carcinoma, Non-Small-Cell Lung;Carcinoma, Pancreatic Ductal;Carcinoma, Squamous Cell;Cardiomyopathies;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Central Nervous System Neoplasms;Cerebral Hemorrhage;Cerebrovascular Disorders;Choroid Diseases;Choroidal Neovascularization;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Communication Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Corneal Diseases;Corneal NeovascularizABT-510,Aflibercept,Bevacizumab,Carvedilol,Dalteparin,Gliclazide,Minocycline,Pidolic Acid,Ranibizumab,Tromethamine,VEGF-AS,VandetanibC=0, A=37 C=0.0, A=1.0 0.00001 583.706 37 C=0/0, A=28/9

chr6:44268806 T/TTGTC T TTGTC INDEL AARS2 AARS2:intronic:NM_020745.3 4 45.83 intronic NM_020745.3c.2793+87A>GACAAp.? 0.23 Threonyl and Alanyl tRNA synthetase second additional domain,tRNA synthetases class II (A)rs10627820,rs34468603 YES Alanyl-tRNA synthetase 2ATP binding,alanine-tRNA ligase activity,amino acid binding,ligase activity,metal ion binding,mitochondrial alanyl-tRNA aminoacylation,mitochondrial respiratory chain complex assembly,mitochondrion,tRNA binding,tRNA modificationL-Alanine T=13, TTGTC=11T=0.5417, TTGTC=0.4583 0.00001 93.44 24 T=7/6, TTGTC=6/5

chr6:44273546 A/C A C SNV AARS2 AARS2:intronic:NM_020745.3 1 47.37 intronic NM_020745.3c.1301-23T>Gp.? -0.3 Threonyl and Alanyl tRNA synthetase second additional domain,tRNA synthetases class II (A)rs324137 0.4344 YES 4.111E-1 (pos.44273546) Alanyl-tRNA synthetase 2ATP binding,alanine-tRNA ligase activity,amino acid binding,ligase activity,metal ion binding,mitochondrial alanyl-tRNA aminoacylation,mitochondrial respiratory chain complex assembly,mitochondrion,tRNA binding,tRNA modificationL-Alanine A=50, C=45 A=0.5263, C=0.4737 0.00001 488.469 95 A=20/30, C=22/23

chr6:45922849 T/T C T SNV CLIC5 CLIC5:intronic:NM_001114086.1 1 100 intronic NM_001114086.1c.650+23G>Ap.? 0.35 Glutathione S-transferase, C-terminal domain,Glutathione S-transferase, N-terminal domainrs3734206 0.1048 YES 4.672E-1 (pos.45922849) Chloride intracellular channel 5Golgi apparatus,actin cytoskeleton,auditory receptor cell stereocilium organization,cell cortex,chloride channel activity,chloride channel complex,chloride transmembrane transport,chloride transport,cytoplasm,extracellular exosome,female pregnancy,glutathione metabolic process,glutathione transferase activity,microtubule organizing center,nucleus,protein binding,regulation of ion transmembrane transport,sensory perception of sound,transport,voltage-gated ion channel activityC=0, T=41 C=0.0, T=1.0 0.00001 664.557 41 C=0/0, T=25/16

chr6:46630068 G/A G A SNV SLC25A27 SLC25A27:intronic:NM_004277.4 1 50 intronic NM_004277.4c.384-45G>Ap.? -0.44 Mitochondrial carrier proteinrs9381469 0.4866 YES 5.798E-1 (pos.46630068) Solute carrier family 25, member 17apical part of cell,cellular triglyceride homeostasis,inner ear development,integral component of membrane,mitochondrial inner membrane,mitochondrial membrane,mitochondrial transport,mitochondrion,negative regulation of apoptotic process,negative regulation of mitochondrial calcium ion concentration,negative regulation of mitochondrial membrane potential,neuron death,neuronal cell body,positive regulation of cell proliferation,proton transport,regulation of glucose import,regulation of mitochondrial membrane potential,response to cold,transmembrane transport,transmembrane transporter activity,transportG=11, A=11 G=0.5, A=0.5 0.00001 94.61 22 G=3/8, A=10/1

chr1:47685455 C/C T C SNV TAL1 TAL1:exonic:NM_003189.5 1 100 6 synonymous NM_003189.5c.933A>G p.(=) 1.38 0.13(COSM3751261),0.13(COSM3751262)Helix-loop-helix DNA-binding domainrs927462 YES 1.0;0.0 (pos.47685455) adenocarcinoma,squamous_cell_carcinomaT-cell acute lymphocytic leukemia-1DNA binding transcription factor activity,E-box binding,Lsd1/2 complex,RNA polymerase II core promoter sequence-specific DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,RNA polymerase II transcription factor binding,angiogenesis,astrocyte fate commitment,basophil differentiation,cell fate commitment,chromatin binding,definitive hemopoiesis,embryonic hemopoiesis,enzyme binding,erythrocyte differentiation,erythrocyte maturation,hemangioblast cell differentiation,hematopoietic stem cell differentiation,hemopoiesis,histone deacetylase binding,histone deacetylase complex,locomotory behavior,megakaryocyte development,megakaryocyte differentiation,negative regulation of transcription from RNA polymerase II promoter,nuclear chromatin,nucleoplasm,nucleus,platelet formation,positive regulation of cell division,positive regulation of chromatin assembHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Precursor Cell Lymphoblastic Leukemia-Lymphoma;Precursor T-Cell Lymphoblastic Leukemia-LymphomaT=0, C=67 T=0.0, C=1.0 0.00001 1034.42 67 T=0/0, C=32/35

chr3:11887991 G/G C G SNV TAMM41 TAMM41:exonic:NM_138807.3 1 100 1 synonymous NM_138807.3c.120G>C p.(=) 2.01 0.02(COSM4002406)Mitochondrial matrix Mmp37rs408600 0.4595 YES 2.548E-1 (pos.11887991) acute_myeloid_leukaemiaTranslocator assembly and maintenance, mitochondrial, S. cerevisiae, homolog ofCDP-diacylglycerol biosynthetic process,cardiolipin biosynthetic process,extrinsic component of mitochondrial inner membrane,phosphatidate cytidylyltransferase activityC=0, G=32 C=0.0, G=1.0 0.00001 475.946 32 C=0/0, G=12/20

chr2:160035207 T/C T C SNV TANC1 TANC1:exonic:NM_033394.2 1 57.14 14 synonymous NM_033394.2c.2043T>C p.(=) -1.25 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Tetratricopeptide repeatrs6748288 0.0024 YES 9.999E-1;0.0 (pos.160035207) Tetratricopeptide repeat-, ankyrin repeat-, and coiled-coil-containing protein 1axon terminus,cell junction,dendrite,dendritic spine maintenance,myoblast fusion,neuronal cell body,postsynaptic density,postsynaptic membrane,visual learningCardiovascular Diseases;Death, Sudden, Cardiac;Heart Arrest;Heart DiseasesT=30, C=40 T=0.4286, C=0.5714 0.00001 434.875 70 T=11/19, C=22/18

chr17:61315272 A/A G A SNV TANC2 TANC2:exonic:NM_025185.3 1 100 6 synonymous NM_025185.3c.645G>A p.(=) 1.78 0.87(COSM330351),0.87(COSM330352)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Tetratricopeptide repeatrs2460111 0.4879 YES 3.145E-1 (pos.61315272) plasma_cell_myelomaTetratricopeptide repeat-, ankyrin repeat-, and coiled-coil-containing protein 2in utero embryonic development G=0, A=47 G=0.0, A=1.0 0.00001 792.335 47 G=0/0, A=30/17

chr12:118682751 T/T C T SNV TAOK3 TAOK3:exonic:NM_016281.3 1 100 4 missense NM_016281.3c.140G>A p.Ser47Asn 3.28 1 46 0 Protein kinase domain,Protein tyrosine kinasers428073 0.3073 YES 7.238E-1 (pos.118682751) TAO kinase 3ATP binding,DNA repair,MAP kinase kinase kinase activity,MAPK cascade,activation of MAPKK activity,cellular response to DNA damage stimulus,cytoplasm,kinase activity,mitotic G2 DNA damage checkpoint,negative regulation of JNK cascade,negative regulation of protein kinase activity,nervous system development,phosphorylation,plasma membrane,positive regulation of JNK cascade,positive regulation of JUN kinase activity,positive regulation of stress-activated MAPK cascade,protein autophosphorylation,protein binding,protein kinase activity,protein kinase inhibitor activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of apoptotic process,transferase activityC=0, T=37 C=0.0, T=1.0 0.00001 583.705 37 C=0/0, T=20/17

chr12:6562285 T/T C T SNV TAPBPL TAPBPL:exonic:NM_018009.4 1 100 2 synonymous NM_018009.4c.117C>T p.(=) 1.35 0.61(COSM3753443)Immunoglobulin C1-set domain,Immunoglobulin V-set domainrs2041384 0.2866 YES 4E-1 (pos.6562285) adenocarcinoma,neoplasm Golgi membrane,endoplasmic reticulum membrane,immune system process,integral component of membrane,negative regulation of antigen processing and presentation of peptide antigen via MHC class I,plasma membrane,protein binding,protein complex bindingC=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=10/15

chr12:6562293 T/T C T SNV TAPBPL TAPBPL:exonic:NM_018009.4 1 100 2 missense NM_018009.4c.125C>T p.Ala42Val 0.29 1 64 0.001 0.03(COSM3753444)Immunoglobulin C1-set domain,Immunoglobulin V-set domainrs2041385 0.2879 YES 3.96E-1 (pos.6562293) adenocarcinoma,neoplasm Golgi membrane,endoplasmic reticulum membrane,immune system process,integral component of membrane,negative regulation of antigen processing and presentation of peptide antigen via MHC class I,plasma membrane,protein binding,protein complex bindingC=0, T=25 C=0.0, T=1.0 0.00001 353.007 25 C=0/0, T=10/15

chr6:47549883 C/C T C SNV CD2AP CD2AP:intronic:NM_012120.2 1 100 intronic NM_012120.2c.1108+82T>Cp.? -0.27 SH3 domain,Variant SH3 domainrs2275446 YES CD2-associated proteinSH3 domain binding,actin cytoskeleton,actin filament organization,beta-catenin binding,cadherin binding,cell cycle,cell division,cell-cell adhesion,cell-cell junction,cytoplasm,endocytic vesicle,extracellular exosome,filamentous actin,negative regulation of small GTPase mediated signal transduction,negative regulation of transforming growth factor beta1 production,perinuclear region of cytoplasm,plasma membrane,positive regulation of protein localization to nucleus,proteasome-mediated ubiquitin-dependent protein catabolic process,protein C-terminus binding,protein binding,protein complex assembly,protein complex binding,regulation of actin cytoskeleton reorganization,regulation of receptor-mediated endocytosis,ruffle,signal transduction,structural constituent of cytoskeleton,substrate-dependent cell migration, cell extension,vascular endothelial growth factor receptor binding,vesicle organizationAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephritis;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Tauopathies;Urologic DiseasesT=0, C=156 T=0.0, C=1.0 0.00001 2503.58 156 T=0/0, C=61/95

chr15:102224341 A/A G A SNV TARSL2 TARSL2:exonic:NM_152334.2 1 100 12 synonymous NM_152334.2c.1587C>T p.(=) -1.18 Anticodon binding domain,TGS domain,Threonyl and Alanyl tRNA synthetase second additional domain,tRNA synthetase class II core domain (G, H, P, S and T)rs12901450 0.2571 YES 6.929E-1 (pos.102224341) ATP binding,biological_process,cellular_component,cytoplasm,ligase activity,molecular_function,protein binding,threonine-tRNA ligase activity,threonyl-tRNA aminoacylationG=0, A=35 G=0.0, A=1.0 0.00001 543.901 35 G=0/0, A=26/9

chr6:47577064 A/A G A SNV CD2AP CD2AP:intronic:NM_012120.2 1 100 intronic NM_012120.2c.1814+24G>Ap.? -0.86 SH3 domain,Variant SH3 domainrs9395287 0.3122 YES 2.958E-1 (pos.47577064) CD2-associated proteinSH3 domain binding,actin cytoskeleton,actin filament organization,beta-catenin binding,cadherin binding,cell cycle,cell division,cell-cell adhesion,cell-cell junction,cytoplasm,endocytic vesicle,extracellular exosome,filamentous actin,negative regulation of small GTPase mediated signal transduction,negative regulation of transforming growth factor beta1 production,perinuclear region of cytoplasm,plasma membrane,positive regulation of protein localization to nucleus,proteasome-mediated ubiquitin-dependent protein catabolic process,protein C-terminus binding,protein binding,protein complex assembly,protein complex binding,regulation of actin cytoskeleton reorganization,regulation of receptor-mediated endocytosis,ruffle,signal transduction,structural constituent of cytoskeleton,substrate-dependent cell migration, cell extension,vascular endothelial growth factor receptor binding,vesicle organizationAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulosclerosis, Focal Segmental;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephritis;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Tauopathies;Urologic DiseasesG=0, A=27 G=0.0, A=1.0 0.00001 394.382 27 G=0/0, A=12/15

chr6:47641307 C/C G C SNV ADGRF2 ADGRF2:intronic:NM_153839.6 1 100 intronic NM_153839.6c.72+80G>Cp.? -0.8 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs1411049 YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membraneG=0, C=30 G=0.0, C=1.0 0.00001 451.025 30 G=0/0, C=10/20

chr15:102264304 G/C G C SNV TARSL2 TARSL2:exonic:NM_152334.2 1 97.92 1 missense NM_152334.2c.287C>G p.Ala96Gly 0.09 0.25 60 0 0.04(COSM3749289)Anticodon binding domain,TGS domain,Threonyl and Alanyl tRNA synthetase second additional domain,tRNA synthetase class II core domain (G, H, P, S and T)rs1143138 0.1976 YES 8.277E-1 (pos.102264304)adenocarcinoma,neoplasm ATP binding,biological_process,cellular_component,cytoplasm,ligase activity,molecular_function,protein binding,threonine-tRNA ligase activity,threonyl-tRNA aminoacylationG=1, C=47 G=0.0208, C=0.9792 0.00001 773.104 48 G=0/1, C=36/11

chr1:6635231 G/G A G SNV TAS1R1 TAS1R1:exonic:NM_138697.3 1 100 3 missense NM_138697.3c.1039A>G p.Lys347Glu 0.44 0.97 56 0.017 0.01(COSM4144162)7 transmembrane sweet-taste receptor of 3 GCPR,Nine Cysteines Domain of family 3 GPCR,Periplasmic binding protein,Receptor family ligand binding regionrs10864628 7.00E-04 YES 1.0 (pos.6635231) neoplasm Taste receptor type 1, member 1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of taste,integral component of membrane,plasma membrane,protein heterodimerization activity,sensory perception of umami taste,taste receptor activityA=0, G=27 A=0.0, G=1.0 0.00001 389.987 27 A=0/0, G=12/15

chr1:19166294 A/A G A SNV TAS1R2 TAS1R2:exonic:NM_152232.2 1 100 6 synonymous NM_152232.2c.2319C>T p.(=) 0.17 0.12(COSM3750709)7 transmembrane sweet-taste receptor of 3 GCPR,Nine Cysteines Domain of family 3 GPCR,Receptor family ligand binding regionrs12033832 0.3358 YES 4.544E-1 (pos.19166294) acute_myeloid_leukaemia,adenocarcinomaTaste receptor type 1, member 2G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of sweet taste,integral component of membrane,plasma membrane,positive regulation of cytokinesis,protein heterodimerization activity,receptor complex,sensory perception of sweet taste,sweet taste receptor activity,sweet taste receptor complex,taste receptor activityAspartame G=0, A=95 G=0.0, A=1.0 0.00001 1597.06 95 G=0/0, A=42/53

chr1:19184077 A/G A G SNV TAS1R2 TAS1R2:exonic:NM_152232.2 1 50 2 synonymous NM_152232.2c.231T>C p.(=) -1.97 7 transmembrane sweet-taste receptor of 3 GCPR,Nine Cysteines Domain of family 3 GPCR,Receptor family ligand binding regionrs68081213 0.3357 YES 1.123E-1 (pos.19184077) Taste receptor type 1, member 2G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of sweet taste,integral component of membrane,plasma membrane,positive regulation of cytokinesis,protein heterodimerization activity,receptor complex,sensory perception of sweet taste,sweet taste receptor activity,sweet taste receptor complex,taste receptor activityAspartame A=17, G=17 A=0.5, G=0.5 0.00001 172.009 34 A=2/15, G=3/14

chr6:47654817 A/A C A SNV ADGRF2 ADGRF2:intronic:NM_153839.6 1 100 intronic NM_153839.6c.1905+48C>Ap.? 0.75 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs1556133 0.3539 YES 2.984E-1 (pos.47654817) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membraneC=0, A=179 C=0.0, A=1.0 0.00001 2962.73 179 C=0/0, A=95/84

chr6:47654864 G/G T G SNV ADGRF2 ADGRF2:intronic:NM_153839.6 1 100 intronic NM_153839.6c.1905+95T>Gp.? 0.72 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs1556131 YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membraneT=0, G=173 T=0.0, G=1.0 0.00001 2840.29 173 T=0/0, G=89/84

chr6:47681494 C/C T C SNV ADGRF4 ADGRF4:intronic:NM_153838.4 1 100 intronic NM_153838.4c.553-40T>Cp.? -0.43 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motifrs6916562 0.1137 YES 8.685E-1 (pos.47681494) Adhesion G protein-coupled receptor F4G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,cell surface receptor signaling pathway,integral component of membraneT=0, C=35 T=0.0, C=1.0 0.00001 543.903 35 T=0/0, C=16/19

chr6:4891925 AT/A AT A INDEL CDYL CDYL:intronic:NM_004824.3 1 100 intronic NM_004824.3c.25-22AT>Ap.? 0.06, 0.09 Chromo (CHRromatin Organisation MOdifier) domain,Enoyl-CoA hydratase/isomerasers747676317,rs7537222790.0013 3.077E-4;0.0 (pos.4891925) Chromodomain protein on Y chromosome-likecatalytic activity,chromatin binding,chromosome,crotonyl-CoA hydratase activity,integral component of membrane,metabolic process,methylated histone binding,negative regulation of nucleic acid-templated transcription,negative regulation of peptidyl-lysine crotonylation,nuclear body,nuclear speck,nucleoplasm,nucleus,protein binding,protein binding, bridging,random inactivation of X chromosome,regulation of transcription, DNA-templated,spermatid development,spermatogenesis,transcription corepressor activity,transcription, DNA-templatedBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsAT=0, A=20 AT=0.0, A=1.0 0.00001 131.014 20 AT=0/0, A=16/4

chr5:9629529 G/A G A SNV TAS2R1 TAS2R1:exonic:NM_019599.2 1 50 1 missense NM_019599.2c.616C>T p.Arg206Trp -0.2 101 0.02(COSM149792)Taste receptor protein (TAS2R)rs2234233 0.1653 YES 1.167E-1 (pos.9629529) acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,bitter taste receptor activity,chemosensory behavior,detection of chemical stimulus involved in sensory perception of bitter taste,integral component of membrane,plasma membrane,sensory perception of taste,taste receptor activityG=13, A=13 G=0.5, A=0.5 0.00001 111.392 26 G=2/11, A=5/8

chr12:10978402 A/A G A SNV TAS2R10 TAS2R10:exonic:NM_023921.1 1 100 1 missense NM_023921.1c.467C>T p.Thr156Met -3.53 0.2 81 0 Taste receptor protein (TAS2R)rs597468 0.0047 YES 1.0 (pos.10978402) G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,bitter taste receptor activity,detection of chemical stimulus involved in sensory perception of bitter taste,integral component of membrane,plasma membrane,taste receptor activityG=0, A=36 G=0.0, A=1.0 0.00001 568.121 36 G=0/0, A=12/24

chr6:49663465 A/A G A SNV CRISP2 CRISP2:intronic:NM_001142407.2 1 100 intronic NM_001142407.2c.604+84C>Tp.? -0.62 Crisp,Cysteine-rich secretory protein familyrs2248263 YES Cysteine-rich secretory protein 2extracellular space G=0, A=20 G=0.0, A=1.0 0.00001 263.781 20 G=0/0, A=12/8

chr6:49665750 T/T A T SNV CRISP2 CRISP2:intronic:NM_001142407.2 1 100 intronic NM_001142407.2c.418-80T>Ap.? 0.09 Crisp,Cysteine-rich secretory protein familyrs575562 YES Cysteine-rich secretory protein 2extracellular space A=0, T=25 A=0.0, T=1.0 0.00001 353.013 25 A=0/0, T=13/12

chr12:11338983 T/C T C SNV TAS2R42 TAS2R42:exonic:NM_181429.2 1 57.89 1 synonymous NM_181429.2c.561A>G p.(=) 0.03 Taste receptor protein (TAS2R)rs1650019 0.1609 YES 9.66E-1 (pos.11338983) Taste receptor, type 2, member 42 T=24, C=33 T=0.4211, C=0.5789 0.00001 345.07 57 T=8/16, C=9/24

chr12:11339020 T/A T A SNV TAS2R42 TAS2R42:exonic:NM_181429.2 1 57.14 1 missense NM_181429.2c.524A>T p.Tyr175Phe 0.33 0.19 22 0.997 Taste receptor protein (TAS2R)rs35969491 0.405 YES 7.531E-1 (pos.11339020) Taste receptor, type 2, member 42 T=24, A=32 T=0.4286, A=0.5714 0.00001 331.279 56 T=8/16, A=8/24

chr12:10962115 G/G A G SNV TAS2R9 TAS2R9:exonic:NM_023917.2 1 100 1 missense NM_023917.2c.560T>C p.Val187Ala -3.11 64 0(COSM4770142)Taste receptor protein (TAS2R)rs3741845 0.3874 YES 7.22E-1 (pos.10962115) adenocarcinoma,ductal_carcinomaG-protein coupled receptor activity,G-protein coupled receptor signaling pathway,biological_process,bitter taste receptor activity,detection of chemical stimulus involved in sensory perception of bitter taste,integral component of membrane,plasma membrane,taste receptor activityA=0, G=81 A=0.0, G=1.0 0.00001 1309.36 81 A=0/0, G=40/41

chr6:51798753 A/A G A SNV PKHD1 PKHD1:intronic:NM_138694.3 1 100 intronic NM_138694.3c.6121+155C>Tp.? -0.11 G8 domain,IPT/TIG domain,Right handed beta helix regionrs1266888 YES Fibrocystin anchored component of external side of plasma membrane,apical plasma membrane,cell-cell adhesion,cellular calcium ion homeostasis,centrosome,chromosome, centromeric region,ciliary basal body,cilium,cilium assembly,cytoplasm,extracellular exosome,homeostatic process,integral component of membrane,kidney development,mitotic spindle,negative regulation of NF-kappaB transcription factor activity,negative regulation of apoptotic process,negative regulation of cellular component movement,negative regulation of protein kinase B signaling,perinuclear region of cytoplasm,positive regulation of cell proliferation,protein binding,receptor activity,regulation of ERK1 and ERK2 cascade,regulation of TOR signaling,regulation of centrosome duplicationCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Polycystic Kidney Diseases;Polycystic Kidney, Autosomal Recessive;Urologic DiseasesG=0, A=98 G=0.0, A=1.0 0.00001 1647.36 98 G=0/0, A=58/40

chr10:96163039 G/G C G SNV TBC1D12 TBC1D12:exonic:NM_015188.1 1 100 1 synonymous NM_015188.1c.669C>G p.(=) -0.4 0(COSM3749123)Rab-GTPase-TBC domainrs2477534 0.2994 YES 8.594E-1 (pos.96163039) adenocarcinoma,neoplasm GTPase activator activity,Rab GTPase binding,activation of GTPase activity,autophagosome,intracellular protein transport,recycling endosome,regulation of autophagosome assembly,regulation of vesicle fusionC=0, G=21 C=0.0, G=1.0 0.00001 281.168 21 C=0/0, G=11/10

chr10:96269925 A/T A T SNV TBC1D12 TBC1D12:exonic:NM_015188.1 1 57.63 8 missense NM_015188.1c.1678A>T p.Ile560Phe 8.12 0 21 0.333 Rab-GTPase-TBC domainrs376682556 1.00E-04 0.0;1.159E-4 (pos.96269925) GTPase activator activity,Rab GTPase binding,activation of GTPase activity,autophagosome,intracellular protein transport,recycling endosome,regulation of autophagosome assembly,regulation of vesicle fusionA=25, T=34 A=0.4237, T=0.5763 0.00001 356.467 59 A=16/9, T=25/9

chr6:52847551 C/C G C SNV GSTA4 GSTA4:intronic:NM_001512.3 1 100 intronic NM_001512.3c.415-48C>Gp.? -0.52 Glutathione S-transferase, C-terminal domain,Glutathione S-transferase, N-terminal domainrs316133 0.3866 YES 7.387E-1;0.0 (pos.52847551) Glutathione S-transferase, alpha-4cytosol,glutathione derivative biosynthetic process,glutathione metabolic process,glutathione transferase activity,identical protein binding,protein binding,protein homodimerization activity,xenobiotic metabolic processArterial Occlusive Diseases;Arteriosclerosis;Basal Ganglia Diseases;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Movement Disorders;Neoplasms;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Precancerous Conditions;Vascular DiseasesGlutathione G=0, C=47 G=0.0, C=1.0 0.00001 789.305 47 G=0/0, C=17/30

chr12:72278779 GAA/GA GAA GA,G INDEL TBC1D15 TBC1D15:exonic:NM_022771.4 1 83.87 5 frameshiftDeletion NM_022771.4c.537delA p.Lys179fs 4.07, 2.6, 1.81 0.97(COSM5651786),0.97(COSM5651787)Domain of unknown function (DUF3548),Rab-GTPase-TBC domainrs373705972 1.00E-04 diffuse_large_B_cell_lymphomaTBC1 domain family, member 15GTPase activator activity,Rab GTPase binding,activation of GTPase activity,cytoplasm,endomembrane system,extracellular exosome,intracellular,intracellular protein transport,mitochondrion,protein binding,regulation of GTPase activity,regulation of cilium assembly,regulation of vesicle fusionGAA=5, GA=26, G=0GAA=0.1613, GA=0.8387, G=0.00.00001 196.415 31 GAA=3/2, GA=10/16, G=0/0

chr19:50383591 G/G A G SNV TBC1D17 TBC1D17:exonic:NM_024682.2 1 100 4 missense NM_024682.2c.251A>G p.Asp84Gly 6.99 1 94 0 0.12(COSM4590136)Domain of unknown function (DUF3548),Rab-GTPase-TBC domainrs8109661 1.0 (pos.50383591) squamous_cell_carcinomaTBC1 domain family, member 17GTPase activator activity,Rab GTPase binding,activation of GTPase activity,autophagosome,autophagy,cytosol,endomembrane system,intracellular protein transport,protein binding,recycling endosome,regulation of cilium assembly,regulation of vesicle fusion,retrograde transport, endosome to GolgiA=0, G=63 A=0.0, G=1.0 0.00001 958.537 63 A=0/0, G=22/41

chr6:53986503 T/T A T SNV MLIP MLIP:intronic:NM_138569.2 1 100 intronic NM_138569.2c.219+103A>Tp.? -0.04 Muscular LMNA-interacting proteinrs2145754 YES Muscular LMNA-interating proteinPML body,negative regulation of cardiac muscle hypertrophy,negative regulation of cardiac muscle hypertrophy in response to stress,negative regulation of transcription from RNA polymerase II promoter,nuclear envelope,nuclear lumen,nucleus,positive regulation of transcription from RNA polymerase II promoter,sarcolemmaA=0, T=31 A=0.0, T=1.0 0.00001 465.759 31 A=0/0, T=14/17

chrX:48418659 A/A G A SNV TBC1D25 TBC1D25:exonic:NM_002536.3 1 100 6 missense NM_002536.3c.1363G>A p.Ala455Thr -1.13 1 58 0 0.01(COSM3759506)Rab-GTPase-TBC domainrs235836 0.4275 YES 5.581E-1 (pos.48418659) adenocarcinomaTBC1 domain family, member 25GTPase activator activity,Rab GTPase binding,activation of GTPase activity,autophagosome,autophagy,cytoplasmic vesicle,endomembrane system,intracellular protein transport,protein binding,regulation of autophagosome maturation,regulation of vesicle fusionG=0, A=39 G=0.0, A=1.0 0.00001 623.978 39 G=0/0, A=17/22

chr8:124142489 C/C T C SNV TBC1D31 TBC1D31:exonic:NM_145647.3 1 100 16 synonymous NM_145647.3c.2322T>C p.(=) 0.33 0.79(COSM3982379)Rab-GTPase-TBC domainrs2272724 0.346 YES 2.015E-1 (pos.124142489)acute_myeloid_leukaemia centrosome T=0, C=36 T=0.0, C=1.0 0.00001 568.761 36 T=0/0, C=21/15

chr6:54735606 A/A G A SNV FAM83B FAM83B:intronic:NM_001010872.2 1 100 intronic NM_001010872.2c.444+118G>Ap.? 0.64 PLD-like domain,Protein of unknown function (DUF1669)rs995852 YES cell proliferation,cytoplasm,epidermal growth factor receptor binding,epidermal growth factor receptor signaling pathway,membrane,phosphatidylinositol 3-kinase catalytic subunit binding,phosphatidylinositol 3-kinase regulatory subunit binding,phospholipase D activity,protein kinase bindingG=0, A=103 G=0.0, A=1.0 0.00001 1609.43 103 G=0/0, A=38/65

chr6:55360086 G/G A G SNV HMGCLL1 HMGCLL1:intronic:NM_019036.2 1 100 intronic NM_019036.2c.885+131T>Cp.? 0.13 HMGL-like rs4538708 YES cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,hydroxymethylglutaryl-CoA lyase activity,ketone body biosynthetic process,membrane,metal ion binding,perinuclear region of cytoplasmNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=9/20

chr6:55381262 A/A G A SNV HMGCLL1 HMGCLL1:intronic:NM_019036.2 1 100 intronic NM_019036.2c.483+44C>Tp.? 1.33 HMGL-like rs6459082 0.2923 YES 5.584E-1 (pos.55381262) cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,hydroxymethylglutaryl-CoA lyase activity,ketone body biosynthetic process,membrane,metal ion binding,perinuclear region of cytoplasmNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=0, A=31 G=0.0, A=1.0 0.00001 465.819 31 G=0/0, A=8/23

chr6:56340803 A/A G A SNV DST DST:intronic:NM_001144769.2 1 100 intronic NM_001144769.2c.15507+144C>Tp.? -1.87 Calponin homology (CH) domain,EF hand,EF-hand domain pair,Growth-Arrest-Specific Protein 2 Domain,Spectrin repeatrs6928601 YES Dystonin (bullous pemphigoid antigen 1)H zone,Z disc,actin binding,actin cytoskeleton,axon,axon cytoplasm,basal plasma membrane,basement membrane,calcium ion binding,cell adhesion,cell cortex,cell leading edge,cell motility,cytoplasm,cytoplasmic vesicle,cytoskeleton,cytoskeleton organization,cytosol,endoplasmic reticulum membrane,extracellular exosome,focal adhesion,hemidesmosome,hemidesmosome assembly,integral component of membrane,integrin binding,integrin-mediated signaling pathway,intermediate filament,intermediate filament cytoskeleton,intermediate filament cytoskeleton organization,maintenance of cell polarity,microtubule binding,microtubule cytoskeleton,microtubule cytoskeleton organization,microtubule plus-end,microtubule plus-end binding,nuclear envelope,nucleus,protein C-terminus binding,protein binding,response to wounding,retrograde axonal transportG=0, A=55 G=0.0, A=1.0 0.00001 814.874 55 G=0/0, A=21/34

chr6:56381912 G/A G A SNV DST DST:intronic:NM_001144769.2 1 58.33 intronic NM_001144769.2c.12000+84C>Tp.? -0.74 Calponin homology (CH) domain,EF hand,EF-hand domain pair,Growth-Arrest-Specific Protein 2 Domain,Spectrin repeatrs4715626 YES Dystonin (bullous pemphigoid antigen 1)H zone,Z disc,actin binding,actin cytoskeleton,axon,axon cytoplasm,basal plasma membrane,basement membrane,calcium ion binding,cell adhesion,cell cortex,cell leading edge,cell motility,cytoplasm,cytoplasmic vesicle,cytoskeleton,cytoskeleton organization,cytosol,endoplasmic reticulum membrane,extracellular exosome,focal adhesion,hemidesmosome,hemidesmosome assembly,integral component of membrane,integrin binding,integrin-mediated signaling pathway,intermediate filament,intermediate filament cytoskeleton,intermediate filament cytoskeleton organization,maintenance of cell polarity,microtubule binding,microtubule cytoskeleton,microtubule cytoskeleton organization,microtubule plus-end,microtubule plus-end binding,nuclear envelope,nucleus,protein C-terminus binding,protein binding,response to wounding,retrograde axonal transportG=15, A=21 G=0.4167, A=0.5833 0.00001 234.327 36 G=13/2, A=11/10

chr6:121620608 T/T G T SNV TBC1D32 TBC1D32:exonic:NM_152730.5 1 100 10 missense NM_152730.5c.1124C>A p.Thr375Lys 2.2 1 78 0 Broad-minded proteinrs9387944 0 1.0 (pos.121620608) TBC1 domain family, member 32cilium,cytoplasm,determination of left/right symmetry,embryonic digit morphogenesis,heart development,lens development in camera-type eye,non-motile cilium assembly,protein localization to cilium,retinal pigment epithelium development,smoothened signaling pathway involved in dorsal/ventral neural tube patterningCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and AbnormalitiesG=0, T=123 G=0.0, T=1.0 0.00001 1987.74 123 G=0/0, T=68/55

chr13:75936519 G/G C G SNV TBC1D4 TBC1D4:exonic:NM_014832.4 1 100 2 synonymous NM_014832.4c.723G>C p.(=) -0.53 Domain of unknown function (DUF3350),Phosphotyrosine interaction domain (PTB/PID),Rab-GTPase-TBC domainrs7983969 0 9.999E-1;1.159E-4 (pos.75936519) TPC1 domain family, member 4GTPase activator activity,Rab GTPase binding,activation of GTPase activity,cellular response to insulin stimulus,cytoplasmic vesicle membrane,cytosol,endomembrane system,extracellular exosome,intracellular,intracellular protein transport,membrane organization,negative regulation of vesicle fusion,regulation of vesicle fusion,vesicle-mediated transportLikely benign C=0, G=49 C=0.0, G=1.0 0.00001 831.633 49 C=0/0, G=10/39

chr2:101656726 C/C T C SNV TBC1D8 TBC1D8:exonic:NM_001102426.2 1 100 6 missense NM_001102426.2c.949A>G p.Thr317Ala 1.19 0.59 58 0 0.02(COSM4132918),0.02(COSM4132919)GRAM domain,Rab-GTPase-TBC domainrs2289953 0.3364 YES 3.201E-1 (pos.101656726)neoplasm GTPase activator activity,Rab GTPase binding,activation of GTPase activity,blood circulation,endomembrane system,intracellular,intracellular protein transport,membrane,positive regulation of cell proliferation,regulation of cilium assembly,regulation of vesicle fusionBone Diseases;Bone Diseases, Metabolic;Musculoskeletal Diseases;OsteoporosisT=0, C=28 T=0.0, C=1.0 0.00001 408.452 28 T=0/0, C=6/22

chr6:64694620 C/C T C SNV EYS EYS:intronic:NM_001142800.1 1 100 intronic NM_001142800.1c.6835-124A>Gp.? -0.04 EGF-like domain,Human growth factor-like EGF,Laminin G domainrs1482456 YES Eyes shut, Drosophila, homolog ofcalcium ion binding,detection of light stimulus involved in visual perception,extracellular exosome,molecular_function,skeletal muscle tissue regenerationCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaT=0, C=61 T=0.0, C=1.0 0.00001 921.825 61 T=0/0, C=22/39

chr6:65098768 G/G A G SNV EYS EYS:intronic:NM_001142800.1 1 100 intronic NM_001142800.1c.5928-35T>Cp.? 0.09 EGF-like domain,Human growth factor-like EGF,Laminin G domainrs587278 0.2872 YES 5.526E-1 (pos.65098768) Eyes shut, Drosophila, homolog ofcalcium ion binding,detection of light stimulus involved in visual perception,extracellular exosome,molecular_function,skeletal muscle tissue regenerationCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaA=0, G=42 A=0.0, G=1.0 0.00001 685.179 42 A=0/0, G=15/27

chr6:42713618 G/G A G SNV TBCC TBCC:exonic:NM_003192.2 1 100 1 missense NM_003192.2c.194T>C p.Val65Ala 1.85 64 Tubulin binding cofactor C,Tubulin-specific chaperone C N-terminal domainrs2234026 0.0131 YES 1.0 (pos.42713618) Tubulin-specific chaperone CGTPase activity,chaperone binding,cytoplasm,cytoskeleton,cytosol,microtubule,photoreceptor connecting cilium,post-chaperonin tubulin folding pathway,protein folding,tubulin binding,tubulin complex assemblyA=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=11/12

chr1:235600741 A/G A G SNV TBCE TBCE:exonic:NM_001079515.2 1 50 12 synonymous NM_001079515.2c.1068A>G p.(=) 0.52 CAP-Gly domain,Ubiquitin-like domainrs6666168 0.019 YES 0.0 (pos.235600741) Tubulin-specific chaperone Eadult locomotory behavior,chaperone binding,cytoplasm,developmental growth,microtubule,microtubule cytoskeleton organization,mitotic spindle organization,muscle atrophy,peripheral nervous system neuron axonogenesis,post-chaperonin tubulin folding pathway,post-embryonic development,protein binding,protein foldingAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Calcium Metabolism Disorders;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dwarfism;Endocrine System Diseases;Epilepsy;Genetic Diseases, Inborn;Hyperostosis;Hyperostosis, Cortical, Congenital;Hypocalcemia;Hypoparathyroidism;Infant, Newborn, Diseases;Intellectual Disability;Mental Disorders;Metabolic Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Osteochondrodysplasias;Osteosclerosis;Overnutrition;Parathyroid Diseases;Seizures;Water-Electrolyte ImbalanceLikely benign A=11, G=11 A=0.5, G=0.5 0.00001 94.6061 22 A=5/6, G=4/7

chr4:107168431 C/C G C SNV TBCK TBCK:exonic:NM_001163435.2 1 100 10 missense NM_001163435.2c.796C>G p.Gln266Glu 2.66 1 29 0 Protein kinase domain,Protein tyrosine kinase,Rab-GTPase-TBC domain,Rhodanese-like domainrs3775091 0 9.733E-1 (pos.107168431) TBC1 domain-containing kinaseATP binding,GTPase activator activity,Rab GTPase binding,actin cytoskeleton organization,activation of GTPase activity,cell proliferation,cytoplasm,endomembrane system,intracellular protein transport,midbody,mitotic spindle,protein kinase activity,protein phosphorylation,regulation of TOR signaling,regulation of vesicle fusionG=0, C=22 G=0.0, C=1.0 0.00001 298.886 22 G=0/0, C=9/13

chr6:69728522 T/T C T SNV ADGRB3 ADGRB3:intronic:NM_001704.2 1 100 intronic NM_001704.2c.2107+131C>Tp.? -0.33 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Hormone receptor domain,Thrombospondin type 1 domainrs2785573 YES Adhesion G protein-coupled receptor B3G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,GTPase activator activity,cell surface receptor signaling pathway,integral component of membrane,maintenance of synapse structure,motor learning,myoblast fusion,negative regulation of angiogenesis,neuron remodeling,plasma membrane,positive regulation of GTPase activity,positive regulation of synapse assembly,postsynapse,protein binding,regulation of dendrite morphogenesis,synaptic cleftC=0, T=53 C=0.0, T=1.0 0.00001 784.234 53 C=0/0, T=20/33

chr6:69772809 T/C T C SNV ADGRB3 ADGRB3:intronic:NM_001704.2 1 45.45 intronic NM_001704.2c.2334-17T>Cp.? 0.29 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Hormone receptor domain,Thrombospondin type 1 domainrs13207626,rs7731316180.1397 YES 0.0 (pos.69772804),3.703E-4 (pos.69772809)Adhesion G protein-coupled receptor B3G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,GTPase activator activity,cell surface receptor signaling pathway,integral component of membrane,maintenance of synapse structure,motor learning,myoblast fusion,negative regulation of angiogenesis,neuron remodeling,plasma membrane,positive regulation of GTPase activity,positive regulation of synapse assembly,postsynapse,protein binding,regulation of dendrite morphogenesis,synaptic cleftT=12, C=10 T=0.5455, C=0.4545 0.00001 81.7805 22 T=5/7, C=3/7

chr6:70423739 G/G A G SNV LMBRD1 LMBRD1:intronic:NM_018368.3 1 100 intronic NM_018368.3c.763-50T>Cp.? 2.58 LMBR1-like membrane proteinrs2305837 0.3995 YES 5.507E-1 (pos.70423739) LMBR1 domain-containing protein 1clathrin-coated endocytic vesicle,cobalamin binding,cobalamin metabolic process,cobalamin transport,cobalamin transporter activity,insulin receptor binding,insulin receptor internalization,integral component of membrane,lysosomal membrane,membrane,negative regulation of glucose import,negative regulation of insulin receptor signaling pathway,negative regulation of protein kinase B signaling,plasma membrane,viral processAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesLikely benign A=0, G=25 A=0.0, G=1.0 0.00001 352.954 25 A=0/0, G=8/17

chr6:70500120 A/A G A SNV LMBRD1 LMBRD1:intronic:NM_018368.3 1 100 intronic NM_018368.3c.246+68C>Tp.? -0.58 LMBR1-like membrane proteinrs2125024,rs386702447 YES LMBR1 domain-containing protein 1clathrin-coated endocytic vesicle,cobalamin binding,cobalamin metabolic process,cobalamin transport,cobalamin transporter activity,insulin receptor binding,insulin receptor internalization,integral component of membrane,lysosomal membrane,membrane,negative regulation of glucose import,negative regulation of insulin receptor signaling pathway,negative regulation of protein kinase B signaling,plasma membrane,viral processAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesG=0, A=35 G=0.0, A=1.0 0.00001 543.891 35 G=0/0, A=10/25

chr6:70500451 A/A C A SNV LMBRD1 LMBRD1:intronic:NM_018368.3 1 100 intronic NM_018368.3c.70-87G>T p.? -2.97 LMBR1-like membrane proteinrs2305838 YES LMBR1 domain-containing protein 1clathrin-coated endocytic vesicle,cobalamin binding,cobalamin metabolic process,cobalamin transport,cobalamin transporter activity,insulin receptor binding,insulin receptor internalization,integral component of membrane,lysosomal membrane,membrane,negative regulation of glucose import,negative regulation of insulin receptor signaling pathway,negative regulation of protein kinase B signaling,plasma membrane,viral processAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesC=0, A=38 C=0.0, A=1.0 0.00001 601.851 38 C=0/0, A=11/27

chr6:70500463 G/G T G SNV LMBRD1 LMBRD1:intronic:NM_018368.3 1 100 intronic NM_018368.3c.70-99A>C p.? 0.02 LMBR1-like membrane proteinrs2305839 YES LMBR1 domain-containing protein 1clathrin-coated endocytic vesicle,cobalamin binding,cobalamin metabolic process,cobalamin transport,cobalamin transporter activity,insulin receptor binding,insulin receptor internalization,integral component of membrane,lysosomal membrane,membrane,negative regulation of glucose import,negative regulation of insulin receptor signaling pathway,negative regulation of protein kinase B signaling,plasma membrane,viral processAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesT=0, G=36 T=0.0, G=1.0 0.00001 563.741 36 T=0/0, G=10/26

chr19:3595794 G/G A G SNV TBXA2R TBXA2R:exonic:NM_201636.2 1 100 3 synonymous NM_201636.2c.924T>C p.(=) 3.93 0.05(COSM3756655),0.05(COSM3756656)7 transmembrane receptor (rhodopsin family)rs4523 0.3452 YES 2.214E-1 (pos.3595794) adenocarcinoma,ductal_carcinoma,neoplasm,primitive_neuroectodermal_tumour-medulloblastomaThromboxane A2 receptorG-protein coupled receptor signaling pathway,acrosomal vesicle,cellular response to lipopolysaccharide,guanyl-nucleotide exchange factor activity,inflammatory response,integral component of membrane,integral component of plasma membrane,nuclear speck,plasma membrane,positive regulation of angiogenesis,positive regulation of blood coagulation,positive regulation of blood pressure,positive regulation of cytosolic calcium ion concentration,positive regulation of smooth muscle contraction,positive regulation of vasoconstriction,protein binding,regulation of molecular function,response to drug,response to ethanol,response to nutrient,response to testosterone,second-messenger-mediated signaling,thromboxane A2 receptor activity,thromboxane A2 signaling pathway,thromboxane receptor activityAsthma;Asthma, Aspirin-Induced;Blood Platelet Disorders;Bronchial Diseases;Cardiovascular Diseases;Digestive System Diseases;Drug Hypersensitivity;Drug-Induced Liver Injury;Embolism;Embolism and Thrombosis;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Liver Diseases;Lung Diseases;Nose Diseases;Otorhinolaryngologic Diseases;Pulmonary Embolism;Respiratory Hypersensitivity;Respiratory Tract Diseases;Respiratory Tract Infections;Rhinitis;Vascular DiseasesRidogrel Benign A=0, G=28 A=0.0, G=1.0 0.00001 408.718 28 A=0/0, G=14/14

chr6:70894909 T/T A T SNV COL19A1 COL19A1:intronic:NM_001858.5 1 100 intronic NM_001858.5c.2856+102A>Tp.? 0.65 Collagen triple helix repeat (20 copies)rs2296005 YES Collagen XIX, alpha-1 polypeptidecell adhesion,cell differentiation,cell-cell adhesion,collagen catabolic process,collagen trimer,endoplasmic reticulum lumen,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,protein binding, bridging,proteinaceous extracellular matrix,skeletal muscle tissue development,skeletal system developmentA=0, T=31 A=0.0, T=1.0 0.00001 465.819 31 A=0/0, T=17/14

chr6:70962044 A/G A G SNV COL9A1 COL9A1:intronic:NM_001851.4 1 46.88 intronic NM_001851.4c.1765-26T>Cp.? 0.23 Collagen triple helix repeat (20 copies)rs519068 0.4945 YES 2.895E-1 (pos.70962044) Collagen IX, alpha-1 polypeptideanimal organ morphogenesis,collagen type IX trimer,endoplasmic reticulum lumen,extracellular matrix organization,extracellular matrix structural constituent conferring tensile strength,extracellular region,metal ion binding,proteinaceous extracellular matrixBone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Eye Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Musculoskeletal Diseases;Myopia;Nervous System Diseases;Neurologic Manifestations;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Refractive Errors;Retinal Diseases;Sensation DisordersBenign A=17, G=15 A=0.5313, G=0.4688 0.00001 143.698 32 A=8/9, G=2/13

chr6:70965125 C/C A C SNV COL9A1 COL9A1:intronic:NM_001851.4 1 100 intronic NM_001851.4c.1504-32T>Gp.? -0.02 Collagen triple helix repeat (20 copies)rs633762 0.2257 YES 9.233E-1;0.0 (pos.70965125) Collagen IX, alpha-1 polypeptideanimal organ morphogenesis,collagen type IX trimer,endoplasmic reticulum lumen,extracellular matrix organization,extracellular matrix structural constituent conferring tensile strength,extracellular region,metal ion binding,proteinaceous extracellular matrixBone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Eye Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Musculoskeletal Diseases;Myopia;Nervous System Diseases;Neurologic Manifestations;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Refractive Errors;Retinal Diseases;Sensation DisordersBenign A=0, C=47 A=0.0, C=1.0 0.00001 759.375 47 A=0/0, C=29/18

chr14:92268615 G/G T G SNV TC2N TC2N:exonic:NM_152332.5 1 100 4 missense NM_152332.5c.452A>C p.Lys151Thr 0.04 0.68 78 0 0.02(COSM1678198),0.02(COSM1678199)C2 domain rs2402073 1.00E-04 YES 9.999E-1;1.156E-4 (pos.92268615)acute_lymphoblastic_leukaemia,squamous_cell_carcinomacalcium ion binding,calcium ion-regulated exocytosis of neurotransmitter,calcium-dependent phospholipid binding,cellular_component,clathrin binding,molecular_function,nucleus,plasma membrane,regulation of blood coagulation,regulation of calcium ion-dependent exocytosis,regulation of gene expression,syntaxin binding,vesicle fusionT=0, G=39 T=0.0, G=1.0 0.00001 623.963 39 T=0/0, G=19/20

chr6:71010101 A/G A G SNV COL9A1 COL9A1:intronic:NM_001851.4 1 50 intronic NM_001851.4c.89-12T>C p.? 0.3 Collagen triple helix repeat (20 copies)rs12210123 0.1916 YES 4.63E-4 (pos.71010101) Collagen IX, alpha-1 polypeptideanimal organ morphogenesis,collagen type IX trimer,endoplasmic reticulum lumen,extracellular matrix organization,extracellular matrix structural constituent conferring tensile strength,extracellular region,metal ion binding,proteinaceous extracellular matrixBone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Eye Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Musculoskeletal Diseases;Myopia;Nervous System Diseases;Neurologic Manifestations;Osteochondrodysplasias;Otorhinolaryngologic Diseases;Refractive Errors;Retinal Diseases;Sensation DisordersBenign/Likely benignA=11, G=11 A=0.5, G=0.5 0.00001 94.6067 22 A=10/1, G=3/8

chr6:71190577 A/G A G SNV FAM135A FAM135A:intronic:NM_001162529.2 1 50 intronic NM_001162529.2c.543-27A>Gp.? -1.11 Protein FAM135,Putative serine esterase (DUF676)rs2273210 0.1614 YES 8.394E-2 (pos.71190577) carboxylic ester hydrolase activity,cellular lipid metabolic processA=42, G=42 A=0.5, G=0.5 0.00001 450.211 84 A=25/17, G=27/15

chr20:590542 GC/GC CG GC MNV TCF15 TCF15:exonic:NM_004609.3 2 100 1 missense NM_004609.3c.339_340delCGinsGCp.Val114Leu 3.79, -1.27 1 32 0 0.14(COSM3758671)Helix-loop-helix DNA-binding domainrs2665781,rs2754502,rs71212728,rs8792697101.0 (pos.590542),1.0 (pos.590543)adenocarcinoma,squamous_cell_carcinomaTranscription factor-15 (basic helix-loop-helix)DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor complex,ear development,eating behavior,establishment of epithelial cell apical/basal polarity,mesenchymal to epithelial transition,mesoderm development,muscle organ morphogenesis,neuromuscular process controlling posture,paraxial mesoderm development,positive regulation of transcription from RNA polymerase II promoter,post-anal tail morphogenesis,protein dimerization activity,regulation of extracellular matrix organization,regulation of transcription from RNA polymerase II promoter,respiratory system process,skeletal system morphogenesis,skin development,somitogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeCG=0, GC=42CG=0.0, GC=1.0 0.00001 685.202 42 CG=0/0, GC=25/17

chr6:73951987 G/G T G SNV KHDC1 KHDC1:intronic:NM_030568.4 1 100 intronic NM_030568.4c.113-27A>Cp.? -0.29 KH-like RNA-binding domainrs6453659,rs755490414 0.2347 YES 0.0;0.0 (pos.73951974),3.208E-1 (pos.73951987)KH homology domain-containing protein 1RNA binding,integral component of membrane T=0, G=47 T=0.0, G=1.0 0.00001 786.636 47 T=0/0, G=25/22

chr6:73952103 C/C A C SNV KHDC1 KHDC1:intronic:NM_030568.4 1 100 intronic NM_030568.4c.112+26T>Gp.? -0.91 KH-like RNA-binding domainrs6453660 0.1921 YES 2.544E-1 (pos.73952103) KH homology domain-containing protein 1RNA binding,integral component of membrane A=0, C=39 A=0.0, C=1.0 0.00001 623.961 39 A=0/0, C=12/27

chr6:73952109 A/A C A SNV KHDC1 KHDC1:intronic:NM_030568.4 1 100 intronic NM_030568.4c.112+20G>Tp.? -2.58 KH-like RNA-binding domainrs76146370 0.1903 YES 2.535E-1;1.17E-4 (pos.73952109) KH homology domain-containing protein 1RNA binding,integral component of membrane C=0, A=39 C=0.0, A=1.0 0.00001 623.737 39 C=0/0, A=12/27

chr6:73952112 TA/TA GG TA MNV KHDC1 KHDC1:intronic:NM_030568.4 2 100 intronic NM_030568.4c.112+17CC>TAp.? -0.16, -0.48 KH-like RNA-binding domainrs373630974,rs74562538,rs79256439YES 2.529E-1 (pos.73952112),2.538E-1 (pos.73952113)KH homology domain-containing protein 1RNA binding,integral component of membrane GG=0, TA=39GG=0.0, TA=1.0 0.00001 623.98 39 GG=0/0, TA=12/27

chr6:73952118 A/G A G SNV KHDC1 KHDC1:intronic:NM_030568.4 1 97.5 intronic NM_030568.4c.112+11T>Cp.? -1.1 KH-like RNA-binding domainrs6453661 0.1804 YES 2.536E-1 (pos.73952118) KH homology domain-containing protein 1RNA binding,integral component of membrane A=1, G=39 A=0.025, G=0.975 0.00001 612.018 40 A=0/1, G=12/27

chr6:7396836 A/A G A SNV RIOK1 RIOK1:intronic:NM_031480.2 1 100 intronic NM_031480.2c.368-100G>Ap.? -0.27 RIO1 family rs12212766 YES RIO kinase 1 ATP binding,cytosol,hydrolase activity,maturation of SSU-rRNA,metal ion binding,nucleoplasm,positive regulation of rRNA processing,preribosome, small subunit precursor,protein binding,protein phosphorylation,protein serine/threonine kinase activity,rRNA processing,ribosomal small subunit biogenesisG=0, A=63 G=0.0, A=1.0 0.00001 958.914 63 G=0/0, A=26/37

chr6:7396887 A/A G A SNV RIOK1 RIOK1:intronic:NM_031480.2 1 100 intronic NM_031480.2c.368-49G>Ap.? 0.79 RIO1 family rs12212772 0.4382 YES 4.843E-1 (pos.7396887) RIO kinase 1 ATP binding,cytosol,hydrolase activity,maturation of SSU-rRNA,metal ion binding,nucleoplasm,positive regulation of rRNA processing,preribosome, small subunit precursor,protein binding,protein phosphorylation,protein serine/threonine kinase activity,rRNA processing,ribosomal small subunit biogenesisG=0, A=65 G=0.0, A=1.0 0.00001 1000.27 65 G=0/0, A=26/39

chr6:31129616 G/G A G SNV TCF19 TCF19:exonic:NM_001077511.1 1 100 3 missense NM_001077511.1c.631A>G p.Met211Val 1.11 1 21 0 FHA domain rs2073721 0.2432 YES 6.97E-1 (pos.31129616) Transcription factor-19 (SC1)DNA binding transcription factor activity,cell proliferation,metal ion binding,nucleus,protein binding,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedAutoimmune Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, Membranous;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nephritis;Urologic DiseasesA=0, G=43 A=0.0, G=1.0 0.00001 705.741 43 A=0/0, G=17/26

chr6:74119084 C/C T C SNV DDX43 DDX43:intronic:NM_018665.2 1 100 intronic NM_018665.2c.1280+13T>Cp.? -1.2 DEAD/DEAH box helicase,Helicase conserved C-terminal domain,KH domainrs4708053 0.0012 YES 1.0 (pos.74119084) DEAD/H box 43ATP binding,ATP-dependent RNA helicase activity,RNA binding,RNA secondary structure unwinding,cytoplasm,intracellular,nucleolusT=0, C=82 T=0.0, C=1.0 0.00001 1329.6 82 T=0/0, C=27/55

chr6:31129642 C/C A C SNV TCF19 TCF19:exonic:NM_001077511.1 1 100 3 synonymous NM_001077511.1c.657A>C p.(=) 0.3 0(COSM4160658)FHA domain rs2073722 YES 6.979E-1;2.195E-2 (pos.31129642)acute_myeloid_leukaemia,neoplasm,squamous_cell_carcinomaTranscription factor-19 (SC1)DNA binding transcription factor activity,cell proliferation,metal ion binding,nucleus,protein binding,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedAutoimmune Diseases;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, Membranous;Hepatitis;Hepatitis B;Hepatitis B, Chronic;Hepatitis, Chronic;Hepatitis, Viral, Human;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nephritis;Urologic DiseasesA=0, C=44 A=0.0, C=1.0 0.00001 726.567 44 A=0/0, C=17/27

chr6:74189574 A/A G A SNV MTO1 MTO1:intronic:NM_133645.2 1 100 intronic NM_133645.2c.938+7G>Ap.? 1.35 FAD binding domain,FAD dependent oxidoreductase,GidA associated domain,Glucose inhibited division protein Ars7766570 YES 1.0 (pos.74189574) Mitochondrial translation optimization 1, S. cerevisiae, homolog ofRNA binding,flavin adenine dinucleotide binding,mitochondrial tRNA wobble uridine modification,mitochondrion,tRNA methylation,tRNA processing,tRNA wobble uridine modificationBenign G=0, A=27 G=0.0, A=1.0 0.00001 389.982 27 G=0/0, A=7/20

chr6:74228006 G/G A G SNV

EEF1A1,SNO

RD141A,SN

ORD141B EEF1A1:intronic:NM_001402.5, SNORD141B:intronic_nc:NR_132981.1, SNORD141A:intronic_nc:NR_132980.11

100

intronic NM_001402.5, NR_132980.1, NR_132981.1c.1030-19T>Cp.? -0.87 Elongation factor Tu C-terminal domain,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2rs1874229 0.2837 YES 5.448E-1 (pos.74228006) Eukaryotic translation elongation factor-1, alpha-1GTP binding,GTPase activity,RNA binding,cellular response to epidermal growth factor stimulus,cortical actin cytoskeleton,cytoplasm,cytoplasmic side of lysosomal membrane,cytosol,eukaryotic translation elongation factor 1 complex,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule lumen,membrane,myelin sheath,neutrophil degranulation,nucleolus,nucleus,plasma membrane,protein binding,protein kinase binding,protein methylation,regulation of chaperone-mediated autophagy,regulation of transcription, DNA-templated,ruffle membrane,secretory granule lumen,tRNA binding,transcription, DNA-templated,translation elongation factor activity,translational elongationDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Stomach Diseases;Stomach NeoplasmsGuanosine-5'-DiphosphateA=0, G=60 A=0.0, G=1.0 0.00001 903.515 60 A=0/0, G=15/45

chr6:74228049 G/G A G SNV

EEF1A1,SNO

RD141A,SN

ORD141B EEF1A1:intronic:NM_001402.5, SNORD141B:intronic_nc:NR_132981.1, SNORD141A:intronic_nc:NR_132980.11

100

intronic NM_001402.5, NR_132980.1, NR_132981.1c.1029+28T>Cp.? -1.11 Elongation factor Tu C-terminal domain,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2rs1874230 0.3217 YES 4.43E-1 (pos.74228049) Eukaryotic translation elongation factor-1, alpha-1GTP binding,GTPase activity,RNA binding,cellular response to epidermal growth factor stimulus,cortical actin cytoskeleton,cytoplasm,cytoplasmic side of lysosomal membrane,cytosol,eukaryotic translation elongation factor 1 complex,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule lumen,membrane,myelin sheath,neutrophil degranulation,nucleolus,nucleus,plasma membrane,protein binding,protein kinase binding,protein methylation,regulation of chaperone-mediated autophagy,regulation of transcription, DNA-templated,ruffle membrane,secretory granule lumen,tRNA binding,transcription, DNA-templated,translation elongation factor activity,translational elongationDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Stomach Diseases;Stomach NeoplasmsGuanosine-5'-DiphosphateA=0, G=189 A=0.0, G=1.0 0.00001 3169.99 189 A=0/0, G=103/86

chr6:74490344 C/C A C SNV CD109 CD109:intronic:NM_133493.4 1 100 intronic NM_133493.4c.1902+123A>Cp.? 0.22 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domainrs9293941 YES CD109 antigenC-terminal protein lipidation,anchored component of membrane,cell surface,extracellular region,extracellular space,hair follicle development,negative regulation of endopeptidase activity,negative regulation of keratinocyte proliferation,negative regulation of protein phosphorylation,negative regulation of transforming growth factor beta receptor signaling pathway,negative regulation of wound healing,osteoclast fusion,plasma membrane,platelet alpha granule membrane,platelet degranulation,regulation of keratinocyte differentiation,serine-type endopeptidase inhibitor activity,transforming growth factor beta bindingBreast Diseases;Breast Neoplasms;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Diseases;Skin and Connective Tissue DiseasesA=0, C=25 A=0.0, C=1.0 0.00001 353.019 25 A=0/0, C=6/19

chr1:152085505 C/C A C SNV TCHH TCHH:exonic:NM_007113.3 1 100 3 missense NM_007113.3c.188T>G p.Leu63Arg 0.55 102 0.197 S-100/ICaBP type calcium binding domainrs2515663 2.00E-04 1.0;0.0 (pos.152085505) Trichohyalin biological_process,calcium ion binding,cornification,cornified envelope,cytoskeleton,cytosol,transition metal ion bindingA=0, C=48 A=0.0, C=1.0 0.00001 810.432 48 A=0/0, C=32/16

chr6:74495257 G/G A G SNV CD109 CD109:intronic:NM_133493.4 1 100 intronic NM_133493.4c.2337+57A>Gp.? -3.33 A-macroglobulin complement component,A-macroglobulin receptor,Alpha-2-macroglobulin family,Alpha-2-macroglobulin family N-terminal region,Alpha-macro-globulin thiol-ester bond-forming region,MG2 domainrs6453700 YES CD109 antigenC-terminal protein lipidation,anchored component of membrane,cell surface,extracellular region,extracellular space,hair follicle development,negative regulation of endopeptidase activity,negative regulation of keratinocyte proliferation,negative regulation of protein phosphorylation,negative regulation of transforming growth factor beta receptor signaling pathway,negative regulation of wound healing,osteoclast fusion,plasma membrane,platelet alpha granule membrane,platelet degranulation,regulation of keratinocyte differentiation,serine-type endopeptidase inhibitor activity,transforming growth factor beta bindingBreast Diseases;Breast Neoplasms;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal Diseases;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=11/12

chr11:67814979 C/C G C SNV TCIRG1 TCIRG1:exonic:NM_006019.3 1 100 11 synonymous NM_006019.3c.1245G>C p.(=) 0.47 V-type ATPase 116kDa subunit familyrs2471829 5.00E-04 1.0 (pos.67814979) T-cell immune regulator 1ATP hydrolysis coupled proton transport,ATP synthesis coupled proton transport,ATPase binding,apical plasma membrane,cellular defense response,endosome membrane,ficolin-1-rich granule membrane,hydrogen ion transmembrane transporter activity,insulin receptor signaling pathway,integral component of plasma membrane,ion transmembrane transport,lysosomal membrane,macroautophagy,mitochondrion,neutrophil degranulation,phagocytic vesicle membrane,phagosome acidification,plasma membrane,positive regulation of cell proliferation,protein catabolic process in the vacuole,proton transport,proton-transporting ATPase activity, rotational mechanism,proton-transporting V-type ATPase, V0 domain,transferrin transport,transporter activity,vacuolar acidification,vacuolar proton-transporting V-type ATPase complex,vacuolar proton-transporting V-type ATPase complex assembly,vacuolar proton-transporting V-type ATPase, V0 domainAgranulocytosis;Bone Diseases;Bone Diseases, Developmental;Hematologic Diseases;Hemic and Lymphatic Diseases;Leukocyte Disorders;Leukopenia;Musculoskeletal Diseases;Neutropenia;Osteochondrodysplasias;Osteopetrosis;OsteosclerosisBenign G=0, C=49 G=0.0, C=1.0 0.00001 831.633 49 G=0/0, C=22/27

chr6:7558318 C/C T C SNV DSP DSP:intronic:NM_004415.3 1 100 intronic NM_004415.3c.274-31T>Cp.? 0.06 Plectin repeatrs10484326 0.2349 YES 4.521E-2 (pos.7558318) DesmoplakinRNA binding,adherens junction organization,basolateral plasma membrane,bundle of His cell-Purkinje myocyte adhesion involved in cell communication,cell adhesion molecule binding,cell adhesive protein binding involved in bundle of His cell-Purkinje myocyte communication,cornification,cornified envelope,desmosome,desmosome organization,epidermis development,extracellular exosome,extracellular matrix,fascia adherens,ficolin-1-rich granule membrane,intercalated disc,intermediate filament,intermediate filament organization,keratinization,keratinocyte differentiation,neutrophil degranulation,nucleus,peptide cross-linking,plasma membrane,protein binding,protein binding, bridging,protein kinase C binding,protein localization to adherens junction,regulation of heart rate by cardiac conduction,regulation of ventricular cardiac muscle cell action potential,scaffold protein binding,structural constituent of cytoskeleton,structural molecule activity,ventricular compact myocardium morphogenesis,wound healingACMG Recommendations...;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Autoimmune Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Death, Sudden, Cardiac;Epidermolysis Bullosa;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hair Diseases;Heart Arrest;Heart Defects, Congenital;Heart Diseases;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Immune System Diseases;Keratoderma, Palmoplantar;Keratosis;Kidney Diseases;Long QT Syndrome;Lung Diseases;Lung Diseases, Interstitial;Male Urogenital Diseases;Nephritis;Pulmonary Fibrosis;Respiratory Tract Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Urologic Diseases;Ventricular FibrillationBenign T=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=12/10

chr6:7578819 G/G T G SNV DSP DSP:intronic:NM_004415.3 1 100 intronic NM_004415.3c.3084+24T>Gp.? -0.04 Plectin repeatrs2806229 0.1977 YES 8.035E-1 (pos.7578819) DesmoplakinRNA binding,adherens junction organization,basolateral plasma membrane,bundle of His cell-Purkinje myocyte adhesion involved in cell communication,cell adhesion molecule binding,cell adhesive protein binding involved in bundle of His cell-Purkinje myocyte communication,cornification,cornified envelope,desmosome,desmosome organization,epidermis development,extracellular exosome,extracellular matrix,fascia adherens,ficolin-1-rich granule membrane,intercalated disc,intermediate filament,intermediate filament organization,keratinization,keratinocyte differentiation,neutrophil degranulation,nucleus,peptide cross-linking,plasma membrane,protein binding,protein binding, bridging,protein kinase C binding,protein localization to adherens junction,regulation of heart rate by cardiac conduction,regulation of ventricular cardiac muscle cell action potential,scaffold protein binding,structural constituent of cytoskeleton,structural molecule activity,ventricular compact myocardium morphogenesis,wound healingACMG Recommendations...;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Autoimmune Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Death, Sudden, Cardiac;Epidermolysis Bullosa;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hair Diseases;Heart Arrest;Heart Defects, Congenital;Heart Diseases;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Immune System Diseases;Keratoderma, Palmoplantar;Keratosis;Kidney Diseases;Long QT Syndrome;Lung Diseases;Lung Diseases, Interstitial;Male Urogenital Diseases;Nephritis;Pulmonary Fibrosis;Respiratory Tract Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Urologic Diseases;Ventricular FibrillationBenign T=0, G=31 T=0.0, G=1.0 0.00001 465.751 31 T=0/0, G=11/20

chr6:7578823 A/A G A SNV DSP DSP:intronic:NM_004415.3 1 100 intronic NM_004415.3c.3084+28G>Ap.? 0.77 Plectin repeatrs2842691 0.197 YES 8.037E-1 (pos.7578823) DesmoplakinRNA binding,adherens junction organization,basolateral plasma membrane,bundle of His cell-Purkinje myocyte adhesion involved in cell communication,cell adhesion molecule binding,cell adhesive protein binding involved in bundle of His cell-Purkinje myocyte communication,cornification,cornified envelope,desmosome,desmosome organization,epidermis development,extracellular exosome,extracellular matrix,fascia adherens,ficolin-1-rich granule membrane,intercalated disc,intermediate filament,intermediate filament organization,keratinization,keratinocyte differentiation,neutrophil degranulation,nucleus,peptide cross-linking,plasma membrane,protein binding,protein binding, bridging,protein kinase C binding,protein localization to adherens junction,regulation of heart rate by cardiac conduction,regulation of ventricular cardiac muscle cell action potential,scaffold protein binding,structural constituent of cytoskeleton,structural molecule activity,ventricular compact myocardium morphogenesis,wound healingACMG Recommendations...;Arrhythmias, Cardiac;Arrhythmogenic Right Ventricular Dysplasia;Autoimmune Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Death, Sudden, Cardiac;Epidermolysis Bullosa;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Hair Diseases;Heart Arrest;Heart Defects, Congenital;Heart Diseases;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Immune System Diseases;Keratoderma, Palmoplantar;Keratosis;Kidney Diseases;Long QT Syndrome;Lung Diseases;Lung Diseases, Interstitial;Male Urogenital Diseases;Nephritis;Pulmonary Fibrosis;Respiratory Tract Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Urologic Diseases;Ventricular FibrillationBenign G=0, A=31 G=0.0, A=1.0 0.00001 465.819 31 G=0/0, A=11/20

chr6:167592524 C/C T C SNV TCP10L2 TCP10L2:exonic:NM_001145121.1 1 100 6 missense NM_001145121.1c.683T>C p.Leu228Pro 0.09 0.2 98 0 0.01(COSM3928224),0.01(COSM3928225)rs2989545 YES 5.386E-1 (pos.167592524)acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinoma,glioma,neoplasm,squamous_cell_carcinomaT=0, C=54 T=0.0, C=1.0 0.00001 798.137 54 T=0/0, C=41/13

chr6:167592576 A/A G A SNV TCP10L2 TCP10L2:exonic:NM_001145121.1 1 100 6 synonymous NM_001145121.1c.735G>A p.(=) -0.47 rs60976240 YES 5.44E-1 (pos.167592576) G=0, A=60 G=0.0, A=1.0 0.00001 903.502 60 G=0/0, A=43/17

chr6:35088381 G/G C G SNV TCP11 TCP11:exonic:NM_001093728.2 1 100 7 missense NM_001093728.2c.797G>C p.Gly266Ala 1.46 0.64 60 0 T-complex protein 11rs2234045 0.1552 YES 9.79E-2 (pos.35088381) T-complex homolog tcp-11acrosomal vesicle,cell differentiation,integral component of membrane,multicellular organism development,protein binding,protein kinase A signaling,regulation of cAMP-mediated signaling,regulation of sperm capacitation,sperm flagellum,sperm midpiece,spermatogenesisC=0, G=97 C=0.0, G=1.0 0.00001 1626.01 97 C=0/0, G=39/58

chr6:7590653 G/G A G SNV SNRNP48 SNRNP48:intronic:NM_152551.3 1 100 intronic NM_152551.3c.156+7A>Gp.? -0.02 U11-48K-like CHHC zinc fingerrs2744384 0.3955 YES 3.273E-1 (pos.7590653) RNA splicing,U12-type spliceosomal complex,cytosol,mRNA splicing, via spliceosome,metal ion binding,nucleoplasmA=0, G=43 A=0.0, G=1.0 0.00001 705.574 43 A=0/0, G=14/29

chr6:75968720 A/A G A SNV TMEM30A TMEM30A:intronic:NM_018247.3 1 100 intronic NM_018247.3c.686-18C>Tp.? 0.09 LEM3 (ligand-effect modulator 3) family / CDC50 familyrs147523 0.0495 YES 9.796E-1 (pos.75968720) Transmembrane protein 30AGolgi apparatus,aminophospholipid transport,aminophospholipid transporter activity,apical plasma membrane,azurophil granule membrane,drug transmembrane transport,endoplasmic reticulum,integral component of membrane,membrane,neutrophil degranulation,phospholipid translocation,phospholipid transport,plasma membrane,positive regulation of neuron projection development,positive regulation of protein exit from endoplasmic reticulum,protein binding,protein localization to endosome,specific granule membrane,transport vesicle membraneAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, A=136 G=0.0, A=1.0 0.00001 2244.01 136 G=0/0, A=83/53

chr12:111080137 A/A AG A INDEL TCTN1 TCTN1:exonic:NM_001082538.2 1 100 11 frameshiftDeletion NM_001082538.2c.1279delGp.Val427fs 2.33, 0.8 Protein of unknown function (DUF1619)rs754890276 0.0 (pos.111080137) MKS complex,central nervous system interneuron axonogenesis,ciliary basal body-plasma membrane docking,cilium assembly,cytoskeleton,cytosol,dorsal/ventral neural tube patterning,extracellular space,in utero embryonic development,membrane,neural tube formation,protein localization to ciliary transition zone,regulation of smoothened signaling pathway,somatic motor neuron differentiation,telencephalon developmentAbnormalities, Multiple;Brain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Drug-Induced Liver Injury;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Diseases, Cystic;Liver Diseases;Male Urogenital Diseases;Nervous System Diseases;Urologic DiseasesAG=0, A=21 AG=0.0, A=1.0 0.00001 222.849 21 AG=0/0, A=8/13

chr6:76022090 C/C G C SNV FILIP1 FILIP1:intronic:NM_015687.4 1 100 intronic NM_015687.4c.3435+23C>Gp.? 0.38 Cortactin-binding protein-2rs9343281 0.2998 YES 5.486E-1 (pos.76022090) actin cytoskeleton,cytoplasm,nucleolus,plasma membraneDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsG=0, C=37 G=0.0, C=1.0 0.00001 583.7 37 G=0/0, C=16/21

chr10:97444321 C/T C T SNV TCTN3 TCTN3:exonic:NM_015631.5 1 50 9 missense NM_015631.5c.1030G>A p.Gly344Arg -0.06 0.15 125 0.006 Protein of unknown function (DUF1619)rs141088838 0.0062 2.313E-4 (pos.97444321) Tectonic family, member 3apoptotic process,ciliary basal body-plasma membrane docking,ciliary membrane,cilium assembly,extracellular exosome,integral component of membrane,nucleus,positive regulation of apoptotic process,smoothened signaling pathwayAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Genetic Diseases, Inborn;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Orofaciodigital Syndromes;Sex Chromosome DisordersBenign/Likely benignC=64, T=64 C=0.5, T=0.5 0.00001 684.057 128 C=41/23, T=29/35

chr6:76607983 T/A T A SNV MYO6 MYO6:intronic:NM_004999.3 1 50 intronic NM_004999.3c.3138-107T>Ap.? -1.68 IQ calmodulin-binding motif,Myosin VI cargo binding domain,Myosin head (motor domain)rs720862 YES Myosin VI ADP binding,ATP binding,DNA damage response, signal transduction by p53 class mediator,DNA-directed RNA polymerase II, holoenzyme,Golgi apparatus,actin binding,actin filament binding,actin filament-based movement,apical part of cell,cadherin binding,calmodulin binding,cell cortex,clathrin-coated endocytic vesicle,clathrin-coated pit,clathrin-coated vesicle membrane,cytoplasm,cytoplasmic vesicle,cytosol,endocytic vesicle,endocytosis,extracellular exosome,filamentous actin,identical protein binding,intracellular protein transport,lysosomal membrane,membrane,microvillus,minus-end directed microfilament motor activity,motor activity,myosin complex,nuclear membrane,nucleoplasm,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of secretion,response to drug,ruffle,ruffle membrane,sensory perception of sound,unconventional myosin complexAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Ear Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Diseases;Heart Valve Diseases;Hypertension;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Prostatic Diseases;Prostatic Neoplasms;Sensation Disorders;Substance-Related Disorders;Urogenital Neoplasms;Vascular DiseasesT=15, A=15 T=0.5, A=0.5 0.00001 145.021 30 T=10/5, A=7/8

chr6:76735065 G/G A G SNV IMPG1 IMPG1:intronic:NM_001563.3 1 100 intronic NM_001563.3c.498-90T>Cp.? -0.15 SEA domain rs1341568 YES Interphotoreceptor matrix proteoglycan-1extracellular matrix structural constituent,proteinaceous extracellular matrix,visual perceptionA=0, G=43 A=0.0, G=1.0 0.00001 705.844 43 A=0/0, G=16/27

chr6:79577644 C/C A C SNV IRAK1BP1 IRAK1BP1:intronic:NM_001010844.3 1 100 intronic NM_001010844.3c.315+36A>Cp.? -2.19 Protein of unknown function (DUF541)rs9350789 0.0983 YES 8.849E-1;0.0 (pos.79577644) Interleukin 1 receptor-associated kinase 1-binding protein 1I-kappaB kinase/NF-kappaB signaling,cytoplasm,immune response,intracellular,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Dry Eye Syndromes;Eye Diseases;Immune System Diseases;Joint Diseases;Lacrimal Apparatus Diseases;Mouth Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Salivary Gland Diseases;Sjogren's Syndrome;Skin and Connective Tissue Diseases;Stomatognathic Diseases;XerostomiaA=0, C=39 A=0.0, C=1.0 0.00001 623.89 39 A=0/0, C=17/22

chr1:154516571 C/C T C SNV TDRD10 TDRD10:exonic:NM_001098475.1 1 100 9 synonymous NM_001098475.1c.636T>C p.(=) 0.23 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain),Tudor domainrs6678164 8.00E-04 YES 1.0 (pos.154516571) RNA binding T=0, C=47 T=0.0, C=1.0 0.00001 789.327 47 T=0/0, C=5/42

chr6:79713612 T/G T G SNV PHIP PHIP:intronic:NM_017934.6 1 45.45 intronic NM_017934.6c.1525-37A>Cp.? 0.41 Bromodomain,WD domain, G-beta repeatrs73464147 2.00E-04 0.0 (pos.79713612) Pleckstrin homology domain-interacting proteincytoskeleton organization,extracellular exosome,insulin receptor binding,insulin receptor signaling pathway,lysine-acetylated histone binding,negative regulation of apoptotic process,negative regulation of extrinsic apoptotic signaling pathway,nucleus,positive regulation of cell proliferation,positive regulation of insulin-like growth factor receptor signaling pathway,positive regulation of mitotic nuclear division,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of cell morphogenesis,regulation of cell shape,regulation of protein phosphorylationArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Dry Eye Syndromes;Eye Diseases;Immune System Diseases;Joint Diseases;Lacrimal Apparatus Diseases;Mouth Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Salivary Gland Diseases;Sjogren's Syndrome;Skin and Connective Tissue Diseases;Stomatognathic Diseases;XerostomiaT=12, G=10 T=0.5455, G=0.4545 0.00001 81.7625 22 T=3/9, G=6/4

chr9:100190780 G/G A G SNV TDRD7 TDRD7:exonic:NM_014290.2 1 100 2 synonymous NM_014290.2c.33A>G p.(=) -1.64 0.02(COSM3982624)OST-HTH/LOTUS domain,Tudor domainrs1381532 0.4756 YES 5.583E-1 (pos.100190780)acute_myeloid_leukaemiaTudor domain-containing protein 7chromatoid body,cytoplasm,lens fiber cell differentiation,lens morphogenesis in camera-type eye,mRNA binding,mitochondrial matrix,posttranscriptional regulation of gene expression,protein N-terminus binding,protein binding,ribonucleoprotein granule,spermatogenesisCataract;Eye Diseases;Genital Diseases, Male;Glaucoma;Infertility;Infertility, Male;Influenza, Human;Lens Diseases;Male Urogenital Diseases;Ocular Hypertension;Respiratory Tract Diseases;Respiratory Tract InfectionsBenign A=0, G=75 A=0.0, G=1.0 0.00001 1189.49 75 A=0/0, G=24/51

chr6:8016089 T/T C T SNV

BLOC1S5,BL

OC1S5-

TXNDC5,EEF

1E1-

BLOC1S5 EEF1E1-BLOC1S5:intronic_nc:NR_037618.1, BLOC1S5:intronic:NM_001199322.1, BLOC1S5-TXNDC5:intronic_nc:NR_037616.11

100

intronic NR_037616.1, NM_001199322.1, NR_037618.1c.193-28G>Ap.? -0.63 rs2057185 0.2042 YES 9.607E-1 (pos.8016089) Biogenesis of lysosome-related organelles complex 1, subunit 5BLOC-1 complex,anterograde axonal transport,anterograde synaptic vesicle transport,axon cytoplasm,endosome to melanosome transport,intracellular membrane-bounded organelle,melanosome organization,melanosome transport,neuron projection development,positive regulation of pigment cell differentiation,protein binding,transport vesicleC=0, T=35 C=0.0, T=1.0 0.00001 543.9 35 C=0/0, T=8/27

chr9:100194406 C/C T C SNV TDRD7 TDRD7:exonic:NM_014290.2 1 100 4 missense NM_014290.2c.449T>C p.Val150Ala 0 0.58 64 0.01 0.13(COSM150645)OST-HTH/LOTUS domain,Tudor domainrs2045732 0.4753 YES 5.579E-1 (pos.100194406)acute_myeloid_leukaemia,adenocarcinomaTudor domain-containing protein 7chromatoid body,cytoplasm,lens fiber cell differentiation,lens morphogenesis in camera-type eye,mRNA binding,mitochondrial matrix,posttranscriptional regulation of gene expression,protein N-terminus binding,protein binding,ribonucleoprotein granule,spermatogenesisCataract;Eye Diseases;Genital Diseases, Male;Glaucoma;Infertility;Infertility, Male;Influenza, Human;Lens Diseases;Male Urogenital Diseases;Ocular Hypertension;Respiratory Tract Diseases;Respiratory Tract InfectionsBenign T=0, C=50 T=0.0, C=1.0 0.00001 852.747 50 T=0/0, C=22/28



chr7:97873994 G/A G A SNV TECPR1 TECPR1:exonic:NM_015395.2 1 50 5 synonymous NM_015395.2c.420C>T p.(=) -2.1 0.03(COSM453636)Integral peroxisomal membrane peroxin,Propellerrs1874344 0.2371 YES 4.808E-1 (pos.97873994) adenocarcinoma,carcinoma,neoplasmTectonin beta-propeller repeat-containing 1autophagosome maturation,autophagosome membrane,autophagy,cytoplasmic vesicle,integral component of membrane,intracellular membrane-bounded organelle,lysosomal membrane,nucleoplasm,phosphatidylinositol-3-phosphate binding,protein bindingG=39, A=39 G=0.5, A=0.5 0.00001 408.121 78 G=11/28, A=24/15

chr6:8026577 T/C T C SNV

BLOC1S5,BL

OC1S5-

TXNDC5,EEF

1E1-

BLOC1S5 EEF1E1-BLOC1S5:intronic_nc:NR_037618.1, BLOC1S5:intronic:NM_001199322.1, BLOC1S5-TXNDC5:intronic_nc:NR_037616.11

57.14

intronic NR_037616.1, NM_001199322.1, NR_037618.1c.192+23A>Gp.? 0 rs9328452 0.373 YES 9.371E-1 (pos.8026577) Biogenesis of lysosome-related organelles complex 1, subunit 5BLOC-1 complex,anterograde axonal transport,anterograde synaptic vesicle transport,axon cytoplasm,endosome to melanosome transport,intracellular membrane-bounded organelle,melanosome organization,melanosome transport,neuron projection development,positive regulation of pigment cell differentiation,protein binding,transport vesicleT=36, C=48 T=0.4286, C=0.5714 0.00001 549.544 84 T=13/23, C=30/18

chr6:80580038 G/G T G SNV 1 100 intronic -0.49 rs9361569 1.0 (pos.80580038) T=0, G=22 T=0.0, G=1.0 0.00001 298.892 22 T=0/0, G=7/15

chr6:80721045 A/G A G SNV TTK TTK:intronic:NM_003318.4 1 47.62 intronic NM_003318.4c.614-106A>Gp.? -0.92 Kinase-like,Protein kinase domain,Protein tyrosine kinasers239558,rs386703044 YES TTK protein kinaseATP binding,chromosome separation,cytoplasm,female meiosis chromosome segregation,kinetochore,meiotic spindle assembly checkpoint,membrane,mitotic cell cycle checkpoint,mitotic spindle assembly checkpoint,mitotic spindle organization,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,peptidyl-tyrosine phosphorylation,positive regulation of cell proliferation,positive regulation of pathway-restricted SMAD protein phosphorylation,protein autophosphorylation,protein binding,protein homodimerization activity,protein localization to kinetochore,protein localization to meiotic spindle midzone,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine/tyrosine kinase activity,protein tyrosine kinase activity,spindle,spindle organizationAdnexal Diseases;Autoimmune Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Nephritis;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Urologic Diseases2,6-Dihydroanthra/1,9-Cd/Pyrazol-6-OneA=11, G=10 A=0.5238, G=0.4762 0.00001 82.2778 21 A=7/4, G=6/4

chr6:80724156 T/C T C SNV TTK TTK:intronic:NM_003318.4 1 45.45 intronic NM_003318.4c.985-24T>Cp.? 1.6 Kinase-like,Protein kinase domain,Protein tyrosine kinasers2295840,rs760777675 0.3277 YES 0.0 (pos.80724153),6.3E-1 (pos.80724156)TTK protein kinaseATP binding,chromosome separation,cytoplasm,female meiosis chromosome segregation,kinetochore,meiotic spindle assembly checkpoint,membrane,mitotic cell cycle checkpoint,mitotic spindle assembly checkpoint,mitotic spindle organization,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,peptidyl-tyrosine phosphorylation,positive regulation of cell proliferation,positive regulation of pathway-restricted SMAD protein phosphorylation,protein autophosphorylation,protein binding,protein homodimerization activity,protein localization to kinetochore,protein localization to meiotic spindle midzone,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine/tyrosine kinase activity,protein tyrosine kinase activity,spindle,spindle organizationAdnexal Diseases;Autoimmune Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Nephritis;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Urologic Diseases2,6-Dihydroanthra/1,9-Cd/Pyrazol-6-OneT=12, C=10 T=0.5455, C=0.4545 0.00001 81.7626 22 T=9/3, C=2/8

chr6:80745306 C/T C T SNV TTK TTK:intronic:NM_003318.4 1 57.14 intronic NM_003318.4c.1924+172C>Tp.? -0.12 Kinase-like,Protein kinase domain,Protein tyrosine kinasers642745 YES TTK protein kinaseATP binding,chromosome separation,cytoplasm,female meiosis chromosome segregation,kinetochore,meiotic spindle assembly checkpoint,membrane,mitotic cell cycle checkpoint,mitotic spindle assembly checkpoint,mitotic spindle organization,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,peptidyl-tyrosine phosphorylation,positive regulation of cell proliferation,positive regulation of pathway-restricted SMAD protein phosphorylation,protein autophosphorylation,protein binding,protein homodimerization activity,protein localization to kinetochore,protein localization to meiotic spindle midzone,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine/tyrosine kinase activity,protein tyrosine kinase activity,spindle,spindle organizationAdnexal Diseases;Autoimmune Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Glomerulonephritis;Glomerulonephritis, IGA;Gonadal Disorders;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Nephritis;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Urologic Diseases2,6-Dihydroanthra/1,9-Cd/Pyrazol-6-OneC=9, T=12 C=0.4286, T=0.5714 0.00001 109.097 21 C=5/4, T=4/8

chr14:102901201 G/G A G SNV TECPR2 TECPR2:exonic:NM_014844.4 1 100 9 missense NM_014844.4c.2047A>G p.Ile683Val -0.84 0.77 29 0 0.03(COSM3999163)Propeller,WD domain, G-beta repeatrs10149146 0.3379 YES 1.195E-1 (pos.102901201)acute_myeloid_leukaemia,carcinoma,neoplasm,squamous_cell_carcinomaTectonin beta-propeller repeat-containing protein 2autophagy,protein bindingBrain Diseases;Central Nervous System Diseases;Chorioretinitis;Choroid Diseases;Choroiditis;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neuroaxonal Dystrophies;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Panuveitis;Paraparesis;Paraparesis, Spastic;Paresis;Peripheral Nervous System Diseases;Polyneuropathies;Retinal Diseases;Retinitis;Spastic Paraplegia, Hereditary;Uveal Diseases;Uveitis;Uveitis, PosteriorBenign A=0, G=61 A=0.0, G=1.0 0.00001 921.799 61 A=0/0, G=32/29

chr11:120996292 G/G A G SNV TECTA TECTA:exonic:NM_005422.2 1 100 7 synonymous NM_005422.2c.1485A>G p.(=) -8.63 0.01(COSM4145408)C8 domain,Nidogen-like,TILa domain,Trypsin Inhibitor like cysteine rich domain,Zona pellucida-like domain,von Willebrand factor type D domainrs536069 0.3064 YES 6.779E-1 (pos.120996292)neoplasm Tectorin, alphaC-terminal protein lipidation,anchored component of membrane,cell-matrix adhesion,extracellular exosome,extracellular matrix structural constituent,extracellular region,plasma membrane,proteinaceous extracellular matrix,sensory perception of soundEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersBenign A=0, G=40 A=0.0, G=1.0 0.00001 644.286 40 A=0/0, G=15/25

chr6:83754094 C/C T C SNV UBE3D UBE3D:intronic:NM_198920.2 1 100 intronic NM_198920.2c.597+53A>Gp.? -0.74 HECT-like Ubiquitin-conjugating enzyme (E2)-bindingrs4455637 YES cyclin binding,cytoplasm,protein autoubiquitination,protein monoubiquitination,protein polyubiquitination,ubiquitin ligase complex,ubiquitin protein ligase activity,ubiquitin-like protein conjugating enzyme bindingT=0, C=26 T=0.0, C=1.0 0.00001 371.419 26 T=0/0, C=15/11

chr11:121000784 C/C T C SNV TECTA TECTA:exonic:NM_005422.2 1 100 9 synonymous NM_005422.2c.2805T>C p.(=) 3.87 0.09(COSM4145410)C8 domain,Nidogen-like,TILa domain,Trypsin Inhibitor like cysteine rich domain,Zona pellucida-like domain,von Willebrand factor type D domainrs586473 0.3096 YES 6.799E-1 (pos.121000784)neoplasm Tectorin, alphaC-terminal protein lipidation,anchored component of membrane,cell-matrix adhesion,extracellular exosome,extracellular matrix structural constituent,extracellular region,plasma membrane,proteinaceous extracellular matrix,sensory perception of soundEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersBenign T=0, C=21 T=0.0, C=1.0 0.00001 279.648 21 T=0/0, C=10/11

chr11:121032978 A/A G A SNV TECTA TECTA:exonic:NM_005422.2 1 100 15 missense NM_005422.2c.5171G>A p.Ser1724Asn 5.9 46 0 C8 domain,Nidogen-like,TILa domain,Trypsin Inhibitor like cysteine rich domain,Zona pellucida-like domain,von Willebrand factor type D domainrs526433 0.0107 1.0 (pos.121032978) Tectorin, alphaC-terminal protein lipidation,anchored component of membrane,cell-matrix adhesion,extracellular exosome,extracellular matrix structural constituent,extracellular region,plasma membrane,proteinaceous extracellular matrix,sensory perception of soundEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersBenign G=0, A=45 G=0.0, A=1.0 0.00001 747.393 45 G=0/0, A=33/12

chr6:86199329 C/C G C SNV NT5E NT5E:intronic:NM_002526.3 1 100 intronic NM_002526.3c.1210+12G>Cp.? -1.13 5'-nucleotidase, C-terminal domain,Calcineurin-like phosphoesterasers9450284 0.4172 YES 5.473E-1;0.0 (pos.86199329) 5' nucleotidase, ecto (CD73)5'-nucleotidase activity,AMP catabolic process,DNA metabolic process,NAD metabolic process,adenosine biosynthetic process,anchored component of membrane,cell surface,cytosol,dephosphorylation,extracellular exosome,hydrolase activity,hydrolase activity, acting on ester bonds,leukocyte cell-cell adhesion,membrane,metal ion binding,negative regulation of inflammatory response,nucleotide binding,nucleotide catabolic process,plasma membrane,purine nucleotide catabolic process,pyrimidine nucleoside catabolic processCalcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Joint Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Metabolic Diseases;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Stomach Diseases;Stomach Neoplasms;Vascular DiseasesCytarabine,PentoxifyllineG=0, C=30 G=0.0, C=1.0 0.00001 446.633 30 G=0/0, C=21/9

chr6:86248460 C/C T C SNV SNX14 SNX14:intronic:NM_153816.5 1 100 intronic NM_153816.5c.1475+96A>Gp.? 2.01 PX domain,PXA domain,Regulator of G protein signaling domain,Sorting nexin C terminalrs9294337 YES Sorting nexin 14autophagosome maturation,dendrite,integral component of membrane,late endosome,late endosome membrane,lysosomal membrane,lysosome,phosphatidylinositol binding,phosphatidylinositol-3,5-bisphosphate binding,protein transportAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Dyskinesias;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsT=0, C=101 T=0.0, C=1.0 0.00001 1578.92 101 T=0/0, C=51/50

chr6:88228524 G/A G A SNV RARS2 RARS2:intronic:NM_020320.4 1 47.62 intronic NM_020320.4c.1305+18C>Tp.? 0.28 DALR anticodon binding domain,tRNA synthetases class I (R)rs3734908 0.0469 YES 1.902E-2 (pos.88228524) Arginyl-tRNA synthetase 2ATP binding,RNA binding,arginine-tRNA ligase activity,arginyl-tRNA aminoacylation,cytoplasm,ligase activity,mitochondrial matrix,mitochondrial translation,mitochondrion,tRNA aminoacylation for protein translationAutonomic Nervous System Diseases;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Movement Disorders;Multiple System Atrophy;Nervous System Diseases;Neurodegenerative Diseases;Olivopontocerebellar Atrophies;Primary Dysautonomias;Spinal Cord Diseases;Spinocerebellar DegenerationsBenign G=11, A=10 G=0.5238, A=0.4762 0.00001 82.29 21 G=6/5, A=5/5

chr9:27183463 C/C A C SNV TEK TEK:exonic:NM_000459.4 1 100 8 missense NM_000459.4c.1037A>C p.Gln346Pro 1.09 1 76 0 Fibronectin type III domain,Human growth factor-like EGF,Protein kinase domain,Protein tyrosine kinase,Tie-2 Ig-like domain 1rs682632 0.038 YES 9.999E-1;0.0 (pos.27183463) TEK tyrosine kinase, endothelialATP binding,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Tie signaling pathway,actin filament,angiogenesis,apical plasma membrane,basal plasma membrane,basolateral plasma membrane,cell surface,cell-cell junction,cell-cell signaling,cytoplasm,definitive hemopoiesis,endochondral ossification,endothelial cell proliferation,extracellular region,focal adhesion,glomerulus vasculature development,growth factor binding,heart development,heart trabecula formation,integral component of plasma membrane,leukocyte migration,membrane raft,microtubule organizing center,microvillus,negative regulation of angiogenesis,negative regulation of apoptotic process,negative regulation of endothelial cell apoptotic process,negative regulation of inflammatory response,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positive regulation of actin cytoskeleton reorganization,positive regulation of angiogenesis,positive regulation of endothelial cell migration,positive regulatioArteriovenous Malformations;Brain Diseases;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Epilepsies, Partial;Epilepsy;Epilepsy, Temporal Lobe;Heart Diseases;Hemangiosarcoma;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Experimental;Neoplasms, Vascular Tissue;Nervous System Diseases;Sarcoma;Vascular Diseases;Vascular MalformationsAmpicillin,N-{4-METHYL-3-(3-PYRIMIDIN-4-YLPYRIDIN-2-YL)AMINOPHENYL}-3-(TRIFLUOROMETHYL)BENZAMIDE,Ponatinib,Regorafenib,VandetanibA=0, C=25 A=0.0, C=1.0 0.00001 353.017 25 A=0/0, C=15/10

chr9:27205021 G/A G A SNV TEK TEK:exonic:NM_000459.4 1 51.92 14 synonymous NM_000459.4c.2322G>A p.(=) 1.35 Fibronectin type III domain,Human growth factor-like EGF,Protein kinase domain,Protein tyrosine kinase,Tie-2 Ig-like domain 1rs542913 0.2585 YES 1.213E-1 (pos.27205021) TEK tyrosine kinase, endothelialATP binding,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Tie signaling pathway,actin filament,angiogenesis,apical plasma membrane,basal plasma membrane,basolateral plasma membrane,cell surface,cell-cell junction,cell-cell signaling,cytoplasm,definitive hemopoiesis,endochondral ossification,endothelial cell proliferation,extracellular region,focal adhesion,glomerulus vasculature development,growth factor binding,heart development,heart trabecula formation,integral component of plasma membrane,leukocyte migration,membrane raft,microtubule organizing center,microvillus,negative regulation of angiogenesis,negative regulation of apoptotic process,negative regulation of endothelial cell apoptotic process,negative regulation of inflammatory response,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positive regulation of actin cytoskeleton reorganization,positive regulation of angiogenesis,positive regulation of endothelial cell migration,positive regulatioArteriovenous Malformations;Brain Diseases;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Epilepsies, Partial;Epilepsy;Epilepsy, Temporal Lobe;Heart Diseases;Hemangiosarcoma;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Experimental;Neoplasms, Vascular Tissue;Nervous System Diseases;Sarcoma;Vascular Diseases;Vascular MalformationsAmpicillin,N-{4-METHYL-3-(3-PYRIMIDIN-4-YLPYRIDIN-2-YL)AMINOPHENYL}-3-(TRIFLUOROMETHYL)BENZAMIDE,Ponatinib,Regorafenib,VandetanibBenign G=25, A=27 G=0.4808, A=0.5192 0.00001 270.394 52 G=10/15, A=17/10

chr17:15215660 C/C T C SNV TEKT3 TEKT3:exonic:NM_031898.2 1 100 7 synonymous NM_031898.2c.1017A>G p.(=) 0.62 0.27(COSM3755268)Tektin family rs2286516 0.2586 YES 2.523E-1 (pos.15215660) adenocarcinomaTektin 3 acrosomal membrane,cilium assembly,cilium movement involved in cell motility,extracellular exosome,flagellated sperm motility,microtubule,molecular_function,nucleus,protein binding,regulation of fertilization,sperm flagellumT=0, C=91 T=0.0, C=1.0 0.00001 1513.8 91 T=0/0, C=61/30

chr16:1545448 G/G A G SNV TELO2 TELO2:exonic:NM_016111.3 1 100 3 missense NM_016111.3c.437A>G p.Gln146Arg 0.59 0.41 43 0.346 0.23(COSM3754693)Telomere length regulation proteinrs2235624 0.4048 YES 6.25E-1 (pos.1545448) acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinoma,neoplasmTelomere maintenance 2, S. cerevisiae, homolog ofHsp90 protein binding,TORC1 complex,TORC2 complex,chromosome, telomeric region,cytoplasm,cytosol,intracellular,membrane,nuclear body,nuclear periphery,nucleus,positive regulation of TORC1 signaling,positive regulation of TORC2 signaling,positive regulation of protein serine/threonine kinase activity,protein binding,protein complex binding,protein complex scaffold activity,protein kinase binding,protein stabilization,regulation of TOR signalingA=0, G=22 A=0.0, G=1.0 0.00001 298.889 22 A=0/0, G=9/13

chr6:90361811 A/A G A SNV

LOC101929

057,MDN1 MDN1:intronic:NM_014611.2, LOC101929057:intronic_nc:NR_111915.11
100

intronic NR_111915.1, NM_014611.2c.15915+100C>Tp.? 0.24 AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA)rs761729 YES ATP binding,ATPase activity,cytosol,intermediate filament cytoskeleton,membrane,nucleolus,nucleoplasm,nucleus,preribosome, large subunit precursor,protein binding,protein complex assembly,rRNA processing,ribosomal large subunit assembly,unfolded protein bindingG=0, A=69 G=0.0, A=1.0 0.00001 1076.63 69 G=0/0, A=56/13

chr6:90381849 G/G A G SNV

LOC101929

057,MDN1 MDN1:intronic:NM_014611.2, LOC101929057:intronic_nc:NR_111915.11
100

intronic NR_111915.1, NM_014611.2c.13794+70T>Cp.? 0.09 AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA)rs7764076 YES ATP binding,ATPase activity,cytosol,intermediate filament cytoskeleton,membrane,nucleolus,nucleoplasm,nucleus,preribosome, large subunit precursor,protein binding,protein complex assembly,rRNA processing,ribosomal large subunit assembly,unfolded protein bindingA=0, G=83 A=0.0, G=1.0 0.00001 1349.2 83 A=0/0, G=50/33

chrX:123554646 C/C T C SNV TENM1 TENM1:exonic:NM_001163278.1 1 100 25 synonymous NM_001163278.1c.4497A>G p.(=) -0.04 0.75(COSM4002255)GHH signature containing HNH/Endo VII superfamily nuclease toxin,Teneurin Intracellular Regionrs12013090 0.1293 YES 9.849E-2 (pos.123554646)acute_myeloid_leukaemiaTeneurin transmembrane protein 1Golgi apparatus,cell adhesion molecule binding,cell morphogenesis,cytoplasm,cytoskeleton,endoplasmic reticulum,extracellular region,heparin binding,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,immune response,integral component of plasma membrane,negative regulation of cell proliferation,nervous system development,neuron development,neuron projection,neuropeptide signaling pathway,nuclear matrix,nuclear speck,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulation of MAP kinase activity,positive regulation of actin filament polymerization,positive regulation of filopodium assembly,positive regulation of intracellular protein transport,positive regulation of peptidyl-serine phosphorylation,protein heterodimerization activity,protein homodimerization activity,regulation of transcription from RNA polymerase III promoter,transcription, DNA-templatedT=0, C=29 T=0.0, C=1.0 0.00001 427.603 29 T=0/0, C=22/7

chr5:167674370 T/T C T SNV TENM2 TENM2:exonic:NM_001122679.1 1 100 27 synonymous NM_001122679.1c.6399C>T p.(=) 0.94 0.68(COSM150011),0.68(COSM4159712),0.68(COSM4159713),0.68(COSM4159714)GHH signature containing HNH/Endo VII superfamily nuclease toxin,Teneurin Intracellular Regionrs3733988 0.4727 YES 1.622E-1 (pos.167674370)acute_myeloid_leukaemia,adenocarcinoma,neoplasmTeneurin transmembrane protein 2Mental Disorders;Substance-Related DisordersC=0, T=23 C=0.0, T=1.0 0.00001 316.743 23 C=0/0, T=7/16

chr6:90432662 T/T C T SNV MDN1 MDN1:intronic:NM_014611.2 1 100 intronic NM_014611.2c.5967+12G>Ap.? -1.74 AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA)rs756363 0.1691 YES 9.992E-1 (pos.90432662) ATP binding,ATPase activity,cytosol,intermediate filament cytoskeleton,membrane,nucleolus,nucleoplasm,nucleus,preribosome, large subunit precursor,protein binding,protein complex assembly,rRNA processing,ribosomal large subunit assembly,unfolded protein bindingC=0, T=20 C=0.0, T=1.0 0.00001 270.213 20 C=0/0, T=11/9

chr4:183652175 C/C T C SNV TENM3 TENM3:exonic:NM_001080477.3 1 100 16 synonymous NM_001080477.3c.2850T>C p.(=) 1.09 0.38(COSM4595156)GHH signature containing HNH/Endo VII superfamily nuclease toxin,Teneurin Intracellular Regionrs10866256 YES 1.0 (pos.183652175) squamous_cell_carcinomaTeneurin transmembrane protein 3axon,camera-type eye morphogenesis,cell adhesion molecule binding,cell morphogenesis,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,membrane,neuron development,neuron projection,positive regulation of neuron projection development,protein heterodimerization activity,protein homodimerization activity,self proteolysis,signal transductionAsthma;Asthma, Occupational;Bronchial Diseases;Cocaine-Related Disorders;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Mental Disorders;Respiratory Hypersensitivity;Respiratory Tract Diseases;Substance-Related DisordersBenign T=0, C=29 T=0.0, C=1.0 0.00001 427.602 29 T=0/0, C=19/10

chr4:183601847 T/C T C SNV TENM3 TENM3:exonic:NM_001080477.3 1 50 10 synonymous NM_001080477.3c.1791T>C p.(=) 0.54 GHH signature containing HNH/Endo VII superfamily nuclease toxin,Teneurin Intracellular Regionrs2871328 0.3546 YES 7.908E-1 (pos.183601847) Teneurin transmembrane protein 3axon,camera-type eye morphogenesis,cell adhesion molecule binding,cell morphogenesis,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integral component of plasma membrane,membrane,neuron development,neuron projection,positive regulation of neuron projection development,protein heterodimerization activity,protein homodimerization activity,self proteolysis,signal transductionAsthma;Asthma, Occupational;Bronchial Diseases;Cocaine-Related Disorders;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Mental Disorders;Respiratory Hypersensitivity;Respiratory Tract Diseases;Substance-Related DisordersBenign T=53, C=53 T=0.5, C=0.5 0.00001 540.492 106 T=13/40, C=16/37

chr14:20847202 A/G A G SNV TEP1 TEP1:exonic:NM_007110.4 1 59.09 36 synonymous NM_007110.4c.5190T>C p.(=) -3.98 0.01(COSM3753856)Domain of unknown function (DUF4062),NACHT domain,TEP1 N-terminal domain,TROVE domain,WD domain, G-beta repeatrs938887 0.1963 YES 2.621E-1 (pos.20847202) adenocarcinomaTelomerase-associated protein-1ATP binding,RNA binding,RNA splicing,RNA-dependent DNA biosynthetic process,U5 snRNP,catalytic step 2 spliceosome,chromosome, telomeric region,cytoplasm,enzyme binding,intracellular ribonucleoprotein complex,nuclear matrix,p53 binding,precatalytic spliceosome,telomerase RNA binding,telomerase activity,telomerase holoenzyme complex,telomere maintenance via recombinationLung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsA=9, G=13 A=0.4091, G=0.5909 0.00001 122.568 22 A=7/2, G=6/7

chr14:20872881 G/T G T SNV TEP1 TEP1:exonic:NM_007110.4 1 58.33 5 missense NM_007110.4c.921C>A p.Asn307Lys 0.08 0.19 94 0 0.02(COSM3999211)Domain of unknown function (DUF4062),NACHT domain,TEP1 N-terminal domain,TROVE domain,WD domain, G-beta repeatrs1760898 0.2169 YES 4.372E-1 (pos.20872881) acute_myeloid_leukaemia,carcinoma,ductal_carcinoma,neoplasmTelomerase-associated protein-1ATP binding,RNA binding,RNA splicing,RNA-dependent DNA biosynthetic process,U5 snRNP,catalytic step 2 spliceosome,chromosome, telomeric region,cytoplasm,enzyme binding,intracellular ribonucleoprotein complex,nuclear matrix,p53 binding,precatalytic spliceosome,telomerase RNA binding,telomerase activity,telomerase holoenzyme complex,telomere maintenance via recombinationLung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsG=10, T=14 G=0.4167, T=0.5833 0.00001 135.339 24 G=2/8, T=10/4

chr17:56659018 T/T C T SNV TEX14 TEX14:exonic:NM_001201457.1 1 100 20 missense NM_001201457.1c.3263G>A p.Gly1088Asp 0.44 0.85 94 0 0(COSM4000238)Ankyrin repeats (3 copies),Protein kinase domain,Protein tyrosine kinasers6503870 0.3762 YES 4.814E-1 (pos.56659018) acute_myeloid_leukaemia,basal_cell_carcinoma,ductal_carcinomaTestis-expressed gene 14ATP binding,attachment of spindle microtubules to kinetochore,cell,cell division,cellular response to leukemia inhibitory factor,condensed chromosome kinetochore,cytoplasm,extracellular exosome,intercellular bridge,intercellular bridge organization,kinetochore,male meiotic nuclear division,midbody,mitotic sister chromatid separation,mitotic spindle assembly checkpoint,negative regulation of cytokinesis,negative regulation of protein binding,protein binding,protein kinase activity,protein kinase binding,protein phosphorylationC=0, T=52 C=0.0, T=1.0 0.00001 767.015 52 C=0/0, T=36/16

chr6:96034881 ATATG/ATATG A ATATG INDEL MANEA MANEA:intronic:NM_024641.3 4 100 intronic NM_024641.3c.544+22A>ATATGp.? -0.76 0.03(COSM3949549)Glycosyl hydrolase family 99rs112818736,rs78175628 4.884E-2;3.728E-1;5.635E-2;0.0;0.0;0.0 (pos.96034881)squamous_cell_carcinomaMannosidase, endo-alphaGolgi apparatus,Golgi membrane,glycoprotein endo-alpha-1,2-mannosidase activity,hydrolase activity, acting on glycosyl bonds,integral component of membraneAdnexal Diseases;Cocaine-Related Disorders;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Mental Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Paranoid Disorders;Polycystic Ovary Syndrome;Schizophrenia Spectrum and Other Psychotic Disorders;Substance-Related DisordersA=0, ATATG=24A=0.0, ATATG=1.0 0.00001 332.961 24 A=0/0, ATATG=13/11

chr17:80320561 A/A G A SNV TEX19 TEX19:utr_3:NM_207459.3 1 100 2 utr_3 NM_207459.3c.535G>A p.? 0.13 Testis-expressed protein 19rs7502620 0.2626 YES 3.299E-1 (pos.80320561) Testis-expressed gene 19cell differentiation,cytoplasm,male meiotic nuclear division,negative regulation of transposition,piRNA binding,protein binding,reciprocal meiotic recombination,spermatogenesisG=0, A=36 G=0.0, A=1.0 0.00001 563.744 36 G=0/0, A=11/25

chr6:99771197 T/C T C SNV FAXC FAXC:intronic:NM_032511.3 1 58.33 intronic NM_032511.3c.823+123A>Gp.? 0.72 Glutathione S-transferase N-terminal domain,Glutathione S-transferase, C-terminal domain,Outer mitochondrial membrane transport complex proteinrs9389250 YES integral component of membrane T=10, C=14 T=0.4167, C=0.5833 0.00001 135.327 24 T=3/7, C=13/1

chr13:111980537 T/T C T SNV TEX29 TEX29:exonic:NM_152324.2 1 100 3 synonymous NM_152324.2c.66C>T p.(=) -0.01 0.28(COSM3753585)Testis-expressed sequence 29 proteinrs1359428 0.4878 YES 8.213E-1 (pos.111980537)adenocarcinoma integral component of membrane C=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=20/6

chr6:99853866 A/A G A SNV PNISR PNISR:intronic:NM_015491.2 1 100 intronic NM_015491.2c.1002+41C>Tp.? 0.35 Arginine/serine-rich protein PNISRrs7744072 1.00E-04 YES 1.0 (pos.99853866) PNN-interacting serine/arginine-rich proteinRNA binding,cytosol,nuclear speck G=0, A=68 G=0.0, A=1.0 0.00001 1041.41 68 G=0/0, A=49/19

chr2:232458443 C/C T C SNV TEX44 TEX44:exonic:NM_152614.2 1 100 1 missense NM_152614.2c.781T>C p.Ser261Pro -0.94 74 0.01(COSM3758021)Domain of unknown function (DUF4678)rs10933378 0.0928 YES 9.988E-1;0.0 (pos.232458443)adenocarcinoma,neoplasm cytoplasm,protein binding T=0, C=36 T=0.0, C=1.0 0.00001 563.745 36 T=0/0, C=17/19

chr2:232457880 T/C T C SNV TEX44 TEX44:exonic:NM_152614.2 1 57.89 1 missense NM_152614.2c.218T>C p.Val73Ala -0.78 64 Domain of unknown function (DUF4678)rs74460533 0.0774 YES 3.585E-3 (pos.232457880) cytoplasm,protein binding T=16, C=22 T=0.4211, C=0.5789 0.00001 249.054 38 T=8/8, C=9/13

chr7:88424115 G/G C G SNV

TEX47,ZNF8

04B ZNF804B:intronic:NM_181646.3, TEX47:exonic:NM_152706.3 1
100

2 missense NM_181646.3, NM_152706.3c.108+34717C>G, c.142G>Cp.?, p.Asp48His 0.09 81 0(COSM4417249)Zinc-finger double-stranded RNA-bindingrs2373396,rs778078446 0.1481 YES 8.86E-2;0.0 (pos.88424115)acute_myeloid_leukaemia metal ion binding,nucleic acid binding C=0, G=153 C=0.0, G=1.0 0.00001 2448.66 153 C=0/0, G=85/68

chr6:99930593 C/T C T SNV USP45 USP45:intronic:NM_001080481.1 1 50 intronic NM_001080481.1c.845+36G>Ap.? -0.26 Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs117666915 0.0204 YES 0.0 (pos.99930593) DNA repair,cytoplasm,global genome nucleotide-excision repair,nucleoplasm,nucleus,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic process,zinc ion bindingC=30, T=30 C=0.5, T=0.5 0.00001 293.738 60 C=16/14, T=20/10

chr6:99951750 A/A G A SNV USP45 USP45:intronic:NM_001080481.1 1 100 intronic NM_001080481.1c.378-9C>T p.? 1.15 Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs6934692,rs746507751 0.2039 YES 0.0 (pos.99951747),9.993E-1 (pos.99951750) DNA repair,cytoplasm,global genome nucleotide-excision repair,nucleoplasm,nucleus,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic process,zinc ion bindingG=0, A=50 G=0.0, A=1.0 0.00001 848.023 50 G=0/0, A=20/30

chr7:100224636 C/CTG C CTG INDEL TFR2 TFR2:intronic:NM_003227.3 2 52.38 intronic NM_003227.3c.1996-110G>CAGp.? 1.71 PA domain,Peptidase family M28rs35142847,rs66849551 YES Transferrin receptor 2HFE-transferrin receptor complex,acute-phase response,cellular iron ion homeostasis,cellular response to iron ion,co-receptor binding,cytoplasmic vesicle,external side of plasma membrane,ferrous iron import across plasma membrane,integral component of membrane,integral component of plasma membrane,iron ion homeostasis,iron ion transport,plasma membrane,positive regulation of endocytosis,positive regulation of peptide hormone secretion,positive regulation of protein maturation,positive regulation of transcription from RNA polymerase II promoter,protein binding,receptor-mediated endocytosis,response to iron ion,transferrin receptor activity,transferrin transportAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemochromatosis;Hemoglobinopathies;Iron Metabolism Disorders;Iron Overload;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Thalassemia;beta-ThalassemiaGallium citrate Ga 67,Gallium nitrateC=10, CTG=11C=0.4762, CTG=0.5238 0.00001 95.3003 21 C=5/5, CTG=5/6

chr7:100280896 C/C A C SNV GIGYF1 GIGYF1:intronic:NM_022574.5 1 100 intronic NM_022574.5c.2193+31T>Gp.? -0.91 GYF domain rs221793 0.0933 YES 1.0 (pos.100280896) GRB10-interacting GYF protein 1biological_process,insulin-like growth factor receptor signaling pathway,protein binding,protein complexA=0, C=41 A=0.0, C=1.0 0.00001 664.701 41 A=0/0, C=26/15

chr9:117428960 C/C T C SNV TEX48 TEX48:exonic:NM_001199233.1 1 100 5 missense NM_001199233.1c.326A>G p.His109Arg -2.68 29 0 rs1055207 YES 6.364E-1 (pos.117428960) T=0, C=88 T=0.0, C=1.0 0.00001 1442.5 88 T=0/0, C=41/47

chr9:117430611 T/T A T SNV TEX48 TEX48:exonic:NM_001199233.1 1 100 4 missense NM_001199233.1c.134T>A p.Leu45Gln 0.67 113 0 rs1359992 YES 7.353E-1 (pos.117430611) A=0, T=26 A=0.0, T=1.0 0.00001 371.392 26 A=0/0, T=6/20

chr16:4310468 G/G C G SNV TFAP4 TFAP4:exonic:NM_003223.2 1 100 5 missense NM_003223.2c.654G>C p.Gln218His 0.6 0.34 24 0 0.1(COSM1377904)Helix-loop-helix DNA-binding domainrs251732 0.4992 YES 7.955E-1;0.0 (pos.4310468)squamous_cell_carcinomaTranscription factor AP-4 (activating enhancer-binding protein 4)DNA binding,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,E-box binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cellular response to dexamethasone stimulus,histone deacetylase binding,mitochondrion,negative regulation by host of viral transcription,negative regulation of DNA binding,negative regulation of cell cycle arrest,negative regulation of cell proliferation,negative regulation of cyclin-dependent protein serine/threonine kinase activity,negative regulation of transcription, DNA-templated,nucleus,positive regulation by host of viral transcription,positive regulation of apoptotic process,positive regulation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,protein complex assembly,protein dimerization activity,protein heterodimerization aC=0, G=30 C=0.0, G=1.0 0.00001 441.368 30 C=0/0, G=14/16

chr6:41652604 C/C T C SNV TFEB TFEB:exonic:NM_001167827.2 1 100 9 synonymous NM_001167827.2c.1206A>G p.(=) 0.09 0.05(COSM451444)Domain of unknown function (DUF3371),Helix-loop-helix DNA-binding domain,MITF/TFEB/TFEC/TFE3 N-terminusrs1062966 0.2826 YES 7.728E-1 (pos.41652604) neoplasm Transcription factor EBDNA binding transcription factor activity,adaptive immune response,autophagy,cytoplasm,embryonic placenta development,humoral immune response,lysosome organization,nucleoplasm,nucleus,positive regulation of autophagy,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein dimerization activity,regulation of transcription, DNA-templated,transcription regulatory region DNA binding,transcription, DNA-templatedT=0, C=24 T=0.0, C=1.0 0.00001 334.776 24 T=0/0, C=8/16

chr6:41658889 T/T C T SNV TFEB TFEB:exonic:NM_001167827.2 1 100 2 synonymous NM_001167827.2c.105G>A p.(=) 3.32 0.91(COSM1568356)Domain of unknown function (DUF3371),Helix-loop-helix DNA-binding domain,MITF/TFEB/TFEC/TFE3 N-terminusrs1015149 0.4772 YES 4.705E-1 (pos.41658889) adenocarcinoma,carcinoma,hepatocellular_carcinoma,neoplasmTranscription factor EBDNA binding transcription factor activity,adaptive immune response,autophagy,cytoplasm,embryonic placenta development,humoral immune response,lysosome organization,nucleoplasm,nucleus,positive regulation of autophagy,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein dimerization activity,regulation of transcription, DNA-templated,transcription regulatory region DNA binding,transcription, DNA-templatedC=0, T=47 C=0.0, T=1.0 0.00001 787.959 47 C=0/0, T=12/35

chr3:100467018 C/C T C SNV TFG TFG:exonic:NM_001195478.1 1 100 8 synonymous NM_001195478.1c.846T>C p.(=) 1.05 0.3(COSM4157088)PB1 domain rs11353 0.3433 YES 6.366E-1 (pos.100467018)acute_myeloid_leukaemia,neoplasm,squamous_cell_carcinomaTRK-fused geneCOPII vesicle coating,ER to Golgi vesicle-mediated transport,Golgi membrane,cytoplasm,cytosol,endoplasmic reticulum exit site,extracellular exosome,identical protein binding,positive regulation of I-kappaB kinase/NF-kappaB signaling,protein binding,signal transducer activity,signal transductionAutoimmune Diseases;Carcinoma;Chondrosarcoma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Head and Neck Neoplasms;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Neoplasms, Glandular and Epithelial;Nephritis;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Sarcoma;Thyroid Diseases;Thyroid Neoplasms;Urologic DiseasesBenign T=0, C=49 T=0.0, C=1.0 0.00001 831.632 49 T=0/0, C=33/16

chr7:100468103 G/A G A SNV TRIP6 TRIP6:intronic:NM_003302.2 1 50 intronic NM_003302.2c.829+18G>Ap.? -0.29 LIM domain rs7800241 0.2886 YES 4.57E-1 (pos.100468103) Thyroid hormone receptor interactor-6RNA binding,cytoskeleton,cytosol,focal adhesion,focal adhesion assembly,interleukin-1 receptor binding,interleukin-1 receptor complex,kinase binding,metal ion binding,nucleus,plasma membrane,positive regulation of cell migration,protein binding,regulation of transcription, DNA-templated,release of cytoplasmic sequestered NF-kappaB,thyroid hormone receptor binding,transcription, DNA-templatedG=10, A=10 G=0.5, A=0.5 0.00001 82.8861 20 G=2/8, A=5/5

chr22:26895337 A/A G A SNV TFIP11 TFIP11:exonic:NM_001008697.2 1 100 10 synonymous NM_001008697.2c.1062C>T p.(=) -0.93 0.09(COSM4156104)G-patch domain,GC-rich sequence DNA-binding factor-like protein,Tuftelin interacting protein N terminalrs1008530 0.1266 YES 8.162E-1 (pos.26895337) neoplasm Tuftelin-interacting protein 11DNA binding,RNA processing,U2-type post-mRNA release spliceosomal complex,biomineral tissue development,catalytic step 2 spliceosome,cytoplasm,mRNA splicing, via spliceosome,negative regulation of DNA ligase activity,negative regulation of double-strand break repair via nonhomologous end joining,negative regulation of protein binding,negative regulation of protein complex assembly,nuclear chromosome, telomeric region,nuclear speck,nucleic acid binding,nucleolus,nucleoplasm,protection from non-homologous end joining at telomere,protein binding,proteinaceous extracellular matrix,regulation of transcription, DNA-templated,spliceosomal complex,spliceosomal complex disassemblyG=0, A=25 G=0.0, A=1.0 0.00001 353.016 25 G=0/0, A=9/16

chr8:133900252 G/G T G SNV TG TG:exonic:NM_003235.4 1 100 10 missense NM_003235.4c.2200T>G p.Ser734Ala 6.08 1 99 0 0.05(COSM4162675)Carboxylesterase family,Putative ephrin-receptor like,Thyroglobulin type-1 repeatrs180223 0.4828 YES 7.609E-1;0.0;0.0 (pos.133900252)neoplasm Thyroglobulinextracellular region,extracellular space,hormone activity,hormone biosynthetic process,iodide transport,regulation of myelination,regulation of receptor activity,signal transduction,thyroid gland development,thyroid hormone metabolic processAutoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Dwarfism;Endocrine Disorder;Endocrine System Diseases;Exophthalmos;Eye Diseases;Genetic Diseases, Inborn;Goiter;Graves Disease;Hyperthyroidism;Hypopigmentation;Hypothyroidism;Immune System Diseases;Musculoskeletal Diseases;Orbital Diseases;Pigmentation Disorders;Primary Congenital Hypothyroidism;Recommended Newborn Screening Panels;Skin Diseases;Skin and Connective Tissue Diseases;Thyroid Diseases;Thyroiditis;Thyroiditis, Autoimmune;VitiligoBenign/Likely benign, risk factorT=0, G=88 T=0.0, G=1.0 0.00001 1457.02 88 T=0/0, G=40/48

chr8:133900386 C/C T C SNV TG TG:exonic:NM_003235.4 1 100 10 synonymous NM_003235.4c.2334T>C p.(=) -7.78 Carboxylesterase family,Putative ephrin-receptor like,Thyroglobulin type-1 repeatrs2069550 0.4824 YES 7.609E-1 (pos.133900386) Thyroglobulinextracellular region,extracellular space,hormone activity,hormone biosynthetic process,iodide transport,regulation of myelination,regulation of receptor activity,signal transduction,thyroid gland development,thyroid hormone metabolic processAutoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Dwarfism;Endocrine Disorder;Endocrine System Diseases;Exophthalmos;Eye Diseases;Genetic Diseases, Inborn;Goiter;Graves Disease;Hyperthyroidism;Hypopigmentation;Hypothyroidism;Immune System Diseases;Musculoskeletal Diseases;Orbital Diseases;Pigmentation Disorders;Primary Congenital Hypothyroidism;Recommended Newborn Screening Panels;Skin Diseases;Skin and Connective Tissue Diseases;Thyroid Diseases;Thyroiditis;Thyroiditis, Autoimmune;VitiligoBenign/Likely benignT=0, C=89 T=0.0, C=1.0 0.00001 1472.41 89 T=0/0, C=34/55

chr8:133909974 G/G A G SNV TG TG:exonic:NM_003235.4 1 100 12 missense NM_003235.4c.3082A>G p.Met1028Val -0.45 1 21 0 0(COSM4162676)Carboxylesterase family,Putative ephrin-receptor like,Thyroglobulin type-1 repeatrs853326 0.4824 YES 7.598E-1 (pos.133909974)neoplasm Thyroglobulinextracellular region,extracellular space,hormone activity,hormone biosynthetic process,iodide transport,regulation of myelination,regulation of receptor activity,signal transduction,thyroid gland development,thyroid hormone metabolic processAutoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Dwarfism;Endocrine Disorder;Endocrine System Diseases;Exophthalmos;Eye Diseases;Genetic Diseases, Inborn;Goiter;Graves Disease;Hyperthyroidism;Hypopigmentation;Hypothyroidism;Immune System Diseases;Musculoskeletal Diseases;Orbital Diseases;Pigmentation Disorders;Primary Congenital Hypothyroidism;Recommended Newborn Screening Panels;Skin Diseases;Skin and Connective Tissue Diseases;Thyroid Diseases;Thyroiditis;Thyroiditis, Autoimmune;VitiligoBenign/Likely benign, risk factorA=0, G=43 A=0.0, G=1.0 0.00001 705.84 43 A=0/0, G=13/30

chr8:133980214 A/G A G SNV TG TG:exonic:NM_003235.4 1 45.45 31 synonymous NM_003235.4c.5862A>G p.(=) 1.35 Carboxylesterase family,Putative ephrin-receptor like,Thyroglobulin type-1 repeatrs16904799 0.0031 YES 0.0 (pos.133980214) Thyroglobulinextracellular region,extracellular space,hormone activity,hormone biosynthetic process,iodide transport,regulation of myelination,regulation of receptor activity,signal transduction,thyroid gland development,thyroid hormone metabolic processAutoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Dwarfism;Endocrine Disorder;Endocrine System Diseases;Exophthalmos;Eye Diseases;Genetic Diseases, Inborn;Goiter;Graves Disease;Hyperthyroidism;Hypopigmentation;Hypothyroidism;Immune System Diseases;Musculoskeletal Diseases;Orbital Diseases;Pigmentation Disorders;Primary Congenital Hypothyroidism;Recommended Newborn Screening Panels;Skin Diseases;Skin and Connective Tissue Diseases;Thyroid Diseases;Thyroiditis;Thyroiditis, Autoimmune;VitiligoLikely benign A=24, G=20 A=0.5455, G=0.4545 0.00001 207.513 44 A=16/8, G=8/12

chr5:135382989 C/C G C SNV TGFBI TGFBI:exonic:NM_000358.2 1 100 6 synonymous NM_000358.2c.651G>C p.(=) -0.34 0.45(COSM4003288),0.45(COSM5425253)Fasciclin domainrs1442 0.4659 YES 3.71E-1 (pos.135382989) acute_myeloid_leukaemiaTransforming growth factor, beta-induced, 68kDangiogenesis,basement membrane,cell adhesion,cell proliferation,cellular protein metabolic process,chondrocyte differentiation,collagen binding,extracellular exosome,extracellular matrix,extracellular matrix binding,extracellular matrix organization,extracellular region,extracellular space,integrin binding,negative regulation of cell adhesion,plasma membrane,protein binding,proteinaceous extracellular matrix,response to stimulus,trans-Golgi network,visual perceptionAbortion, Spontaneous;Autoimmune Diseases;Cardiovascular Diseases;Cogan Syndrome;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Cranial Nerve Diseases;Diabetes Complications;Diabetes Mellitus;Diabetic Nephropathies;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Nervous System Diseases;Pregnancy Complications;Urologic Diseases;Vascular Diseases;Vasculitis;Vestibulocochlear Nerve DiseasesBenign/Likely benignG=0, C=109 G=0.0, C=1.0 0.00001 1718.92 109 G=0/0, C=57/52

chr1:92174260 G/G A G SNV TGFBR3 TGFBR3:exonic:NM_003243.4 1 100 14 synonymous NM_003243.4c.2247T>C p.(=) 2.56 Zona pellucida-like domainrs284878 0.0585 YES 7.731E-1 (pos.92174260) Transforming growth factor, beta receptor III (betaglycan, 300kD)BMP signaling pathway,PDZ domain binding,SMAD binding,activin binding,animal organ regeneration,cardiac epithelial to mesenchymal transition,cardiac muscle cell proliferation,cell migration,cell surface,coreceptor activity,cytoplasm,definitive erythrocyte differentiation,definitive hemopoiesis,epicardium-derived cardiac fibroblast cell development,epithelial to mesenchymal transition,external side of plasma membrane,extracellular exosome,extracellular space,fibroblast growth factor binding,glycosaminoglycan binding,heart morphogenesis,heart trabecula formation,heart trabecula morphogenesis,heparin binding,immune response,inhibin-betaglycan-ActRII complex,integral component of plasma membrane,intracellular signal transduction,liver development,muscular septum morphogenesis,negative regulation of cellular component movement,negative regulation of epithelial cell proliferation,negative regulation of transforming growth factor beta receptor signaling pathway,outflow tract morphogenesis,palate development,pathway-A=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=19/11

chr14:24718515 A/A G A SNV TGM1 TGM1:utr_3:NM_000359.2 1 100 15 utr_3 NM_000359.2c.2458C>T p.? 0.33 Transglutaminase family,Transglutaminase family, C-terminal ig like domain,Transglutaminase-like superfamilyrs2229463 0.1402 YES 5.814E-1 (pos.24718515) Transglutaminase-1 (K polypeptide epidermal type I, protein-glutamine gamma-glutamyltransferase)cell envelope organization,cellular protein modification process,cornification,cornified envelope,cytosol,extracellular exosome,intrinsic component of membrane,keratinocyte differentiation,metal ion binding,peptide cross-linking,plasma membrane,positive regulation of cell cycle,positive regulation of keratinocyte proliferation,protein binding,protein-glutamine gamma-glutamyltransferase activityAcneiform Eruptions;Avitaminosis;Chloracne;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deficiency Diseases;Digestive System Diseases;Dry Eye Syndromes;Eye Diseases;Genetic Diseases, Inborn;Ichthyosiform Erythroderma, Congenital;Ichthyosis;Ichthyosis, Lamellar;Infant, Newborn, Diseases;Keratosis;Lacrimal Apparatus Diseases;Liver Diseases;Malnutrition;Nervous System Diseases;Neurotoxicity Syndromes;Nutrition Disorders;Nutritional and Metabolic Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vitamin A DeficiencyL-Glutamine G=0, A=67 G=0.0, A=1.0 0.00001 1038.85 67 G=0/0, A=31/36

chr20:2290333 A/A C A SNV TGM3 TGM3:exonic:NM_003245.3 1 100 2 missense NM_003245.3c.38C>A p.Thr13Lys -1.74 0.38 78 0.727 0(COSM50488),0.03(COSM1533216)Transglutaminase family,Transglutaminase family, C-terminal ig like domain,Transglutaminase-like superfamilyrs214803 0.1793 YES 9.315E-1 (pos.2290333) NS,adenocarcinomaTransglutaminase-3 (E polypeptide, protein-glutamine-gamma-glutamyl transferase)calcium ion binding,catalytic activity,cell envelope organization,cellular protein modification process,cytoplasm,extracellular exosome,extrinsic component of cytoplasmic side of plasma membrane,hair follicle morphogenesis,keratinization,keratinocyte differentiation,peptide cross-linking,protein tetramerization,protein-glutamine gamma-glutamyltransferase activity,transferase activity, transferring acyl groupsCarcinoma;Carcinoma, Basal Cell;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Basal Cell;Neoplasms, Glandular and Epithelial5'-Guanosine-Diphosphate-Monothiophosphate,B-2-Octylglucoside,Guanosine-5'-Diphosphate,Guanosine-5'-Monophosphate,L-GlutamineC=0, A=25 C=0.0, A=1.0 0.00001 352.81 25 C=0/0, A=15/10

chr15:43571390 C/G C G SNV TGM7 TGM7:exonic:NM_052955.2 1 47.62 11 synonymous NM_052955.2c.1764G>C p.(=) -1.38 0(COSM3754321)Transglutaminase family,Transglutaminase family, C-terminal ig like domain,Transglutaminase-like superfamilyrs567357 0.3271 YES 4.157E-1;0.0 (pos.43571390)adenocarcinoma,neoplasmTransglutaminase 7metal ion binding,peptide cross-linking,protein-glutamine gamma-glutamyltransferase activityL-Glutamine C=44, G=40 C=0.5238, G=0.4762 0.00001 418.276 84 C=22/22, G=29/11

chr2:85549868 G/G A G SNV TGOLN2 TGOLN2:exonic:NM_001206840.1 1 100 4 stoploss NM_001206840.1c.1363T>C p.Ter455Gln -2.37 rs4240199 0.3944 YES 9.643E-1 (pos.85549868) Trans-golgi network protein 2, 46kDGolgi apparatus,Golgi to endosome transport,cellular protein metabolic process,clathrin-coated vesicle membrane,cytosol,endoplasmic reticulum lumen,endosome,integral component of membrane,membrane organization,nucleoplasm,plasma membrane,post-translational protein modification,protein binding,trans-Golgi network,trans-Golgi network transport vesicle,transport vesicleEndocrine System Diseases;Thyroid Diseases A=0, G=45 A=0.0, G=1.0 0.00001 751.805 45 A=0/0, G=18/27

chr2:85553784 T/T C T SNV TGOLN2 TGOLN2:exonic:NM_001206840.1 1 100 2 synonymous NM_001206840.1c.1071G>A p.(=) -1.44 0.01(COSM5653851),0.01(COSM5653852)rs1044973 0.458 YES 8.845E-1 (pos.85553784) diffuse_large_B_cell_lymphomaTrans-golgi network protein 2, 46kDGolgi apparatus,Golgi to endosome transport,cellular protein metabolic process,clathrin-coated vesicle membrane,cytosol,endoplasmic reticulum lumen,endosome,integral component of membrane,membrane organization,nucleoplasm,plasma membrane,post-translational protein modification,protein binding,trans-Golgi network,trans-Golgi network transport vesicle,transport vesicleEndocrine System Diseases;Thyroid Diseases C=0, T=20 C=0.0, T=1.0 0.00001 263.783 20 C=0/0, T=11/9

chr8:56686224 C/C T C SNV

TGS1,TMEM

68 TGS1:exonic:NM_024831.7, TMEM68:upstream:NM_152417.2 1
100

1 missense NM_152417.2, NM_024831.7c.-10706A>G, c.47T>Cp.?, p.Ile16Thr 1.99 0.06 89 0.09 Met-10+ like-protein,Methyltransferase domain,Putative RNA methylase family UPF0020,RNA cap guanine-N2 methyltransferasers1818 0.1085 YES 9.921E-1 (pos.56686224) Trimethylguanosine synthase, S. cerevisiae, homolog of7-methylguanosine RNA capping,7-methylguanosine cap hypermethylation,Cajal body,RNA methyltransferase activity,RNA trimethylguanosine synthase activity,cytoplasm,cytosol,extracellular space,integral component of membrane,metabolic process,nucleolus,nucleoplasm,nucleus,protein binding,regulation of lipid metabolic process,regulation of transcription, DNA-templated,ribonucleoprotein complex biogenesis,ribonucleoprotein complex import into nucleus,small nuclear ribonucleoprotein complex,spliceosomal snRNP assembly,transcription, DNA-templated,transferase activity, transferring acyl groupsT=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=14/9

chr22:21354970 G/G C G SNV THAP7 THAP7:exonic:NM_001008695.1 1 100 4 missense NM_001008695.1c.343G>C p.Ala115Pro 0.22 1 27 0 0.01(COSM149260),0.22(COSM4597524)THAP domain rs426938 0.1416 YES 8.442E-1;1.156E-4 (pos.21354970)adenocarcinoma,squamous_cell_carcinomaC2H2 zinc finger domain binding,DNA binding,chromosome,identical protein binding,intracellular membrane-bounded organelle,metal ion binding,negative regulation of transcription, DNA-templated,nuclear membrane,nuclear speck,nucleus,protein N-terminus binding,protein binding,transcription, DNA-templatedC=0, G=22 C=0.0, G=1.0 0.00001 298.892 22 C=0/0, G=9/13

chr7:100692680 G/G T G SNV MUC17 MUC17:intronic:NM_001040105.1 1 100 intronic NM_001040105.1c.12722+17T>Gp.? -0.21 SEA domain rs10246021 0.3828 YES 8.097E-1;0.0 (pos.100692680) Mucin 17 Golgi lumen,O-glycan processing,PDZ domain binding,apical plasma membrane,cellular homeostasis,external side of plasma membrane,extracellular matrix constituent, lubricant activity,extracellular region,integral component of membrane,plasma membrane,protein binding,stimulatory C-type lectin receptor signaling pathwayT=0, G=41 T=0.0, G=1.0 0.00001 660.405 41 T=0/0, G=22/19

chr4:83838262 G/T G T SNV THAP9 THAP9:exonic:NM_024672.5 1 50 5 missense NM_024672.5c.897G>T p.Leu299Phe 0.29 0.16 22 0.906 0.72(COSM4003174),0.73(COSM5425643)THAP domain,Transposase proteinrs897945 0.442 YES 1.999E-1 (pos.83838262) acute_myeloid_leukaemia,squamous_cell_carcinomaTHAP domain-containing protein 9DNA binding,DNA integration,DNA recombination,metal ion binding,sequence-specific DNA binding,transferase activity,transposase activity,transposition, DNA-mediatedG=38, T=38 G=0.5, T=0.5 0.00001 391.319 76 G=21/17, T=30/8

chr6:169641971 C/T C T SNV THBS2 THBS2:exonic:NM_003247.3 1 57.14 6 synonymous NM_003247.3c.777G>A p.(=) -0.52 0.06(COSM3761672)Calcium-binding EGF domain,EGF domain,EGF-like domain,Thrombospondin C-terminal region,Thrombospondin type 1 domain,Thrombospondin type 3 repeat,von Willebrand factor type C domainrs61730651 0.1858 YES 7.816E-3 (pos.169641971)adenocarcinomaThrombospondin 2basement membrane,calcium ion binding,cell adhesion,extracellular matrix,extracellular region,extracellular space,heparin binding,negative regulation of angiogenesis,platelet alpha granule,positive regulation of synapse assembly,protein bindingBone Diseases;Diabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Spinal DiseasesC=21, T=28 C=0.4286, T=0.5714 0.00001 342.304 49 C=10/11, T=17/11

chr7:101265350 C/C T C SNV MYL10 MYL10:intronic:NM_138403.4 1 100 intronic NM_138403.4c.454+26A>Gp.? 0.89 EF hand,EF-hand domain,EF-hand domain pairrs4263675 0.0327 YES 9.998E-1;0.0 (pos.101265350) Myosin light chain 10calcium ion binding,cytosol,mitochondrion,muscle contractionT=0, C=98 T=0.0, C=1.0 0.00001 1657.1 98 T=0/0, C=35/63

chr7:101747575 A/G A G SNV CUX1 CUX1:intronic:NM_181552.3 1 50 intronic NM_181552.3c.407-41A>Gp.? -0.19 CUT domain,Homeobox KN domain,Homeobox domainrs201480,rs376555471 0.3898 YES 9.943E-2 (pos.101747575) Golgi apparatus,Golgi membrane,Golgi vesicle transport,RNA polymerase II regulatory region sequence-specific DNA binding,cytosol,integral component of Golgi membrane,intra-Golgi vesicle-mediated transport,multicellular organism development,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,peptidyl-tyrosine phosphorylation,positive regulation of dendrite morphogenesis,protein binding, bridging,protein tyrosine kinase activity,regulation of transcription from RNA polymerase II promoter,retrograde transport, vesicle recycling within Golgi,sequence-specific DNA binding,transcription, DNA-templatedCarcinogenesis;Neoplasms;Neoplastic ProcessesA=12, G=12 A=0.5, G=0.5 0.00001 106.708 24 A=4/8, G=9/3

chr7:101870599 G/G A G SNV CUX1 CUX1:intronic:NM_181552.3 1 100 intronic NM_181552.3c.3131-48A>Gp.? -0.66 CUT domain,Homeobox KN domain,Homeobox domainrs430841 0.0034 1.0 (pos.101870599) Golgi apparatus,Golgi membrane,Golgi vesicle transport,RNA polymerase II regulatory region sequence-specific DNA binding,cytosol,integral component of Golgi membrane,intra-Golgi vesicle-mediated transport,multicellular organism development,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,peptidyl-tyrosine phosphorylation,positive regulation of dendrite morphogenesis,protein binding, bridging,protein tyrosine kinase activity,regulation of transcription from RNA polymerase II promoter,retrograde transport, vesicle recycling within Golgi,sequence-specific DNA binding,transcription, DNA-templatedCarcinogenesis;Neoplasms;Neoplastic ProcessesA=0, G=20 A=0.0, G=1.0 0.00001 263.773 20 A=0/0, G=8/12

chr6:169648767 G/A G A SNV THBS2 THBS2:exonic:NM_003247.3 1 50 4 synonymous NM_003247.3c.354C>T p.(=) 0.03 0.29(COSM4003796)Calcium-binding EGF domain,EGF domain,EGF-like domain,Thrombospondin C-terminal region,Thrombospondin type 1 domain,Thrombospondin type 3 repeat,von Willebrand factor type C domainrs12178180 0.2633 YES 1.656E-2 (pos.169648767)acute_myeloid_leukaemiaThrombospondin 2basement membrane,calcium ion binding,cell adhesion,extracellular matrix,extracellular region,extracellular space,heparin binding,negative regulation of angiogenesis,platelet alpha granule,positive regulation of synapse assembly,protein bindingBone Diseases;Diabetes Mellitus;Endocrine System Diseases;Glucose Metabolism Disorders;Intervertebral Disc Degeneration;Intervertebral Disc Displacement;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Spinal DiseasesG=16, A=16 G=0.5, A=0.5 0.00001 158.082 32 G=5/11, A=8/8

chr7:102109609 C/T C T SNV LRWD1 LRWD1:intronic:NM_152892.2 1 95.83 intronic NM_152892.2c.1228+100C>Tp.? -3.1 Leucine Rich Repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,WD domain, G-beta repeatrs10953369 YES Leucine-rich repeats- and WD repeat domain-containing protein 1DNA replication initiation,chromatin binding,chromatin organization,condensed chromosome kinetochore,covalent chromatin modification,cytosol,establishment of protein localization to chromatin,kinetochore,methyl-CpG binding,methylated histone binding,microtubule organizing center,nuclear origin of replication recognition complex,nucleolus,nucleoplasm,nucleus,pericentric heterochromatin,protein binding,telomeric heterochromatinC=1, T=23 C=0.0417, T=0.9583 0.00001 306.632 24 C=0/1, T=3/20

chr7:102110366 A/A T A SNV LRWD1 LRWD1:intronic:NM_152892.2 1 100 intronic NM_152892.2c.1442+37T>Ap.? -0.09 Leucine Rich Repeat,Leucine Rich repeats (2 copies),Leucine rich repeat,WD domain, G-beta repeatrs1044424608,rs13223494,rs7968429520.3262 YES 4.279E-1 (pos.102110366) Leucine-rich repeats- and WD repeat domain-containing protein 1DNA replication initiation,chromatin binding,chromatin organization,condensed chromosome kinetochore,covalent chromatin modification,cytosol,establishment of protein localization to chromatin,kinetochore,methyl-CpG binding,methylated histone binding,microtubule organizing center,nuclear origin of replication recognition complex,nucleolus,nucleoplasm,nucleus,pericentric heterochromatin,protein binding,telomeric heterochromatinT=0, A=62 T=0.0, A=1.0 0.00001 940.314 62 T=0/0, A=6/56

chr7:102760722 G/G A G SNV NAPEPLD NAPEPLD:intronic:NM_001122838.1 1 100 intronic NM_001122838.1c.295-52T>Cp.? 0.27 Beta-lactamase superfamily domainrs1974715,rs772231664 0.0026 YES 0.0 (pos.102760721),1.0 (pos.102760722)N-acyl phosphatidylethanolamine-hydrolyzing phospholipase DN-acetylphosphatidylethanolamine-hydrolysing phospholipas activity,N-acylethanolamine metabolic process,N-acylphosphatidylethanolamine-specific phospholipase D activity,aging,cytosol,extracellular exosome,identical protein binding,negative regulation of eating behavior,phospholipid catabolic process,photoreceptor outer segment membrane,response to isolation stress,retinoid metabolic process,zinc ion bindingA=0, G=96 A=0.0, G=1.0 0.00001 1617.91 96 A=0/0, G=35/61

chr5:79351735 C/T C T SNV THBS4 THBS4:exonic:NM_003248.5 1 57.14 3 synonymous NM_003248.5c.420C>T p.(=) -2.66 0.02(COSM4003612)Calcium-binding EGF domain,Cartilage oligomeric matrix protein,Thrombospondin C-terminal region,Thrombospondin type 3 repeatrs423906 0.1755 YES 2.243E-1 (pos.79351735) acute_myeloid_leukaemia,carcinoma,diffuse_large_B_cell_lymphoma,hepatocellular_carcinomaThrombospondin IVbasement membrane,behavioral response to pain,calcium ion binding,cell adhesion,endoplasmic reticulum,endothelial cell-cell adhesion,extracellular exosome,extracellular matrix,extracellular region,extracellular space,growth factor activity,heparin binding,integrin binding,myoblast migration,negative regulation of angiogenesis,positive regulation of cell division,positive regulation of endothelial cell proliferation,positive regulation of neutrophil chemotaxis,positive regulation of peptidyl-tyrosine phosphorylation,protein binding,regulation of receptor activity,regulation of tissue remodeling,response to endoplasmic reticulum stress,response to unfolded protein,sarcoplasmic reticulum,tissue remodelingC=9, T=12 C=0.4286, T=0.5714 0.00001 109.102 21 C=2/7, T=6/6

chr7:103018016 G/G A G SNV SLC26A5 SLC26A5:intronic:NM_198999.2 1 100 intronic NM_198999.2c.1986+30T>Cp.? 0.06 STAS domain,Sulfate permease familyrs10273883 0.0016 YES 1.0 (pos.103018016) Solute carrier family 26, member 5anion:anion antiporter activity,basolateral plasma membrane,bicarbonate transmembrane transporter activity,bicarbonate transport,chloride channel activity,chloride transmembrane transport,cochlea development,cytoplasm,fructose transport,integral component of membrane,integral component of plasma membrane,lateral plasma membrane,negative regulation of ion transmembrane transport,oxalate transmembrane transporter activity,oxalate transport,positive regulation of cell motility,positive regulation of cell size,protein homodimerization activity,protein tetramerization,regulation of cell shape,regulation of intracellular pH,regulation of membrane potential,response to auditory stimulus,response to drug,response to ischemia,response to potassium ion,response to salicylic acid,response to salt,response to thyroid hormone,secondary active sulfate transmembrane transporter activity,sensory perception of sound,spectrin binding,sulfate transmembrane transport,sulfate transmembrane transporter activity,transcription factoDeafness;Ear Diseases;Hearing Disorders;Hearing Loss;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersA=0, G=43 A=0.0, G=1.0 0.00001 705.784 43 A=0/0, G=20/23

chr7:103138517 G/G C G SNV

LOC101927

870,RELN RELN:intronic:NM_173054.2, LOC101927870:intronic_nc:NR_110141.11
100

intronic NR_110141.1, NM_173054.2c.8843+7G>Cp.? 0.08 Human growth factor-like EGF,Reeler domainrs2711885 0.0129 YES 9.999E-1 (pos.103138517) Reelin NMDA glutamate receptor clustering,associative learning,axon guidance,brain development,cell adhesion,cell morphogenesis involved in differentiation,central nervous system development,cerebral cortex tangential migration,cytoplasm,dendrite,dendrite development,extracellular region,extracellular space,glial cell differentiation,hippocampus development,lateral motor column neuron migration,layer formation in cerebral cortex,lipoprotein particle receptor binding,long-term memory,long-term synaptic potentiation,metal ion binding,modulation of chemical synaptic transmission,neuron migration,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of AMPA receptor activity,positive regulation of CREB transcription factor activity,positive regulation of TOR signaling,positive regulation of dendritic spine morphogenesis,positive regulation of excitatory postsynaptic potential,positive regulation of lateral motor column neuron migration,positive regulation of long-term synaptic potentiation,positive regulAlzheimer Disease;Autistic Disorder;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Depressive Disorder;Depressive Disorder, Major;Ear Diseases;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Mental Disorders;Mood Disorders;Nervous System Diseases;Nervous System Malformations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurodevelopmental Disorders;Otorhinolaryngologic Diseases;Otosclerosis;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;TauopathiesBenign/Likely benignC=0, G=28 C=0.0, G=1.0 0.00001 408.703 28 C=0/0, G=18/10

chr7:103175965 C/T C T SNV RELN RELN:intronic:NM_173054.2 1 96.77 intronic NM_173054.2c.7181-34G>Ap.? -0.22 Human growth factor-like EGF,Reeler domainrs362706 0.2413 YES 6.005E-1;0.0 (pos.103175965) Reelin NMDA glutamate receptor clustering,associative learning,axon guidance,brain development,cell adhesion,cell morphogenesis involved in differentiation,central nervous system development,cerebral cortex tangential migration,cytoplasm,dendrite,dendrite development,extracellular region,extracellular space,glial cell differentiation,hippocampus development,lateral motor column neuron migration,layer formation in cerebral cortex,lipoprotein particle receptor binding,long-term memory,long-term synaptic potentiation,metal ion binding,modulation of chemical synaptic transmission,neuron migration,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of AMPA receptor activity,positive regulation of CREB transcription factor activity,positive regulation of TOR signaling,positive regulation of dendritic spine morphogenesis,positive regulation of excitatory postsynaptic potential,positive regulation of lateral motor column neuron migration,positive regulation of long-term synaptic potentiation,positive regulAlzheimer Disease;Autistic Disorder;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Depressive Disorder;Depressive Disorder, Major;Ear Diseases;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Mental Disorders;Mood Disorders;Nervous System Diseases;Nervous System Malformations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurodevelopmental Disorders;Otorhinolaryngologic Diseases;Otosclerosis;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;TauopathiesBenign C=2, T=60 C=0.0323, T=0.9677 0.00001 877.614 62 C=1/1, T=17/43

chr7:103275803 C/C T C SNV RELN RELN:intronic:NM_173054.2 1 100 intronic NM_173054.2c.2465+69A>Gp.? -0.07 Human growth factor-like EGF,Reeler domainrs362646 YES Reelin NMDA glutamate receptor clustering,associative learning,axon guidance,brain development,cell adhesion,cell morphogenesis involved in differentiation,central nervous system development,cerebral cortex tangential migration,cytoplasm,dendrite,dendrite development,extracellular region,extracellular space,glial cell differentiation,hippocampus development,lateral motor column neuron migration,layer formation in cerebral cortex,lipoprotein particle receptor binding,long-term memory,long-term synaptic potentiation,metal ion binding,modulation of chemical synaptic transmission,neuron migration,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of AMPA receptor activity,positive regulation of CREB transcription factor activity,positive regulation of TOR signaling,positive regulation of dendritic spine morphogenesis,positive regulation of excitatory postsynaptic potential,positive regulation of lateral motor column neuron migration,positive regulation of long-term synaptic potentiation,positive regulAlzheimer Disease;Autistic Disorder;Bipolar Disorder;Bipolar and Related Disorders;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Depressive Disorder;Depressive Disorder, Major;Ear Diseases;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Mental Disorders;Mood Disorders;Nervous System Diseases;Nervous System Malformations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurodevelopmental Disorders;Otorhinolaryngologic Diseases;Otosclerosis;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;TauopathiesT=0, C=51 T=0.0, C=1.0 0.00001 754.584 51 T=0/0, C=33/18

chr7:104800939 C/T C T SNV SRPK2 SRPK2:intronic:NM_182692.2 1 46.43 intronic NM_182692.2c.621+15G>Ap.? -0.75 Protein kinase domain,Protein tyrosine kinasers4730071 0.1249 YES 3.622E-1 (pos.104800939) 14-3-3 protein binding,ATP binding,RNA binding,RNA splicing,angiogenesis,cell differentiation,cytoplasm,cytosol,innate immune response,intracellular signal transduction,magnesium ion binding,negative regulation of viral genome replication,nuclear speck organization,nucleolus,nucleoplasm,nucleus,positive regulation of cell cycle,positive regulation of cell proliferation,positive regulation of gene expression,positive regulation of neuron apoptotic process,positive regulation of viral genome replication,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of mRNA splicing, via spliceosome,spliceosomal complex assemblyEye Diseases;Mental Disorders;Myopia;Refractive Errors;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersAdenine,Phosphoaminophosphonic Acid-Adenylate Ester,PurvalanolC=15, T=13 C=0.5357, T=0.4643 0.00001 117.926 28 C=7/8, T=6/7

chr19:32083696 C/C T C SNV THEG5 THEG5:exonic:NM_001205273.3 1 100 2 synonymous NM_001205273.3c.198T>C p.(=) -0.93 rs7245697 YES 1.0 (pos.32083696) T=0, C=23 T=0.0, C=1.0 0.00001 316.373 23 T=0/0, C=5/18

chr7:105733619 A/A G A SNV SYPL1 SYPL1:intronic:NM_006754.3 1 100 intronic NM_006754.3c.457-36C>Tp.? -1.01 Membrane-associating domainrs176486 0.0153 YES 1.0 (pos.105733619) Synaptophysin-like 1chemical synaptic transmission,extracellular exosome,integral component of membrane,integral component of plasma membrane,integral component of synaptic vesicle membrane,melanosome,secretory granule,synaptic vesicle,transport,transporter activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, A=266 G=0.0, A=1.0 0.00001 4393.47 266 G=0/0, A=134/132

chr7:105752555 G/A G A SNV SYPL1 SYPL1:intronic:NM_006754.3 1 100 intronic NM_006754.3c.123+31C>Tp.? -0.04 Membrane-associating domainrs2240473 0.4819 YES 5.582E-1 (pos.105752555) Synaptophysin-like 1chemical synaptic transmission,extracellular exosome,integral component of membrane,integral component of plasma membrane,integral component of synaptic vesicle membrane,melanosome,secretory granule,synaptic vesicle,transport,transporter activityAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, A=27 G=0.0, A=1.0 0.00001 345.238 27 G=0/0, A=9/18

chr6:128040839 C/C T C SNV THEMIS THEMIS:exonic:NM_001164685.1 1 100 6 missense NM_001164685.1c.2005A>G p.Ile669Val -0.55 29 0 0.01(COSM150180),0.01(COSM4777955)Cell-cycle sustaining, positive selection,rs675531 0.3176 YES 9.84E-2 (pos.128040839) adenocarcinoma,carcinoma,ductal_carcinomaThymocyte-expressed molecule involved in selectionCOP9 signalosome,T cell receptor signaling pathway,adaptive immune response,cell-cell junction,cytoplasm,negative T cell selection,nucleus,positive T cell selection,protein bindingCeliac Disease;Digestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Malabsorption Syndromes;Metabolic Diseases;Nutritional and Metabolic DiseasesT=0, C=174 T=0.0, C=1.0 0.00001 2860.64 174 T=0/0, C=93/81

chr1:28209305 G/G A G SNV THEMIS2 THEMIS2:exonic:NM_001105556.2 1 100 4 synonymous NM_001105556.2c.1470A>G p.(=) -0.26 0.03(COSM4143769)Cell-cycle sustaining, positive selection,rs3766398 0.3496 YES 5.385E-1 (pos.28209305) neoplasm T cell receptor signaling pathway,cell adhesion,cytoplasm,inflammatory response,nucleus,protein bindingBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=48 A=0.0, G=1.0 0.00001 810.435 48 A=0/0, G=27/21

chr7:106519943 C/C T C SNV PIK3CG PIK3CG:intronic:NM_002649.3 1 100 intronic NM_002649.3c.2392-21T>Cp.? -0.01 PI3-kinase family, ras-binding domain,Phosphatidylinositol 3- and 4-kinase,Phosphoinositide 3-kinase C2,Phosphoinositide 3-kinase family, accessory domain (PIK domain)rs849370 0.0537 YES 9.988E-1 (pos.106519943) Phosphatidylinositol 3-kinase, catalytic, gamma1-phosphatidylinositol-3-kinase activity,1-phosphatidylinositol-4-phosphate 3-kinase activity,ATP binding,G-protein coupled receptor signaling pathway,T cell activation,T cell chemotaxis,T cell proliferation,adaptive immune response,angiogenesis,cellular response to cAMP,cytokine production,cytoplasm,cytosol,dendritic cell chemotaxis,endocytosis,ephrin receptor binding,hepatocyte apoptotic process,identical protein binding,inflammatory response,innate immune response,intracellular,kinase activity,mast cell degranulation,mast cell granule,membrane,natural killer cell chemotaxis,negative regulation of cardiac muscle contraction,negative regulation of fibroblast apoptotic process,negative regulation of triglyceride catabolic process,neutrophil chemotaxis,neutrophil extravasation,phosphatidylinositol 3-kinase activity,phosphatidylinositol 3-kinase complex, class IB,phosphatidylinositol 3-kinase signaling,phosphatidylinositol biosynthetic process,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphatAutistic Disorder;Cardiomegaly;Cardiovascular Diseases;Child Development Disorders, Pervasive;Glioma;Heart Diseases;Heart Failure;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoma, B-Cell;Lymphoma, Large B-Cell, Diffuse;Lymphoma, Non-Hodgkin;Lymphoproliferative Disorders;Medulloblastoma;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuromuscular Diseases;Peripheral Nervous System Diseases(1S,6BR,9AS,11R,11BR)-9A,11B-DIMETHYL-1-(METHYLOXY)METHYL-3,6,9-TRIOXO-1,6,6B,7,8,9,9A,10,11,11B-DECAHYDRO-3H-FURO4,3,2-DEINDENO4,5-H2BENZOPYRAN-11-YL ACETATE,(5E)-5-(2,2-DIFLUORO-1,3-BENZODIOXOL-5-YL)METHYLENE-1,3-THIAZOLIDINE-2,4-DIONE,1-methyl-3-naphthalen-2-yl-1H-pyrazolo3,4-dpyrimidin-4-amine,2-((9H-PURIN-6-YLTHIO)METHYL)-5-CHLORO-3-(2-METHOXYPHENYL)QUINAZOLIN-4(3H)-ONE,2-(4-Morpholinyl)-8-Phenyl-4h-1-Benzopyran-4-One,3-4-AMINO-1-(1-METHYLETHYL)-1H-PYRAZOLO3,4-DPYRIMIDIN-3-YLPHENOL,5,5-dimethyl-2-morpholin-4-yl-5,6-dihydro-1,3-benzothiazol-7(4H)-one,5-QUINOXALIN-6-YLMETHYLENE-THIAZOLIDINE-2,4-DIONE,Myricetin,N-(5-(4-CHLORO-3-(2-HYDROXY-ETHYLSULFAMOYL)- PHENYLTHIAZOLE-2-YL)-ACETAMIDE,Quercetin,Staurosporine,XL765T=0, C=45 T=0.0, C=1.0 0.00001 747.392 45 T=0/0, C=26/19

chr1:28209362 C/C T C SNV THEMIS2 THEMIS2:exonic:NM_001105556.2 1 100 4 synonymous NM_001105556.2c.1527T>C p.(=) -3.59 Cell-cycle sustaining, positive selection,rs3766399 0.3486 YES 5.26E-1 (pos.28209362) T cell receptor signaling pathway,cell adhesion,cytoplasm,inflammatory response,nucleus,protein bindingBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesT=0, C=50 T=0.0, C=1.0 0.00001 852.745 50 T=0/0, C=27/23

chr1:28209366 G/G A G SNV THEMIS2 THEMIS2:exonic:NM_001105556.2 1 100 4 missense NM_001105556.2c.1531A>G p.Lys511Glu 1.85 0.6 56 0 Cell-cycle sustaining, positive selection,rs3766400 0.3586 YES 5.262E-1 (pos.28209366) T cell receptor signaling pathway,cell adhesion,cytoplasm,inflammatory response,nucleus,protein bindingBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=50 A=0.0, G=1.0 0.00001 852.73 50 A=0/0, G=27/23

chr7:106836242 C/C T C SNV HBP1 HBP1:intronic:NM_001244262.1 1 100 intronic NM_001244262.1c.1098-37T>Cp.? -0.28 Ataxin-1 and HBP1 module (AXH),HMG (high mobility group) box,HMG-box domainrs3801964 0.2281 YES 4.473E-1 (pos.106836242) HMG-box transcription factor 1DNA binding,RNA binding,Wnt signaling pathway,cell cycle arrest,nuclear speck,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=28 T=0.0, C=1.0 0.00001 408.711 28 T=0/0, C=20/8

chr7:106922004 A/A T A SNV COG5 COG5:intronic:NM_006348.3 1 100 intronic NM_006348.3c.1569-160A>Tp.? 2.3 Golgi transport complex subunit 5,Vps51/Vps67rs6954422 YES Component of oligomeric golgi complex 5ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi transport complex,cytosol,intra-Golgi vesicle-mediated transport,membrane,molecular_function,nucleoplasm,protein binding,protein transport,trans-Golgi network membraneArthritis;Joint Diseases;Musculoskeletal Diseases;Osteoarthritis;Rheumatic DiseasesT=0, A=23 T=0.0, A=1.0 0.00001 316.737 23 T=0/0, A=10/13

chr7:106965009 G/G A G SNV COG5 COG5:intronic:NM_006348.3 1 100 intronic NM_006348.3c.1120-43T>Cp.? 1.48 Golgi transport complex subunit 5,Vps51/Vps67rs62482495 0.2389 YES 3.692E-1 (pos.106965009) Component of oligomeric golgi complex 5ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi transport complex,cytosol,intra-Golgi vesicle-mediated transport,membrane,molecular_function,nucleoplasm,protein binding,protein transport,trans-Golgi network membraneArthritis;Joint Diseases;Musculoskeletal Diseases;Osteoarthritis;Rheumatic DiseasesA=0, G=44 A=0.0, G=1.0 0.00001 726.546 44 A=0/0, G=15/29

chr7:106965039 T/T C T SNV COG5 COG5:intronic:NM_006348.3 1 100 intronic NM_006348.3c.1120-73G>Ap.? 0.1 Golgi transport complex subunit 5,Vps51/Vps67rs6466164 YES Component of oligomeric golgi complex 5ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi transport complex,cytosol,intra-Golgi vesicle-mediated transport,membrane,molecular_function,nucleoplasm,protein binding,protein transport,trans-Golgi network membraneArthritis;Joint Diseases;Musculoskeletal Diseases;Osteoarthritis;Rheumatic DiseasesC=0, T=38 C=0.0, T=1.0 0.00001 603.755 38 C=0/0, T=8/30

chr18:252559 A/A G A SNV THOC1 THOC1:exonic:NM_005131.2 1 100 9 synonymous NM_005131.2c.657C>T p.(=) 3.42 Death domain,THO complex subunit 1 transcription elongation factorrs657138 4.00E-04 YES 1.0 (pos.252559) THO complex 1 (nuclear matrix protein p84)DNA binding,RNA binding,RNA export from nucleus,RNA processing,RNA splicing,THO complex,THO complex part of transcription export complex,apoptotic process,cytoplasm,cytosol,intercellular bridge,mRNA 3'-end processing,mRNA export from nucleus,negative regulation of DNA damage checkpoint,negative regulation of isotype switching to IgA isotypes,nuclear chromosome, telomeric region,nuclear matrix,nuclear speck,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, elongation,protein binding,regulation of DNA recombination,regulation of DNA-templated transcription, elongation,replication fork processing,signal transduction,termination of RNA polymerase II transcription,transcription export complex,viral mRNA export from host cell nucleusG=0, A=23 G=0.0, A=1.0 0.00001 316.743 23 G=0/0, A=15/8

chr7:107188719 T/T G T SNV COG5 COG5:intronic:NM_006348.3 1 100 intronic NM_006348.3c.440+4C>Ap.? -0.12 0.07(COSM4004241)Golgi transport complex subunit 5,Vps51/Vps67rs2066735 0.296 YES 3.298E-1 (pos.107188719)acute_myeloid_leukaemiaComponent of oligomeric golgi complex 5ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi transport complex,cytosol,intra-Golgi vesicle-mediated transport,membrane,molecular_function,nucleoplasm,protein binding,protein transport,trans-Golgi network membraneArthritis;Joint Diseases;Musculoskeletal Diseases;Osteoarthritis;Rheumatic DiseasesBenign/Likely benignG=0, T=51 G=0.0, T=1.0 0.00001 754.566 51 G=0/0, T=20/31

chr22:29913272 T/T C T SNV THOC5 THOC5:exonic:NM_001002879.1 1 100 16 missense NM_001002879.1c.1573G>A p.Val525Ile 0.25 1 29 0 Fms-interacting proteinrs737976 0.4977 YES 7.584E-1 (pos.29913272) THO complex 5RNA export from nucleus,RNA splicing,THO complex,THO complex part of transcription export complex,cytoplasm,mRNA 3'-end processing,mRNA binding,mRNA export from nucleus,monocyte differentiation,negative regulation of DNA damage checkpoint,nuclear chromosome, telomeric region,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, elongation,primitive hemopoiesis,protein binding,termination of RNA polymerase II transcription,transcription export complex,viral mRNA export from host cell nucleusC=0, T=31 C=0.0, T=1.0 0.00001 465.787 31 C=0/0, T=9/22

chr7:107545799 T/C T C SNV DLD DLD:intronic:NM_000108.4 1 58.33 intronic NM_000108.4c.439-7T>C p.? 0.54 FAD binding domain,FAD dependent oxidoreductase,Glucose inhibited division protein A,NAD(P)-binding Rossmann-like domain,Pyridine nucleotide-disulphide oxidoreductase,Pyridine nucleotide-disulphide oxidoreductase, dimerisation domainrs10263341 0.4216 YES 8.489E-1 (pos.107545799) Dihydrolipoamide dehydrogenase (E3 component of pyruvate dehydrogenase complex, 2-oxo-glutarate complex)2-oxoglutarate metabolic process,NAD binding,acrosomal matrix,aging,branched-chain amino acid catabolic process,cell redox homeostasis,cellular nitrogen compound metabolic process,dihydrolipoamide metabolic process,dihydrolipoyl dehydrogenase activity,electron transfer activity,electron transport chain,flavin adenine dinucleotide binding,gastrulation,lipoamide binding,lipoate metabolic process,lysine catabolic process,mitochondrial acetyl-CoA biosynthetic process from pyruvate,mitochondrial electron transport, NADH to ubiquinone,mitochondrial matrix,mitochondrion,motile cilium,myelin sheath,nucleoplasm,oxidation-reduction process,oxidoreductase activity, acting on a sulfur group of donors, NAD(P) as acceptor,oxoglutarate dehydrogenase complex,protein binding,proteolysis,pyruvate dehydrogenase (NAD+) activity,pyruvate dehydrogenase complex,pyruvate metabolic process,regulation of acetyl-CoA biosynthetic process from pyruvate,regulation of membrane potential,sperm capacitation,tricarboxylic acid cycleAmino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Leigh Disease;Maple Syrup Urine Disease;Maple syrup urine disease;Metabolic Diseases;Metabolism, Inborn Errors;Methemoglobinemia;Mitochondrial Diseases;Nervous System Diseases;Nutritional and Metabolic Diseases;Pyruvate Metabolism, Inborn Errors;Recommended Newborn Screening PanelsFlavin adenine dinucleotide,NADHBenign/Likely benignT=10, C=14 T=0.4167, C=0.5833 0.00001 135.284 24 T=7/3, C=5/9

chr2:137852550 G/A G A SNV THSD7B THSD7B:exonic:NM_001316349.1 1 50 4 missense NM_001316349.1c.1058G>A p.Arg353His 1.39 0.72 29 0.024 Thrombospondin type 1 domainrs61741426 0.054 YES 1.162E-4 (pos.137852550) G=13, A=13 G=0.5, A=0.5 0.00001 119.163 26 G=5/8, A=5/8

chr7:107746214 TG/GC TG GC MNV LAMB4 LAMB4:intronic:NM_007356.2 2 50 intronic NM_007356.2c.870+48CA>GCp.? 0.09, -0.14 Laminin EGF domain,Laminin N-terminal (Domain VI)rs370533,rs386716656,rs430628,rs8793017160.0352 YES 2.186E-1 (pos.107746215),3.82E-1 (pos.107746214)Laminin, beta-4basement membrane,cell adhesion TG=15, GC=15TG=0.5, GC=0.5 0.00001 145.021 30 TG=5/10, GC=5/10

chr7:107838637 A/A C A SNV NRCAM NRCAM:intronic:NM_001037132.2 1 100 intronic NM_001037132.2c.1208-94G>Tp.? -0.98 Bravo-like intracellular region,Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs388557 YES Neuronal cell adhesion moleculeangiogenesis,ankyrin binding,axon initial segment,axonal fasciculation,axonogenesis,cell-cell adhesion,central nervous system development,clustering of voltage-gated sodium channels,external side of plasma membrane,extracellular region,heterotypic cell-cell adhesion,integral component of membrane,integral component of plasma membrane,neuron migration,neuron projection,neuronal action potential propagation,plasma membrane,positive regulation of neuron differentiation,protein binding,protein binding involved in heterotypic cell-cell adhesion,protein localization,regulation of axon extension,retinal ganglion cell axon guidance,synapse,synapse assemblyAutistic Disorder;Breast Diseases;Breast Neoplasms;Child Development Disorders, Pervasive;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Site;Neurodevelopmental Disorders;Rectal Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Substance-Related DisordersC=0, A=58 C=0.0, A=1.0 0.00001 865.817 58 C=0/0, A=30/28

chr7:111382324 T/T C T SNV DOCK4 DOCK4:intronic:NM_014705.3 1 100 intronic NM_014705.3c.4651-136G>Ap.? -0.44 C2 domain in Dock180 and Zizimin proteins,DOCK N-terminus,Dock homology region 2,Variant SH3 domainrs3757648 YES Dedicator of cytokinesis 4GTPase activator activity,Golgi apparatus,PDZ domain binding,Rac GTPase binding,SH3 domain binding,cell chemotaxis,cytosol,guanyl-nucleotide exchange factor activity,intracellular,membrane,negative regulation of vascular smooth muscle contraction,nucleolus,plasma membrane,positive regulation of GTPase activity,positive regulation of vascular associated smooth muscle cell migration,protein binding,receptor tyrosine kinase binding,small GTPase mediated signal transduction,stereocilium,stereocilium bundleAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersC=0, T=111 C=0.0, T=1.0 0.00001 1756.86 111 C=0/0, T=58/53

chr7:111629025 A/A T A SNV DOCK4 DOCK4:intronic:NM_014705.3 1 100 intronic NM_014705.3c.464+45A>Tp.? -2.83 C2 domain in Dock180 and Zizimin proteins,DOCK N-terminus,Dock homology region 2,Variant SH3 domainrs17401943 0.3508 YES 5.61E-3 (pos.111629025) Dedicator of cytokinesis 4GTPase activator activity,Golgi apparatus,PDZ domain binding,Rac GTPase binding,SH3 domain binding,cell chemotaxis,cytosol,guanyl-nucleotide exchange factor activity,intracellular,membrane,negative regulation of vascular smooth muscle contraction,nucleolus,plasma membrane,positive regulation of GTPase activity,positive regulation of vascular associated smooth muscle cell migration,protein binding,receptor tyrosine kinase binding,small GTPase mediated signal transduction,stereocilium,stereocilium bundleAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersT=0, A=25 T=0.0, A=1.0 0.00001 352.715 25 T=0/0, A=13/12

chr2:137917922 T/A T A SNV THSD7B THSD7B:exonic:NM_001316349.1 1 50 6 missense NM_001316349.1c.1509T>A p.Asp503Glu 1.12 0.15 45 0.006 Thrombospondin type 1 domainrs4954474 0.4801 YES 1.313E-1 (pos.137917922) T=12, A=12 T=0.5, A=0.5 0.00001 106.697 24 T=3/9, A=8/4

chr3:9426224 G/A G A SNV THUMPD3 THUMPD3:exonic:NM_015453.2 1 50 10 missense NM_015453.2c.1376G>A p.Arg459Gln 5.39 0.01 43 0.056 0.94(COSM1425728)Putative RNA methylase family UPF0020,THUMP domainrs1129174 0.1481 YES 9.799E-2 (pos.9426224) adenocarcinoma,carcinoma,ductal_carcinomaRNA binding,cytosol,nucleolus,tRNA (guanine) methyltransferase activity,tRNA methylationG=29, A=29 G=0.5, A=0.5 0.00001 282.577 58 G=15/14, A=14/15

chr7:115608355 G/G T G SNV TFEC TFEC:intronic:NM_012252.3 1 100 intronic NM_012252.3c.267+5869A>Cp.? 0.29 Domain of unknown function (DUF3371),Helix-loop-helix DNA-binding domainrs10248479 YES Transcription factor ECDNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cellular response to heat,negative regulation of nucleic acid-templated transcription,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein dimerization activity,regulation of transcription, DNA-templated,transcription coactivator activity,transcription corepressor activity,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=0, G=21 T=0.0, G=1.0 0.00001 281.231 21 T=0/0, G=10/11

chr7:115874560 C/T C T SNV TES TES:intronic:NM_015641.3 1 50 intronic NM_015641.3c.28-28C>T p.? -0.3 LIM domain,PET Domainrs2030978 0.2652 YES 5.665E-1 (pos.115874560) Testin RNA binding,cadherin binding,cell junction,cytosol,focal adhesion,metal ion binding,negative regulation of cell proliferation,nucleus,plasma membrane,protein binding,protein complex,regulation of cell proliferation,zinc ion bindingAstrocytoma;Glioblastoma;Glioma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal TumorsC=29, T=29 C=0.5, T=0.5 0.00001 282.583 58 C=19/10, T=14/15

chr7:116555991 G/G A G SNV CAPZA2 CAPZA2:intronic:NM_006136.2 1 100 intronic NM_006136.2c.658-123A>Gp.? -0.6 F-actin capping protein alpha subunitrs1858968 Capping protein (actin filament) muscle Z-line, alpha 2ER to Golgi vesicle-mediated transport,F-actin capping protein complex,actin binding,actin cytoskeleton,antigen processing and presentation of exogenous peptide antigen via MHC class II,barbed-end actin filament capping,blood coagulation,brush border,cortical cytoskeleton,cytosol,extracellular exosome,extracellular region,innate immune response,integral component of membrane,membrane,movement of cell or subcellular component,protein complex assemblyAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, G=34 A=0.0, G=1.0 0.00001 524.186 34 A=0/0, G=31/3

chr6:155561760 C/C T C SNV TIAM2 TIAM2:exonic:NM_012454.3 1 100 15 missense NM_012454.3c.3265T>C p.Ser1089Pro 1.52 1 74 0 PDZ domain (Also known as DHR or GLGF),PH domain,Pleckstrin homology domain,RhoGEF domainrs4259257 0.0052 YES 9.995E-1 (pos.155561760) T-cell lymphoma invasion and metastasis 2G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,cytosol,extracellular exosome,filopodium,growth cone,guanyl-nucleotide exchange factor activity,intracellular,intracellular signal transduction,lamellipodium,membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,regulation of Rho protein signal transduction,regulation of lipid metabolic process,regulation of molecular function,regulation of small GTPase mediated signal transduction,signal transducer activity, downstream of receptorMental Disorders;Substance-Related DisordersT=0, C=85 T=0.0, C=1.0 0.00001 1390.49 85 T=0/0, C=55/30

chr7:120372823 A/G A G SNV KCND2 KCND2:intronic:NM_012281.2 1 56 intronic NM_012281.2c.1116-134A>Gp.? -0.17 BTB/POZ domain,Domain of unknown function (DUF3399),Ion channel,Ion transport protein,Shal-type voltage-gated potassium channels, N-terminalrs12673992 YES Potassium voltage-gated channel, Shal-related subfamily, member 2A-type (transient outward) potassium channel activity,action potential,cardiac conduction,cell junction,cellular response to hypoxia,chemical synaptic transmission,dendritic spine,integral component of plasma membrane,intrinsic component of plasma membrane,locomotor rhythm,metal ion binding,neuronal action potential,neuronal cell body membrane,perikaryon,plasma membrane,plasma membrane raft,postsynaptic membrane,potassium ion transmembrane transport,protein binding,protein homooligomerization,regulation of ion transmembrane transport,sensory perception of pain,voltage-gated potassium channel activity,voltage-gated potassium channel complexAmitriptyline,Dalfampridine,Disopyramide,ImipramineA=11, G=14 A=0.44, G=0.56 0.00001 134.349 25 A=10/1, G=11/3

chr6:155575607 G/A G A SNV TIAM2 TIAM2:exonic:NM_012454.3 1 50 25 synonymous NM_012454.3c.4368G>A p.(=) -0.38 PDZ domain (Also known as DHR or GLGF),PH domain,Pleckstrin homology domain,RhoGEF domainrs3011895 0.4156 YES 1.167E-2 (pos.155575607) T-cell lymphoma invasion and metastasis 2G-protein coupled receptor signaling pathway,GTPase activator activity,Rho guanyl-nucleotide exchange factor activity,cytosol,extracellular exosome,filopodium,growth cone,guanyl-nucleotide exchange factor activity,intracellular,intracellular signal transduction,lamellipodium,membrane,positive regulation of GTPase activity,positive regulation of apoptotic process,regulation of Rho protein signal transduction,regulation of lipid metabolic process,regulation of molecular function,regulation of small GTPase mediated signal transduction,signal transducer activity, downstream of receptorMental Disorders;Substance-Related DisordersG=14, A=14 G=0.5, A=0.5 0.00001 128.21 28 G=8/6, A=6/8

chr7:120764573 A/A C A SNV CPED1 CPED1:intronic:NM_024913.4 1 100 intronic NM_024913.4c.1061+46C>Ap.? 0.25 Cadherin-like beta sandwich domainrs762046137,rs764591660,rs7989480.0856 YES 0.0 (pos.120764553),0.0;0.0 (pos.120764569),9.413E-1 (pos.120764573)endoplasmic reticulumBrain Diseases;Central Nervous System Diseases;Central Nervous System Infections;Creutzfeldt-Jakob Syndrome;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Prion DiseasesC=0, A=34 C=0.0, A=1.0 0.00001 524.186 34 C=0/0, A=13/21

chr19:4818378 C/C T C SNV TICAM1 TICAM1:exonic:NM_182919.3 1 100 2 synonymous NM_182919.3c.12A>G p.(=) -4.53 RIP homotypic interaction motifrs7255265 0.3656 YES 5.743E-1 (pos.4818378) TIR domain-containing adaptor molecule 1I-kappaB kinase/NF-kappaB signaling,MyD88-independent toll-like receptor signaling pathway,TRIF-dependent toll-like receptor signaling pathway,apoptotic signaling pathway,autophagosome,cellular response to lipopolysaccharide,cellular response to oxidised low-density lipoprotein particle stimulus,cytosol,defense response to virus,endosome membrane,inflammatory response,innate immune response,lipopolysaccharide-mediated signaling pathway,macrophage activation involved in immune response,necroptotic process,negative regulation of MyD88-independent toll-like receptor signaling pathway,positive regulation of B cell proliferation,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of NF-kappaB transcription factor activity,positive regulation of autophagy,positive regulation of chemokine biosynthetic process,positive regulation of cytokine production involved in inflammatory response,positive regulation of gene expression,positive regulation of interferon-beta biosynthetic process,positivCardiovascular Diseases;Hypopigmentation;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Pigmentation Disorders;Pneumoconiosis;Reperfusion Injury;Respiratory Tract Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Vascular Diseases;VitiligoBenign T=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=14/7

chr7:120969969 G/GCT G GCT INDEL WNT16 WNT16:intronic:NM_057168.1 2 50 intronic NM_057168.1c.346+98G>GCTp.? 1.7 wnt family rs142005327 YES Wingless-type MMTV integration site family, member 16Wnt signaling pathway,bone remodeling,cardiac epithelial to mesenchymal transition,cell fate commitment,cytoplasm,extracellular region,extracellular space,frizzled binding,keratinocyte differentiation,keratinocyte proliferation,multicellular organism development,negative regulation of cell death,neuron differentiation,optic cup formation involved in camera-type eye development,oxidative stress-induced premature senescence,positive regulation of JNK cascade,positive regulation of gene expression,positive regulation of phosphatidylinositol 3-kinase signaling,proteinaceous extracellular matrix,receptor binding,replicative senescenceG=13, GCT=13G=0.5, GCT=0.5 0.00001 124.224 26 G=12/1, GCT=7/6

chr7:122033379 A/G A G SNV CADPS2 CADPS2:intronic:NM_001009571.3 1 50 intronic NM_001009571.3c.2870+116T>Cp.? 5.62 0.41(COSM4004268),0.41(COSM6350715)Domain of Unknown Function (DUF1041),PH domainrs2074588 0.316 YES 3.911E-1 (pos.122033379)acute_myeloid_leukaemia,carcinomaCalcium-dependent activator protein for secretion 2cell junction,cellular response to starvation,cytoplasmic vesicle membrane,dense core granule exocytosis,intracellular membrane-bounded organelle,lipid binding,metal ion binding,nucleoplasm,positive regulation of exocytosis,postsynaptic membrane,presynapse,presynaptic membrane,protein transport,synaptic vesicle exocytosis,synaptic vesicle primingAutistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental Disorders;Substance-Related DisordersCalcium Citrate,Calcium PhosphateA=10, G=10 A=0.5, G=0.5 0.00001 82.8861 20 A=4/6, G=1/9

chr15:90128966 T/T C T SNV TICRR TICRR:exonic:NM_152259.3 1 100 4 missense NM_152259.3c.1204C>T p.Arg402Trp 1.75 1 101 0 0.05(COSM147976)Treslin N-terminusrs11629584 0.4973 YES 2.356E-1 (pos.90128966) adenocarcinoma DNA repair,DNA replication,cell cycle checkpoint,chromatin binding,formation of translation preinitiation complex,mitotic DNA replication checkpoint,nucleoplasm,nucleus,protein binding,regulation of DNA-dependent DNA replication initiation,response to ionizing radiationNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesC=0, T=23 C=0.0, T=1.0 0.00001 316.733 23 C=0/0, T=10/13

chr15:90138670 T/T C T SNV TICRR TICRR:exonic:NM_152259.3 1 100 7 synonymous NM_152259.3c.1728C>T p.(=) 0.68 0.8(COSM147977)Treslin N-terminusrs8042146 0.0893 YES 7.026E-1 (pos.90138670) acute_myeloid_leukaemia,adenocarcinomaDNA repair,DNA replication,cell cycle checkpoint,chromatin binding,formation of translation preinitiation complex,mitotic DNA replication checkpoint,nucleoplasm,nucleus,protein binding,regulation of DNA-dependent DNA replication initiation,response to ionizing radiationNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesC=0, T=23 C=0.0, T=1.0 0.00001 316.745 23 C=0/0, T=11/12

chr1:43771016 TA/T TA T INDEL TIE1 TIE1:splicesite_5:NM_005424.4 1 52.38 3 splicesite NM_005424.4c.484+2TA>Tp.? 3.1, 1.25 Fibronectin type III domain,Human growth factor-like EGF,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers3831248,rs397840599 0.3864 YES 8.786E-1 (pos.43771016) Tyrosine kinase with immunoglobulin and epidermal growth factor homology domainsATP binding,angiogenesis,in utero embryonic development,integral component of plasma membrane,mesoderm development,negative regulation of angiogenesis,negative regulation of cell migration,peptidyl-tyrosine phosphorylation,plasma membrane fusion,protein binding,response to retinoic acid,signal transduction,transmembrane receptor protein tyrosine kinase activity,vasculogenesisTA=20, T=22TA=0.4762, T=0.5238 0.00001 236.696 42 TA=8/12, T=10/12

chr4:113199075 G/G A G SNV TIFA TIFA:exonic:NM_052864.2 1 100 2 synonymous NM_052864.2c.498T>C p.(=) -0.66 FHA domain rs386678484,rs701759 0.4773 YES 7.4E-1 (pos.113199075) TRAF-interacting protein with forkhead-associated domainI-kappaB kinase/NF-kappaB signaling,intracellular,protein bindingA=0, G=27 A=0.0, G=1.0 0.00001 388.935 27 A=0/0, G=22/5

chr5:149374932 C/C T C SNV TIGD6 TIGD6:exonic:NM_030953.3 1 100 2 missense NM_030953.3c.980A>G p.Gln327Arg 2.15 1 43 0 0(COSM4407313)CENP-B N-terminal DNA-binding domain,DDE superfamily endonuclease,Tc5 transposase DNA-binding domainrs10875553 0.2045 YES 7.209E-1 (pos.149374932)carcinoma,hepatocellular_carcinomaDNA binding,nucleus T=0, C=32 T=0.0, C=1.0 0.00001 477.509 32 T=0/0, C=15/17

chr12:56827974 T/T C T SNV TIMELESS TIMELESS:utr_5:NM_003920.4 1 100 2 utr_5 NM_003920.4c.-20G>A p.? -4.46 Timeless protein,Timeless protein C terminal regionrs2638312,rs7693766065.00E-04 YES 0.0 (pos.56827972),9.999E-1 (pos.56827974)Timeless, Drosophila, homolog ofDNA replication,branching morphogenesis of an epithelial tube,cell cycle phase transition,cell division,cellular response to DNA damage stimulus,cellular response to bleomycin,cellular response to cisplatin,cellular response to hydroxyurea,circadian rhythm,detection of abiotic stimulus,lung development,morphogenesis of an epithelium,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear chromatin,nucleoplasm,nucleus,positive regulation of double-strand break repair,protein binding,protein heterodimerization activity,protein homodimerization activity,regulation of cell proliferation,regulation of circadian rhythm,response to abiotic stimulus,transcription, DNA-templatedAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=45 C=0.0, T=1.0 0.00001 747.389 45 C=0/0, T=25/20

chr12:56827694 C/G C G SNV TIMELESS TIMELESS:exonic:NM_003920.4 1 50 3 synonymous NM_003920.4c.114G>C p.(=) 2.49 0.95(COSM147549)Timeless protein,Timeless protein C terminal regionrs2279665 0.4547 YES 2.603E-1 (pos.56827694) adenocarcinoma,carcinomaTimeless, Drosophila, homolog ofDNA replication,branching morphogenesis of an epithelial tube,cell cycle phase transition,cell division,cellular response to DNA damage stimulus,cellular response to bleomycin,cellular response to cisplatin,cellular response to hydroxyurea,circadian rhythm,detection of abiotic stimulus,lung development,morphogenesis of an epithelium,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear chromatin,nucleoplasm,nucleus,positive regulation of double-strand break repair,protein binding,protein heterodimerization activity,protein homodimerization activity,regulation of cell proliferation,regulation of circadian rhythm,response to abiotic stimulus,transcription, DNA-templatedAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=13, G=13 C=0.5, G=0.5 0.00001 118.294 26 C=8/5, G=10/3

chrX:48751471 G/G A G SNV TIMM17B TIMM17B:exonic:NM_001167947.2 1 100 6 synonymous NM_001167947.2c.378T>C p.(=) -0.64 0.04(COSM4156880)Tim17/Tim22/Tim23/Pmp24 familyrs1128363 0.4643 YES 7.729E-1 (pos.48751471) neoplasm Translocase of inner mitochondrial membrane 17, yeast, homolog of, BP-P-bond-hydrolysis-driven protein transmembrane transporter activity,integral component of membrane,integral component of mitochondrial inner membrane,mitochondrial inner membrane,mitochondrial inner membrane presequence translocase complex,protein binding,protein channel activity,protein import into mitochondrial matrix,protein targeting to mitochondrionA=0, G=39 A=0.0, G=1.0 0.00001 623.954 39 A=0/0, G=28/11

chr18:71825719 G/G A G SNV TIMM21 TIMM21:utr_3:NM_014177.2 1 100 6 utr_3 NM_014177.2c.751A>G p.? -0.18 Cytochrome oxidase complex assembly protein 1,TIM21rs370852314,rs372234107,rs81480.1068 YES 1.208E-2 (pos.71825719) Translocase of inner mitochondrial membrane 21, yeast, homolog ofintegral component of membrane,mitochondrial inner membrane presequence translocase complex,mitochondrial respiratory chain complex I assembly,mitochondrial respiratory chain complex IV assembly,molecular_function,protein binding,protein import into mitochondrial matrixA=0, G=42 A=0.0, G=1.0 0.00001 689.505 42 A=0/0, G=25/17

chr7:12420092 C/C G C SNV VWDE VWDE:intronic:NM_001135924.2 1 100 intronic NM_001135924.2c.789+20C>Gp.? -2.31 Human growth factor-like EGF,von Willebrand factor type D domainrs1025787 0.2832 YES 6.035E-1 (pos.12420092) calcium ion binding,extracellular region G=0, C=31 G=0.0, C=1.0 0.00001 465.165 31 G=0/0, C=18/13

chr15:66644521 G/G C G SNV TIPIN TIPIN:exonic:NM_017858.2 1 100 3 missense NM_017858.2c.158G>C p.Arg53Pro 4.13 1 103 0 Replication Fork Protection Component Swi3rs9806123 1.00E-04 1.0 (pos.66644521) Timeless-interacting proteinDNA binding,DNA replication,DNA replication checkpoint,cell cycle,cell cycle phase transition,cell division,cellular response to DNA damage stimulus,cytoplasm,intra-S DNA damage checkpoint,intracellular membrane-bounded organelle,nuclear chromatin,nucleoplasm,nucleus,positive regulation of cell proliferation,protein binding,regulation of nuclear cell cycle DNA replication,replication fork arrest,replication fork protection,replication fork protection complex,response to UVC=0, G=50 C=0.0, G=1.0 0.00001 852.736 50 C=0/0, G=22/28

chr7:124465509 C/C A C SNV POT1 POT1:intronic:NM_015450.2 1 100 intronic NM_015450.2c.1687-98T>Gp.? 0.13 Telomeric single stranded DNA binding POT1/CDC13,ssDNA-binding domain of telomere protection proteinrs10250202 YES Protection of telomeres 18-hydroxy-2'-deoxyguanosine DNA binding,DEAD/H-box RNA helicase binding,DNA duplex unwinding,G-rich single-stranded DNA binding,G-rich strand telomeric DNA binding,chromosome, telomeric region,establishment of protein localization to telomere,negative regulation of telomerase activity,negative regulation of telomere maintenance via telomerase,nuclear chromosome, telomeric region,nuclear telomere cap complex,nucleoplasm,nucleus,positive regulation of DNA helicase activity,positive regulation of DNA strand elongation,positive regulation of helicase activity,positive regulation of telomerase activity,positive regulation of telomere maintenance via telomerase,protein binding,regulation of DNA helicase activity,regulation of telomere maintenance via telomerase,shelterin complex,single-stranded telomeric DNA binding,telomerase inhibitor activity,telomere assembly,telomere capping,telomere maintenance,telomere maintenance via telomerase,telomeric D-loop binding,telomeric D-loop disassembly,telomeric DNA binding,teloChromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Glioma;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Oligodendroglioma;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue DiseasesA=0, C=66 A=0.0, C=1.0 0.00001 1015.35 66 A=0/0, C=40/26

chr15:66641417 T/C T C SNV TIPIN TIPIN:exonic:NM_017858.2 1 57.89 6 synonymous NM_017858.2c.456A>G p.(=) 1.1 0.87(COSM1749285)Replication Fork Protection Component Swi3rs11856320 0.0783 YES 6.22E-4 (pos.66641417) adenocarcinoma,carcinoma,transitional_cell_carcinomaTimeless-interacting proteinDNA binding,DNA replication,DNA replication checkpoint,cell cycle,cell cycle phase transition,cell division,cellular response to DNA damage stimulus,cytoplasm,intra-S DNA damage checkpoint,intracellular membrane-bounded organelle,nuclear chromatin,nucleoplasm,nucleus,positive regulation of cell proliferation,protein binding,regulation of nuclear cell cycle DNA replication,replication fork arrest,replication fork protection,replication fork protection complex,response to UVT=16, C=22 T=0.4211, C=0.5789 0.00001 249.047 38 T=8/8, C=15/7

chr15:30018627 T/C T C SNV TJP1 TJP1:exonic:NM_003257.4 1 50 18 missense NM_003257.4c.2368A>G p.Ile790Val 2.83 0.08 29 0.73 0.92(COSM4828012)Guanylate kinase,PDZ domain (Also known as DHR or GLGF),Variant SH3 domain,ZU5 domainrs2229515 0.1101 YES 1.238E-1 (pos.30018627) squamous_cell_carcinomaTight junction protein 1 (zona occludens 1)apical junction complex,apical part of cell,apical plasma membrane,apicolateral plasma membrane,basolateral plasma membrane,bicellular tight junction,blastocyst formation,cadherin binding,calmodulin binding,cell junction,cell-cell adherens junction,cell-cell junction assembly,cell-cell signaling involved in cell-cell junction organization,cellular response to glucose stimulus,connexin binding,cytoplasm,cytosol,establishment of endothelial intestinal barrier,gap junction,hippo signaling,intercalated disc,intercellular canaliculus,negative regulation of vascular permeability,nucleus,plasma membrane,protein C-terminus binding,protein binding,protein complex,protein domain specific binding,regulation of bicellular tight junction assembly,response to drug,response to ethanol,response to lipopolysaccharide,response to magnetism,sensory perception of soundBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Intestinal Diseases;Nervous System Diseases;Vascular DiseasesT=10, C=10 T=0.5, C=0.5 0.00001 82.8861 20 T=5/5, C=8/2

chr19:3738649 C/C A C SNV TJP3 TJP3:exonic:NM_001267561.1 1 100 12 synonymous NM_001267561.1c.1408A>C p.(=) 0 0.08(COSM3756699)Guanylate kinase,PDZ domain,PDZ domain (Also known as DHR or GLGF),Variant SH3 domainrs599587 0.3393 YES 6.44E-1;0.0 (pos.3738649)adenocarcinoma,ductal_carcinomaTight junction protein 3bicellular tight junction,nucleus,plasma membrane,protein bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, C=22 A=0.0, C=1.0 0.00001 298.861 22 A=0/0, C=9/13

chr11:61106892 C/C G C SNV TKFC TKFC:exonic:NM_015533.3 1 100 5 synonymous NM_015533.3c.471G>C p.(=) -7.75 0.01(COSM4145965)DAK2 domain,Dak1 domainrs2513329 0.0085 YES 9.596E-1;2.336E-4 (pos.61106892)neoplasm ATP binding,FAD-AMP lyase (cyclizing) activity,carbohydrate phosphorylation,cellular carbohydrate metabolic process,cytosol,extracellular exosome,fructose catabolic process to hydroxyacetone phosphate and glyceraldehyde-3-phosphate,glycerol metabolic process,glycerone kinase activity,innate immune response,metal ion binding,negative regulation of MDA-5 signaling pathway,nucleus,phosphorylation,protein binding,regulation of innate immune response,triokinase activityG=0, C=90 G=0.0, C=1.0 0.00001 1454.54 90 G=0/0, C=15/75



chr11:61112802 T/T C T SNV TKFC TKFC:exonic:NM_015533.3 1 100 14 synonymous NM_015533.3c.1311C>T p.(=) 0.76 0.52(COSM5428514)DAK2 domain,Dak1 domainrs2305465 0.0086 YES 9.626E-1 (pos.61112802) acute_myeloid_leukaemia ATP binding,FAD-AMP lyase (cyclizing) activity,carbohydrate phosphorylation,cellular carbohydrate metabolic process,cytosol,extracellular exosome,fructose catabolic process to hydroxyacetone phosphate and glyceraldehyde-3-phosphate,glycerol metabolic process,glycerone kinase activity,innate immune response,metal ion binding,negative regulation of MDA-5 signaling pathway,nucleus,phosphorylation,protein binding,regulation of innate immune response,triokinase activityC=0, T=20 C=0.0, T=1.0 0.00001 263.785 20 C=0/0, T=11/9

chr16:84520396 G/G A G SNV TLDC1 TLDC1:exonic:NM_020947.3 1 100 5 missense NM_020947.3c.799T>C p.Cys267Arg 0.84 1 180 0 TLD rs422145 0 1.0 (pos.84520396) cytoplasm,lysosomal membrane,membrane,negative regulation of oxidative stress-induced neuron death,protein bindingA=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=14/9

chr16:84520537 C/C T C SNV TLDC1 TLDC1:exonic:NM_020947.3 1 100 5 missense NM_020947.3c.658A>G p.Ile220Val -0.44 1 29 0 TLD rs431818 0.0026 1.0 (pos.84520537) cytoplasm,lysosomal membrane,membrane,negative regulation of oxidative stress-induced neuron death,protein bindingT=0, C=56 T=0.0, C=1.0 0.00001 832.063 56 T=0/0, C=34/22

chr7:128415290 C/T C T SNV OPN1SW OPN1SW:intronic:NM_001708.2 1 50 intronic NM_001708.2c.353-82G>Ap.? -0.55 7 transmembrane receptor (rhodopsin family),Serpentine type 7TM GPCR chemoreceptor Srvrs17476081 YES Blue cone pigment (opsin 1, short-wave-sensitive)G-protein coupled photoreceptor activity,G-protein coupled receptor signaling pathway,detection of visible light,integral component of plasma membrane,photoreceptor disc membrane,photoreceptor outer segment,phototransduction,protein-chromophore linkage,receptor activity,retinoid metabolic process,signal transduction,visual perceptionColor Vision Defects;Eye Diseases;Nervous System Diseases;Neurologic Manifestations;Sensation Disorders;Vision DisordersC=12, T=12 C=0.5, T=0.5 0.00001 106.708 24 C=6/6, T=5/7

chr7:128444820 A/G A G SNV CCDC136 CCDC136:intronic:NM_022742.4 1 47.62 intronic NM_022742.4c.782+5A>Gp.? 0.43 rs2291573 0.1373 YES 2.729E-1;0.0 (pos.128444820) Coiled-coil domain-containing protein 136acrosomal membrane,acrosome assembly,integral component of membrane,protein binding,single fertilization,spermatogenesisA=11, G=10 A=0.5238, G=0.4762 0.00001 82.2898 21 A=9/2, G=8/2

chr4:167012381 A/A G A SNV TLL1 TLL1:exonic:NM_012464.4 1 100 19 synonymous NM_012464.4c.2544G>A p.(=) -2.52 Astacin (Peptidase family M12A),CUB domain,Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Human growth factor-like EGFrs2654492 0.0347 YES 9.969E-1 (pos.167012381) Tolloid-like 1calcium ion binding,cell differentiation,extracellular matrix disassembly,extracellular region,integral component of membrane,metalloendopeptidase activity,proteolysis,serine-type endopeptidase activity,skeletal system development,zinc ion bindingCardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Heart Septal Defects, Atrial;Mental Disorders;Stress Disorders, Post-Traumatic;Stress Disorders, Traumatic;Trauma and Stressor Related DisordersG=0, A=129 G=0.0, A=1.0 0.00001 2084.19 129 G=0/0, A=58/71

chr4:167020644 A/G A G SNV TLL1 TLL1:exonic:NM_012464.4 1 59.09 20 missense NM_012464.4c.2872A>G p.Thr958Ala 1.31 0.05 58 0 0.3(COSM4002988)Astacin (Peptidase family M12A),CUB domain,Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Human growth factor-like EGFrs2291822 0.0449 YES 4.399E-1 (pos.167020644)acute_myeloid_leukaemiaTolloid-like 1calcium ion binding,cell differentiation,extracellular matrix disassembly,extracellular region,integral component of membrane,metalloendopeptidase activity,proteolysis,serine-type endopeptidase activity,skeletal system development,zinc ion bindingCardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Heart Septal Defects, Atrial;Mental Disorders;Stress Disorders, Post-Traumatic;Stress Disorders, Traumatic;Trauma and Stressor Related DisordersA=9, G=13 A=0.4091, G=0.5909 0.00001 122.568 22 A=7/2, G=8/5

chr7:129094195 C/C T C SNV STRIP2 STRIP2:intronic:NM_020704.2 1 100 intronic NM_020704.2c.600-67T>Cp.? -0.37 Domain of unknown function (DUF3402),N1221-like proteinrs581829 YES cell migration,cytoplasm,cytoskeleton organization,cytosol,molecular_function,regulation of cell shapeT=0, C=71 T=0.0, C=1.0 0.00001 1111.48 71 T=0/0, C=43/28

chr7:129142775 A/A G A SNV SMKR1 SMKR1:intronic:NM_001195243.1 1 100 intronic NM_001195243.1c.3+107G>Ap.? -1.07 rs610591 YES G=0, A=61 G=0.0, A=1.0 0.00001 921.769 61 G=0/0, A=28/33

chrX:12924826 G/G A G SNV

TLR8,TLR8-

AS1 TLR8-AS1:intronic_nc:NR_030727.1, TLR8:exonic:NM_138636.5 1
100

1 missense NR_030727.1, NM_138636.5c.1A>G p.Met1Val -0.63 0.45 21 0 0(COSM3759356)Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeats (6 copies),TIR domainrs3764880 0.2473 YES 8.178E-1 (pos.12924826) adenocarcinoma,rhabdomyosarcomaToll-like receptor 8DNA binding,Golgi membrane,I-kappaB kinase/NF-kappaB signaling,MyD88-dependent toll-like receptor signaling pathway,RNA binding,cellular response to mechanical stimulus,defense response to virus,double-stranded RNA binding,drug binding,endolysosome membrane,endoplasmic reticulum membrane,endosome membrane,external side of plasma membrane,identical protein binding,immunoglobulin mediated immune response,inflammatory response,innate immune response,integral component of membrane,integral component of plasma membrane,microglial cell activation,negative regulation of interleukin-12 secretion,positive regulation of innate immune response,positive regulation of interferon-alpha biosynthetic process,positive regulation of interferon-beta biosynthetic process,positive regulation of interferon-gamma biosynthetic process,positive regulation of interleukin-1 beta secretion,positive regulation of interleukin-6 secretion,positive regulation of interleukin-8 biosynthetic process,receptor activity,regulation of protein phosAutoimmune Diseases;Dermatitis;Dermatitis, Contact;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Urologic DiseasesImiquimod A=0, G=29 A=0.0, G=1.0 0.00001 427.597 29 A=0/0, G=12/17

chr3:149093238 G/G A G SNV TM4SF1 TM4SF1:exonic:NM_014220.2 1 100 3 synonymous NM_014220.2c.405T>C p.(=) -2.16 L6 membrane proteinrs4771 0.1428 YES 8.801E-1;0.0 (pos.149093238) Transmembrane-4 superfamily, member 1biological_process,integral component of membrane,integral component of plasma membrane,molecular_function,protein bindingA=0, G=28 A=0.0, G=1.0 0.00001 408.718 28 A=0/0, G=17/11

chr3:149193684 C/C T C SNV TM4SF4 TM4SF4:exonic:NM_004617.3 1 100 2 synonymous NM_004617.3c.249T>C p.(=) -1.38 L6 membrane proteinrs1802837 0.424 YES 8.347E-2 (pos.149193684) Transmembrane 4 superfamily, member 4integral component of membrane,protein binding,tissue regenerationDigestive System Diseases;Liver Diseases T=0, C=27 T=0.0, C=1.0 0.00001 389.972 27 T=0/0, C=11/16

chr7:131191536 G/G A G SNV PODXL PODXL:intronic:NM_005397.3 1 100 intronic NM_005397.3c.1006-51T>Cp.? -0.29 CD34/Podocalyxin familyrs3212303 0.4005 YES 5.019E-1 (pos.131191536) Podocalyxin-likeapical plasma membrane,cell adhesion,cell body,cell migration,cytoplasm,epithelial tube formation,extracellular exosome,extracellular space,filopodium,glomerular visceral epithelial cell development,integral component of plasma membrane,intracellular membrane-bounded organelle,lamellipodium,leukocyte migration,membrane raft,microtubule organizing center,microvillus membrane,negative regulation of cell adhesion,negative regulation of cell-cell adhesion,nucleolus,plasma membrane,positive regulation of cell migration,positive regulation of cell-cell adhesion mediated by integrin,protein binding,regulation of cell-cell adhesion,regulation of microvillus assembly,ruffle,slit diaphragmBrain Diseases;Cardiovascular Diseases;Carotid Artery Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Embolism and Thrombosis;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Prostatic Diseases;Prostatic Neoplasms;Thrombosis;Urogenital Neoplasms;Vascular DiseasesA=0, G=43 A=0.0, G=1.0 0.00001 705.844 43 A=0/0, G=13/30

chr7:131191554 T/T TC T INDEL PODXL PODXL:intronic:NM_005397.3 1 100 intronic NM_005397.3c.1006-69GA>Ap.? -0.9, 0.56 CD34/Podocalyxin familyrs199558721,rs398095387,rs56231781YES Podocalyxin-likeapical plasma membrane,cell adhesion,cell body,cell migration,cytoplasm,epithelial tube formation,extracellular exosome,extracellular space,filopodium,glomerular visceral epithelial cell development,integral component of plasma membrane,intracellular membrane-bounded organelle,lamellipodium,leukocyte migration,membrane raft,microtubule organizing center,microvillus membrane,negative regulation of cell adhesion,negative regulation of cell-cell adhesion,nucleolus,plasma membrane,positive regulation of cell migration,positive regulation of cell-cell adhesion mediated by integrin,protein binding,regulation of cell-cell adhesion,regulation of microvillus assembly,ruffle,slit diaphragmBrain Diseases;Cardiovascular Diseases;Carotid Artery Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Embolism and Thrombosis;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Prostatic Diseases;Prostatic Neoplasms;Thrombosis;Urogenital Neoplasms;Vascular DiseasesTC=0, T=38 TC=0.0, T=1.0 0.00001 598.959 38 TC=0/0, T=8/30

chr7:132070054 T/C T C SNV PLXNA4 PLXNA4:intronic:NM_020911.1 1 57.58 intronic NM_020911.1c.1372-87073A>Gp.? -0.47 0.02(COSM4908656)IPT/TIG domain,Plexin cytoplasmic RasGAP domain,Plexin repeat,Sema domainrs741664 0.4197 YES 1.331E-1 (pos.132070054)acute_myeloid_leukaemiaPlexin A4 anterior commissure morphogenesis,branchiomotor neuron axon guidance,chemorepulsion of branchiomotor axon,facial nerve structural organization,glossopharyngeal nerve morphogenesis,integral component of membrane,plasma membrane,postganglionic parasympathetic fiber development,regulation of axon extension involved in axon guidance,regulation of negative chemotaxis,semaphorin receptor activity,semaphorin receptor complex,semaphorin-plexin signaling pathway,semaphorin-plexin signaling pathway involved in axon guidance,sympathetic nervous system development,trigeminal nerve structural organization,vagus nerve morphogenesisCardiovascular Diseases;Embolism and Thrombosis;Thromboembolism;Vascular Diseases;Venous ThromboembolismT=28, C=38 T=0.4242, C=0.5758 0.00001 407.638 66 T=8/20, C=20/18

chr7:133824418 C/C G C SNV LRGUK LRGUK:intronic:NM_144648.2 1 100 intronic NM_144648.2c.487+148G>Cp.? -0.88 Guanylate kinase,Leucine Rich repeats (2 copies),Leucine-rich repeatrs11981906 YES Leucine-rich repeats- and guanylate kinase domain-containing proteinATP binding,acrosomal vesicle,axoneme assembly,cell differentiation,cell projection,kinase activity,manchette,phosphorylation,spermatogenesisG=0, C=22 G=0.0, C=1.0 0.00001 298.755 22 G=0/0, C=16/6

chr17:4684095 G/A G A SNV TM4SF5 TM4SF5:exonic:NM_003963.2 1 50 2 synonymous NM_003963.2c.189G>A p.(=) -6.3 0(COSM3755625)L6 membrane proteinrs13520 0.4831 YES 1.901E-1;0.0 (pos.4684095)adenocarcinoma,neoplasmTransmembrane 4 superfamily, member 5integral component of plasma membrane G=11, A=11 G=0.5, A=0.5 0.00001 94.6067 22 G=5/6, A=5/6

chr4:164435265 C/C A C SNV TMA16 TMA16:exonic:NM_018352.2 1 100 4 missense NM_018352.2c.194A>C p.Gln65Pro 1.4 0.12 76 0 0.17(COSM149752)Translation machinery-associated protein 16rs2304802 0.4692 YES 3.263E-1 (pos.164435265)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmnucleolus,nucleus,protein binding,ribosome A=0, C=22 A=0.0, C=1.0 0.00001 255.653 22 A=0/0, C=13/9

chr4:164440581 C/C T C SNV TMA16 TMA16:exonic:NM_018352.2 1 100 7 missense NM_018352.2c.527T>C p.Ile176Thr -0.44 0.36 89 0 0.1(COSM149753)Translation machinery-associated protein 16rs1561736 0.4794 YES 3.274E-1 (pos.164440581)acute_myeloid_leukaemia,adenocarcinoma,carcinomanucleolus,nucleus,protein binding,ribosome T=0, C=89 T=0.0, C=1.0 0.00001 1396.32 89 T=0/0, C=44/45

chr7:134819466 G/G T G SNV AGBL3 AGBL3:intronic:NM_178563.3 1 100 intronic NM_178563.3c.2343-127T>Gp.? -0.5 Zinc carboxypeptidasers11765077 YES ATP/GTP-binding protein-like 3cytosol,metallocarboxypeptidase activity,protein side chain deglutamylation,proteolysis,zinc ion bindingT=0, G=21 T=0.0, G=1.0 0.00001 281.234 21 T=0/0, G=13/8

chr4:164440743 A/A T A SNV TMA16 TMA16:utr_3:NM_018352.2 1 100 7 utr_3 NM_018352.2c.689T>A p.? -0.06 Translation machinery-associated protein 16rs4362779 YES nucleolus,nucleus,protein binding,ribosome T=0, A=23 T=0.0, A=1.0 0.00001 316.744 23 T=0/0, A=9/14

chr7:134872003 G/G C G SNV WDR91 WDR91:intronic:NM_014149.3 1 100 intronic NM_014149.3c.1882-82G>Cp.? -2.24 WD domain, G-beta repeatrs292558 YES WD repeat-containing protein 91cytosol,early endosome membrane,early endosome to late endosome transport,extrinsic component of endosome membrane,late endosome membrane,phosphatidylinositol 3-kinase regulator activity,protein binding,regulation of cellular protein catabolic process,regulation of phosphatidylinositol 3-kinase activity,ubiquitin-dependent protein catabolic processC=0, G=88 C=0.0, G=1.0 0.00001 1451.8 88 C=0/0, G=54/34

chr7:134873355 A/A G A SNV WDR91 WDR91:intronic:NM_014149.3 1 100 intronic NM_014149.3c.1769-58C>Tp.? -1.54 WD domain, G-beta repeatrs292564 YES WD repeat-containing protein 91cytosol,early endosome membrane,early endosome to late endosome transport,extrinsic component of endosome membrane,late endosome membrane,phosphatidylinositol 3-kinase regulator activity,protein binding,regulation of cellular protein catabolic process,regulation of phosphatidylinositol 3-kinase activity,ubiquitin-dependent protein catabolic processG=0, A=27 G=0.0, A=1.0 0.00001 389.987 27 G=0/0, A=18/9

chr20:2621998 C/C T C SNV TMC2 TMC2:utr_3:NM_080751.2 1 100 20 utr_3 NM_080751.2c.2722T>C p.? -1.13 TMC domain rs6050798 0.4858 YES 5.547E-1 (pos.2621998) Transmembrane channel-like protein 2calcium ion transmembrane transport,cellular_component,detection of mechanical stimulus involved in sensory perception of sound,integral component of membrane,mechanically-gated ion channel activity,molecular_function,plasma membrane,regulation of calcium ion transmembrane transport,stereocilium tip,vestibular reflex,voltage-gated calcium channel activityT=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=15/7

chr15:81636267 C/T C T SNV

TMC3,TMC3-

AS1 TMC3-AS1:intronic_nc:NR_120365.1, TMC3:exonic:NM_001080532.2 1
57.58

14 synonymous NR_120365.1, NM_001080532.2c.1638G>A p.(=) 0.87 TMC domain rs7161991 0.1409 YES 7.063E-1 (pos.81636267) Transmembrane channel-like protein 3integral component of membrane,ion transportBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersC=14, T=19 C=0.4242, T=0.5758 0.00001 204.394 33 C=8/6, T=13/6

chr17:76121864 G/G A G SNV TMC6 TMC6:exonic:NM_001127198.2 1 100 5 missense NM_001127198.2c.373T>C p.Trp125Arg 2.02 1 101 0 0.07(COSM3755918)TMC domain rs2748427 0.1959 YES 3.669E-1 (pos.76121864) adenocarcinoma,neoplasmTransmembrane channel-like 6Golgi apparatus,biological_process,cytoplasm,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular exosome,integral component of membrane,ion transport,neutrophil degranulation,nuclear membrane,plasma membrane,protein binding,specific granule membrane,tertiary granule membraneEpidermodysplasia Verruciformis;Skin Diseases;Skin Diseases, Infectious;Skin Diseases, Viral;Skin and Connective Tissue Diseases;WartsBenign A=0, G=65 A=0.0, G=1.0 0.00001 995.721 65 A=0/0, G=27/38

chr7:135262533 T/C T C SNV NUP205 NUP205:intronic:NM_015135.2 1 59.09 intronic NM_015135.2c.649-11T>Cp.? 0.2 Nuclear pore complex scaffold, nucleoporins 186/192/205rs10252250 0.4481 YES 2.654E-1 (pos.135262533) Nucleoporin, 205kDhost cell,intracellular transport of virus,mRNA export from nucleus,membrane,mitotic nuclear envelope disassembly,nuclear envelope,nuclear membrane,nuclear periphery,nuclear pore,nuclear pore complex assembly,nuclear pore inner ring,nucleocytoplasmic transport,protein binding,protein sumoylation,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,structural constituent of nuclear pore,tRNA export from nucleus,viral process,viral transcriptionBone Diseases;Musculoskeletal Diseases;Osteitis DeformansT=9, C=13 T=0.4091, C=0.5909 0.00001 126.413 22 T=7/2, C=6/7

chr3:129546729 C/C T C SNV TMCC1 TMCC1:exonic:NM_001017395.4 1 100 4 missense NM_001017395.4c.493A>G p.Ser165Gly 4.58 0.02 56 0 Predicted transmembrane and coiled-coil 2 proteinrs784689 3.00E-04 YES 9.974E-1 (pos.129546729) Transmembrane and coiled-coil domain family 1cytosol,endoplasmic reticulum membrane,endoplasmic reticulum organization,integral component of membrane,protein binding,protein heterodimerization activity,protein heterooligomerization,protein homodimerization activity,protein homooligomerization,rough endoplasmic reticulumT=0, C=82 T=0.0, C=1.0 0.00001 1329.64 82 T=0/0, C=50/32

chr15:79606137 G/A G A SNV TMED3 TMED3:exonic:NM_007364.3 1 97.56 2 synonymous NM_007364.3c.207G>A p.(=) 1.94 emp24/gp25L/p24 family/GOLDrs3825933 2.00E-04 9.787E-1 (pos.79606137) COPI vesicle coat,ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi cisterna membrane,Golgi membrane,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment,endoplasmic reticulum-Golgi intermediate compartment membrane,integral component of membrane,protein transport,retrograde vesicle-mediated transport, Golgi to ER,transport,transport vesicleG=1, A=40 G=0.0244, A=0.9756 0.00001 631.821 41 G=0/1, A=12/28

chr7:136939582 T/T G T SNV PTN PTN:intronic:NM_002825.6 1 100 intronic NM_002825.6c.115+24C>Ap.? -0.47 PTN/MK heparin-binding protein family, C-terminal domain,PTN/MK heparin-binding protein family, N-terminal domainrs1162122 YES 1.0 (pos.136939582) Pleiotrophin (heparin binding growth factor 8, neurite growth-promoting factor 1)basement membrane,bone mineralization,cell surface,cellular response to UV,cellular response to hypoxia,cellular response to platelet-derived growth factor stimulus,cellular response to vitamin D,cerebellum development,chondroitin sulfate binding,chondroitin sulfate proteoglycan binding,endoplasmic reticulum,endothelial cell differentiation,estrous cycle,extracellular space,growth factor activity,heart development,heparan sulfate binding,heparin binding,learning,liver development,long-term synaptic potentiation,lung development,membrane,negative regulation of angiogenesis,negative regulation of catalytic activity,negative regulation of cell migration,negative regulation of epithelial cell proliferation,negative regulation of glial cell proliferation,negative regulation of membrane potential,negative regulation of mesenchymal cell proliferation,negative regulation of neuromuscular junction development,nervous system development,neuromuscular junction,perinuclear region of cytoplasm,positive regulation of apoptBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Digestive System Diseases;Heart Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nervous System Diseases;Vascular DiseasesG=0, T=56 G=0.0, T=1.0 0.00001 830.86 56 G=0/0, T=23/33

chr17:72784932 A/A G A SNV TMEM104 TMEM104:exonic:NM_017728.3 1 100 4 missense NM_017728.3c.172G>A p.Val58Met 2.58 1 21 0.097 0.64(COSM3755830)Transmembrane amino acid transporter proteinrs2016126 0.3598 YES 4.083E-1 (pos.72784932) acute_myeloid_leukaemia,adenocarcinomabiological_process,cellular_component,integral component of membrane,molecular_functionG=0, A=40 G=0.0, A=1.0 0.00001 644.286 40 G=0/0, A=25/15

chr7:137773563 G/G T G SNV AKR1D1 AKR1D1:intronic:NM_005989.3 1 100 intronic NM_005989.3c.261+49T>Gp.? -0.61 Aldo/keto reductase familyrs2166188 0.2615 YES 6.627E-1 (pos.137773563) Bile acid synthesis defect, congenital, 2C21-steroid hormone metabolic process,aldo-keto reductase (NADP) activity,androgen metabolic process,bile acid biosynthetic process,bile acid catabolic process,cholesterol catabolic process,cytosol,delta4-3-oxosteroid 5beta-reductase activity,digestion,extracellular exosome,oxidation-reduction process,oxidoreductase activity,steroid bindingBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Genetic Diseases, Inborn;Hemochromatosis;Iron Metabolism Disorders;Iron Overload;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Nutritional and Metabolic Diseases;Steroid Metabolism, Inborn Errors(5BETA)-PREGNANE-3,20-DIONE,5-beta-DIHYDROTESTOSTERONE,Azelaic Acid,FinasterideT=0, G=38 T=0.0, G=1.0 0.00001 603.763 38 T=0/0, G=17/21

chr7:138200117 T/T A T SNV TRIM24 TRIM24:intronic:NM_015905.2 1 100 intronic NM_015905.2c.631+13A>Tp.? -0.25 B-box zinc finger,Bromodomain,PHD-finger,RING-type zinc-fingerrs3757381 0.1741 YES 5.01E-1 (pos.138200117) Tripartite motif-containing protein 24 (Transcriptional intermediary factor 1)calcium ion homeostasis,cellular response to estrogen stimulus,chromatin binding,cytosol,estrogen response element binding,ligand-dependent nuclear receptor binding,lysine-acetylated histone binding,methylated histone binding,negative regulation of cell proliferation,negative regulation of transcription, DNA-templated,nuclear euchromatin,nucleoplasm,nucleus,p53 binding,peptidyl-tyrosine phosphorylation,perichromatin fibrils,positive regulation of transcription, DNA-templated,protein autophosphorylation,protein binding,protein catabolic process,protein tyrosine kinase activity,protein ubiquitination,receptor binding,regulation of apoptotic process,regulation of protein stability,regulation of signal transduction by p53 class mediator,regulation of vitamin D receptor signaling pathway,sequence-specific DNA binding,transcription coactivator activity,transcription from RNA polymerase II promoter,ubiquitin protein ligase activity,ubiquitin-protein transferase activity,zinc ion bindingAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Thyroid Diseases;Thyroid NeoplasmsA=0, T=93 A=0.0, T=1.0 0.00001 1555.02 93 A=0/0, T=56/37

chr7:138200210 T/C T C SNV TRIM24 TRIM24:intronic:NM_015905.2 1 50 intronic NM_015905.2c.631+106T>Cp.? -0.29 B-box zinc finger,Bromodomain,PHD-finger,RING-type zinc-fingerrs68115887 YES Tripartite motif-containing protein 24 (Transcriptional intermediary factor 1)calcium ion homeostasis,cellular response to estrogen stimulus,chromatin binding,cytosol,estrogen response element binding,ligand-dependent nuclear receptor binding,lysine-acetylated histone binding,methylated histone binding,negative regulation of cell proliferation,negative regulation of transcription, DNA-templated,nuclear euchromatin,nucleoplasm,nucleus,p53 binding,peptidyl-tyrosine phosphorylation,perichromatin fibrils,positive regulation of transcription, DNA-templated,protein autophosphorylation,protein binding,protein catabolic process,protein tyrosine kinase activity,protein ubiquitination,receptor binding,regulation of apoptotic process,regulation of protein stability,regulation of signal transduction by p53 class mediator,regulation of vitamin D receptor signaling pathway,sequence-specific DNA binding,transcription coactivator activity,transcription from RNA polymerase II promoter,ubiquitin protein ligase activity,ubiquitin-protein transferase activity,zinc ion bindingAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Thyroid Diseases;Thyroid NeoplasmsT=48, C=48 T=0.5, C=0.5 0.00001 536.853 96 T=24/24, C=22/26

chr7:138356732 GCT/GCT CTG GCT MNV SVOPL SVOPL:intronic:NM_001139456.1 3 100 intronic NM_001139456.1c.273+32CAG>AGCp.? -0.43, -0.47, -1.26 Major Facilitator Superfamily,Sugar (and other) transporterrs368333846,rs5887896,rs62485328,rs62485329,rs63317961,rs67422896YES 1.0 (pos.138356733) SV2-related protein-likeintegral component of membrane,substrate-specific transmembrane transporter activity,transmembrane transport,transmembrane transporter activityCTG=0, GCT=51CTG=0.0, GCT=1.0 0.00001 741.983 51 CTG=0/0, GCT=41/10

chr12:122186268 T/T C T SNV TMEM120B TMEM120B:exonic:NM_001080825.2 1 100 3 synonymous NM_001080825.2c.225C>T p.(=) -0.43 0.07(COSM4146729),0.07(COSM4146730)TMPIT-like proteinrs28651018 0.4538 YES 5.236E-1 (pos.122186268)acute_myeloid_leukaemia,carcinoma,neoplasmTransmembrane protein 120Bbiological_process,cellular_component,fat cell differentiation,integral component of membrane,molecular_function,nuclear inner membrane,protein binding,protein heterooligomerizationC=0, T=23 C=0.0, T=1.0 0.00001 316.608 23 C=0/0, T=10/13

chr7:138400796 T/T C T SNV ATP6V0A4 ATP6V0A4:intronic:NM_130841.2 1 100 intronic NM_130841.2c.2140-170G>Ap.? -0.6 V-type ATPase 116kDa subunit familyrs999229 YES ATPase, H+ transporting, lysosomal V0 subunit a isoform 4ATP hydrolysis coupled proton transport,ATP synthesis coupled proton transport,ATPase binding,apical part of cell,apical plasma membrane,brush border membrane,endosome,endosome membrane,excretion,extracellular exosome,insulin receptor signaling pathway,integral component of membrane,ion transmembrane transport,lysosomal membrane,ossification,phagocytic vesicle membrane,phagosome acidification,plasma membrane,protein binding,proton transport,proton-transporting ATPase activity, rotational mechanism,regulation of pH,sensory perception of sound,transferrin transport,vacuolar acidification,vacuolar proton-transporting V-type ATPase complex,vacuolar proton-transporting V-type ATPase complex assembly,vacuolar proton-transporting V-type ATPase, V0 domainAcid-Base Imbalance;Acidosis;Acidosis, Renal Tubular;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ear Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Renal Tubular Transport, Inborn Errors;Sensation Disorders;Urologic DiseasesC=0, T=35 C=0.0, T=1.0 0.00001 543.896 35 C=0/0, T=17/18

chr12:122186317 A/A G A SNV TMEM120B TMEM120B:exonic:NM_001080825.2 1 100 3 missense NM_001080825.2c.274G>A p.Asp92Asn 5.31 0.08 23 0.007 0.84(COSM1599921),0.84(COSM1599922)TMPIT-like proteinrs28655666 0.4544 YES 5.234E-1 (pos.122186317)acute_myeloid_leukaemia,astrocytoma_Grade_IV,carcinoma,neoplasm,osteosarcomaTransmembrane protein 120Bbiological_process,cellular_component,fat cell differentiation,integral component of membrane,molecular_function,nuclear inner membrane,protein binding,protein heterooligomerizationG=0, A=23 G=0.0, A=1.0 0.00001 316.651 23 G=0/0, A=9/14

chr7:138487620 A/A G A SNV TMEM213 TMEM213:intronic:NM_001085429.1 1 100 intronic NM_001085429.1c.155-25G>Ap.? -1.41 TMEM213 familyrs73465048 0.0107 YES 3.199E-3 (pos.138487620) integral component of membrane G=0, A=75 G=0.0, A=1.0 0.00001 1193.9 75 G=0/0, A=20/55

chr7:138565987 G/G C G SNV KIAA1549 KIAA1549:intronic:NM_001164665.1 1 100 intronic NM_001164665.1c.4229+147G>Cp.? -4.7 Domain of unknown function (DUF3827)rs6968792 YES KIAA1549 geneintegral component of membrane,plasma membraneAstrocytoma;Glioma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal TumorsC=0, G=33 C=0.0, G=1.0 0.00001 504.595 33 C=0/0, G=22/11

chr7:138713715 C/C G C SNV ZC3HAV1L ZC3HAV1L:intronic:NM_080660.3 1 100 intronic NM_080660.3c.502-9C>Gp.? 2.17 0.44(COSM4416770) rs11767739 0.479 YES 2.317E-1 (pos.138713715)acute_myeloid_leukaemia cytosol,metal ion binding G=0, C=54 G=0.0, C=1.0 0.00001 798.148 54 G=0/0, C=34/20

chr4:1718883 A/T A T SNV TMEM129 TMEM129:utr_3:NM_001127266.1 1 52.38 4 utr_3 NM_001127266.1c.1113T>A p.? 0.37 Putative transmembrane protein precursorrs2236787 YES 8.026E-1 (pos.1718883) Transmembrane protein 129endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,metal ion binding,protein polyubiquitination,protein ubiquitination,response to unfolded protein,retrograde protein transport, ER to cytosol,ubiquitin protein ligase activity,ubiquitin protein ligase activity involved in ERAD pathway,ubiquitin-dependent ERAD pathwayA=10, T=11 A=0.4762, T=0.5238 0.00001 95.3003 21 A=3/7, T=8/3

chr7:98460824 A/A C A SNV TMEM130 TMEM130:exonic:NM_001134450.1 1 100 2 synonymous NM_001134450.1c.285G>T p.(=) 0.08 0.03(COSM4006800),0.03(COSM4006801)rs10238224 0.135 YES 8.702E-1 (pos.98460824) carcinoma Golgi apparatus,Golgi membrane,integral component of membrane,integral component of plasma membraneC=0, A=27 C=0.0, A=1.0 0.00001 389.976 27 C=0/0, A=12/15

chr7:138768839 G/G A G SNV ZC3HAV1 ZC3HAV1:intronic:NM_020119.3 1 100 intronic NM_020119.3c.445-61T>Cp.? 1.1 Poly(ADP-ribose) polymerase catalytic domain,WWE domainrs6943128 YES Zinc finger CCCH domain-containing antiviral protein 1NAD+ ADP-ribosyltransferase activity,NAD+ binding,RNA binding,cadherin binding,cytoplasm,cytosol,defense response to virus,innate immune response,metal ion binding,negative regulation of viral genome replication,nucleus,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of RIG-I signaling pathway,positive regulation of interferon-alpha production,positive regulation of interferon-beta production,positive regulation of mRNA catabolic process,protein binding,protein poly-ADP-ribosylation,response to virusA=0, G=34 A=0.0, G=1.0 0.00001 524.183 34 A=0/0, G=17/17

chr7:138793677 C/C G C SNV ZC3HAV1 ZC3HAV1:intronic:NM_020119.3 1 100 intronic NM_020119.3c.308+93C>Gp.? -1.05 Poly(ADP-ribose) polymerase catalytic domain,WWE domainrs1839606 YES Zinc finger CCCH domain-containing antiviral protein 1NAD+ ADP-ribosyltransferase activity,NAD+ binding,RNA binding,cadherin binding,cytoplasm,cytosol,defense response to virus,innate immune response,metal ion binding,negative regulation of viral genome replication,nucleus,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of RIG-I signaling pathway,positive regulation of interferon-alpha production,positive regulation of interferon-beta production,positive regulation of mRNA catabolic process,protein binding,protein poly-ADP-ribosylation,response to virusG=0, C=36 G=0.0, C=1.0 0.00001 555.887 36 G=0/0, C=20/16

chr7:138822762 A/G A G SNV TTC26 TTC26:intronic:NM_024926.3 1 52.38 intronic NM_024926.3c.234+77A>Gp.? -0.66 Anaphase-promoting complex, cyclosome, subunit 3,Tetratricopeptide repeatrs7809077 YES Tetratricopeptide repeat domain-containing protein 26centrosome,ciliary basal body,ciliary tip,cilium,cilium assembly,intraciliary transport,intraciliary transport involved in cilium assembly,intraciliary transport particle B,smoothened signaling pathway,spermatid developmentA=10, G=11 A=0.4762, G=0.5238 0.00001 95.3002 21 A=6/4, G=1/10

chr7:139091806 C/T C T SNV

C7orf55-

LUC7L2,LUC

7L2 C7orf55-LUC7L2:intronic:NM_001244584.2, LUC7L2:intronic:NM_001244585.11

50

intronic NM_001244585.1, NM_001244584.2c.502-114C>T, c.709-114C>Tp.?, p.? -0.35 LUC7 N_terminusrs146301353 Luc7, S. cerevisiae, homolog of, 2RNA binding,U1 snRNP,U2-type prespliceosome,enzyme binding,mRNA binding,mRNA splice site selection,mitochondrion,negative regulation of lipid catabolic process,nuclear speck,protein binding,regulation of type B pancreatic cell proliferationC=11, T=11 C=0.5, T=0.5 0.00001 94.6232 22 C=8/3, T=5/6

chr7:139102490 G/G A G SNV

C7orf55-

LUC7L2,LOC

100129148,

LUC7L2 LOC100129148:intronic_nc:NR_033999.1, C7orf55-LUC7L2:intronic:NM_001244584.2, LUC7L2:intronic:NM_001244585.11

100

intronic NM_001244585.1, NM_001244584.2, NR_033999.1c.992+15A>G, c.1199+15A>Gp.?, p.? -0.59 LUC7 N_terminusrs1011878231,rs37789310.2427 YES 2.229E-1 (pos.139102490) Luc7, S. cerevisiae, homolog of, 2RNA binding,U1 snRNP,U2-type prespliceosome,enzyme binding,mRNA binding,mRNA splice site selection,mitochondrion,negative regulation of lipid catabolic process,nuclear speck,protein binding,regulation of type B pancreatic cell proliferationA=0, G=169 A=0.0, G=1.0 0.00001 2759.35 169 A=0/0, G=88/81

chr2:98612266 G/G A G SNV TMEM131 TMEM131:utr_5:NM_015348.1 1 100 1 utr_5 NM_015348.1c.-141T>C p.? 0.32 Transmembrane protein 131-likers3088327 YES Transmembrane protein 131biological_process,cellular_component,integral component of membrane,membrane,molecular_functionA=0, G=34 A=0.0, G=1.0 0.00001 524.186 34 A=0/0, G=17/17

chr12:125834395 C/C T C SNV TMEM132B TMEM132B:exonic:NM_052907.3 1 100 2 synonymous NM_052907.3c.450T>C p.(=) -1.49 Mature oligodendrocyte transmembrane protein, TMEM132D, C-term,Mature oligodendrocyte transmembrane protein, TMEM132D, N-term,Transmembrane protein family 132rs3803155 0.2488 YES 8.199E-1 (pos.125834395) biological_process,cellular_component,integral component of membrane,molecular_functionMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasT=0, C=24 T=0.0, C=1.0 0.00001 334.787 24 T=0/0, C=6/18

chr12:126068417 C/C T C SNV TMEM132B TMEM132B:exonic:NM_052907.3 1 100 5 synonymous NM_052907.3c.1299T>C p.(=) -4.38 Mature oligodendrocyte transmembrane protein, TMEM132D, C-term,Mature oligodendrocyte transmembrane protein, TMEM132D, N-term,Transmembrane protein family 132rs6489006 0.0591 YES 9.575E-1 (pos.126068417) biological_process,cellular_component,integral component of membrane,molecular_functionMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasT=0, C=34 T=0.0, C=1.0 0.00001 528.567 34 T=0/0, C=12/22

chr7:140244627 A/A G A SNV DENND2A DENND2A:intronic:NM_015689.4 1 100 intronic NM_015689.4c.2179-61C>Tp.? -2.17 DENN (AEX-3) domain,dDENN domain,uDENN domainrs2293176 YES Rab guanyl-nucleotide exchange factor activity,actin cytoskeleton,cytosol,protein transport,regulation of molecular function,retrograde transport, endosome to GolgiG=0, A=42 G=0.0, A=1.0 0.00001 685.218 42 G=0/0, A=23/19

chr7:140449071 G/G C G SNV BRAF BRAF:intronic:NM_004333.4 1 100 intronic NM_004333.4c.1992+16G>Cp.? 0.29 Kinase-like,Phorbol esters/diacylglycerol binding domain (C1 domain),Protein kinase domain,Protein tyrosine kinase,Raf-like Ras-binding domainrs3789806 0.1436 YES 1.803E-1;3.484E-4 (pos.140449071) Murine sarcoma viral (v-raf) oncogene homolog B1ATP binding,CD4-positive or CD8-positive, alpha-beta T cell lineage commitment,CD4-positive, alpha-beta T cell differentiation,MAP kinase kinase kinase activity,MAPK cascade,T cell receptor signaling pathway,activation of MAPKK activity,animal organ morphogenesis,calcium ion binding,cell body,cell differentiation,cellular response to calcium ion,cellular response to drug,cellular response to nerve growth factor stimulus,cytosol,establishment of protein localization to membrane,face development,glucose transport,head morphogenesis,identical protein binding,intracellular,intracellular membrane-bounded organelle,long-term synaptic potentiation,mitochondrion,mitogen-activated protein kinase kinase binding,myeloid progenitor cell differentiation,negative regulation of apoptotic process,negative regulation of endothelial cell apoptotic process,negative regulation of fibroblast migration,negative regulation of neuron apoptotic process,negative regulation of signal transduction,negative regulation of synaptic vesicleAbnormalities, Multiple;Adenocarcinoma;Adenocarcinoma, Follicular;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Ameloblastoma;Astrocytoma;Bone Diseases;Bone Neoplasms;Bronchial Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Cardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Costello Syndrome;Craniofacial Abnormalities;Craniopharyngioma;Digestive System Diseases;Digestive System Neoplasms;Ectodermal Dysplasia;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Male;Genital Neoplasms, Male;Glioma;Gonadal Disorders;Head and Neck Neoplasms;Heart Defects, Congenital;Hear(1E)-5-(1-piperidin-4-yl-3-pyridin-4-yl-1H-pyrazol-4-yl)-2,3-dihydro-1H-inden-1-one oxime,Dabrafenib,N-{2,4-difluoro-3-(5-pyridin-3-yl-1H-pyrrolo2,3-bpyridin-3-yl)carbonylphenyl}ethanesulfonamide,N-{3-(5-chloro-1H-pyrrolo2,3-bpyridin-3-yl)carbonyl-2,4-difluorophenyl}propane-1-sulfonamide,Regorafenib,Sorafenib,Vemurafenib,XL281Benign C=0, G=136 C=0.0, G=1.0 0.00001 2258.87 136 C=0/0, G=75/61

chr12:129190474 A/A G A SNV TMEM132C TMEM132C:exonic:NM_001136103.2 1 100 9 synonymous NM_001136103.2c.2961G>A p.(=) -1.2 0.04(COSM430705),0.04(COSM430706)Mature oligodendrocyte transmembrane protein, TMEM132D, C-term,Mature oligodendrocyte transmembrane protein, TMEM132D, N-term,Transmembrane protein family 132rs3812792 0.428 YES 5.424E-1 (pos.129190474)adenocarcinoma,hepatocellular_carcinoma,neoplasmbiological_process,cellular_component,integral component of membrane,molecular_functionG=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=11/11

chr17:32965285 A/A C A SNV TMEM132E TMEM132E:utr_3:NM_001304438.1 1 100 9 utr_3 NM_001304438.1c.3259C>A p.? -0.5 Mature oligodendrocyte transmembrane protein, TMEM132D, C-term,Mature oligodendrocyte transmembrane protein, TMEM132D, N-term,Transmembrane protein family 132rs11080288,rs3687754160.5021 YES 7.023E-2;2.809E-1;4.214E-1;0.0;0.0;0.0 (pos.32965285)Transmembrane protein 132Eintegral component of membrane C=0, A=23 C=0.0, A=1.0 0.00001 315.503 23 C=0/0, A=12/11

chr7:141759846 T/T C T SNV MGAM MGAM:intronic:NM_004668.2 1 100 intronic NM_004668.2c.4059+80C>Tp.? -0.62 Glycosyl hydrolases family 31,N-terminal barrel of NtMGAM and CtMGAM, maltase-glucoamylase,Trefoil (P-type) domainrs4341082 YES Maltase-glucoamylasealpha-1,4-glucosidase activity,amylase activity,apical plasma membrane,carbohydrate binding,carbohydrate metabolic process,catalytic activity,extracellular exosome,ficolin-1-rich granule membrane,glucan 1,4-alpha-glucosidase activity,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of membrane,maltose alpha-glucosidase activity,maltose metabolic process,neutrophil degranulation,plasma membrane,polysaccharide digestion,starch catabolic process,tertiary granule membraneAcarbose,Miglitol,VogliboseC=0, T=22 C=0.0, T=1.0 0.00001 298.892 22 C=0/0, T=8/14

chr11:87032287 G/C G C SNV TMEM135 TMEM135:exonic:NM_022918.3 1 47.62 15 missense NM_022918.3c.1289G>C p.Gly430Ala 2.74 0.07 60 0.001 0.91(COSM3998616)N-terminal cysteine-rich region of Transmembrane protein 135,Tim17/Tim22/Tim23/Pmp24 familyrs11235097 0.0241 YES 1.782E-1 (pos.87032287) acute_myeloid_leukaemia,carcinoma,ductal_carcinomaTransmembrane protein 135integral component of membrane,lipid droplet,mitochondrial membrane,peroxisomal membrane,peroxisome,peroxisome organization,regulation of mitochondrial fission,response to cold,response to foodAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Intellectual Disability;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Nephritis;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Urologic DiseasesG=22, C=20 G=0.5238, C=0.4762 0.00001 212.948 42 G=13/9, C=14/6

chr7:134849213 A/A G A SNV TMEM140 TMEM140:exonic:NM_018295.4 1 100 2 missense NM_018295.4c.20G>A p.Arg7Gln -0.04 43 0.07(COSM4999172)TM140 protein familyrs3800592 0.4916 YES 2.495E-1 (pos.134849213)basal_cell_carcinoma,ductal_carcinoma,neoplasmintegral component of membrane,protein binding G=0, A=31 G=0.0, A=1.0 0.00001 465.819 31 G=0/0, A=15/16

chr5:87498849 A/A G A SNV TMEM161B TMEM161B:exonic:NM_153354.4 1 100 9 synonymous NM_153354.4c.844C>T p.(=) 4.21 0.93(COSM5021476)Predicted transmembrane protein 161ABrs3097146 0.3944 YES 7.674E-1;0.0 (pos.87498849)osteosarcoma,squamous_cell_carcinomaDNA integration,integral component of membrane,nucleic acid bindingG=0, A=42 G=0.0, A=1.0 0.00001 685.22 42 G=0/0, A=6/36

chr2:62729674 C/C T C SNV TMEM17 TMEM17:exonic:NM_198276.2 1 100 3 synonymous NM_198276.2c.216A>G p.(=) 0.5 Predicted membrane proteinrs4672527 0.1117 YES 7.03E-1 (pos.62729674) Transmembrane protein 17MKS complex,ciliary membrane,ciliary transition zone,cilium assembly,integral component of membrane,non-motile cilium assembly,smoothened signaling pathwayCrohn Disease;Digestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesT=0, C=28 T=0.0, C=1.0 0.00001 408.702 28 T=0/0, C=16/12

chr5:72419267 T/C T C SNV TMEM171 TMEM171:exonic:NM_173490.7 1 47.62 2 missense NM_173490.7c.67T>C p.Phe23Leu 5.4 0 22 0.087 0.87(COSM4003581),0.87(COSM4999932)Transmembrane protein family 171rs638333 0.2834 YES 8.995E-2 (pos.72419267) acute_myeloid_leukaemia,ductal_carcinomaintegral component of membrane,protein binding T=11, C=10 T=0.5238, C=0.4762 0.00001 82.2861 21 T=6/5, C=7/3

chr7:143632265 A/G A G SNV OR2F2 OR2F2:upstream:NM_001004685.1 1 45.45 intronic NM_001004685.1c.-61A>G p.? 0.04 rs2240358 YES G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,detection of chemical stimulus involved in sensory perception of smell,integral component of membrane,olfactory receptor activity,plasma membrane,sensory perception of smellA=12, G=10 A=0.5455, G=0.4545 0.00001 82.0959 22 A=1/11, G=8/2

chr7:150500729 G/G A G SNV TMEM176A TMEM176A:exonic:NM_018487.2 1 100 5 missense NM_018487.2c.364A>G p.Thr122Ala -1.29 0.7 58 0 0(COSM1163465)CD20-like familyrs741064 0.2058 YES 9.49E-1 (pos.150500729) ductal_carcinoma integral component of membrane,negative regulation of dendritic cell differentiationA=0, G=71 A=0.0, G=1.0 0.00001 1111.48 71 A=0/0, G=19/52

chr7:144462951 T/T C T SNV TPK1 TPK1:intronic:NM_022445.3 1 100 intronic NM_022445.3c.115+22G>Ap.? -1.93 Thiamin pyrophosphokinase, catalytic domain,Thiamin pyrophosphokinase, vitamin B1 binding domainrs3779087 0.4138 YES 7.952E-1 (pos.144462951) Thiamine pyrophosphokinaseATP binding,cytosol,kinase activity,phosphorylation,thiamine binding,thiamine diphosphate biosynthetic process,thiamine diphosphokinase activity,thiamine metabolic process,thiamine-containing compound metabolic processPyrithiamine Pyrophosphate,ThiamineC=0, T=22 C=0.0, T=1.0 0.00001 298.891 22 C=0/0, T=18/4

chr7:14775823 C/C G C SNV DGKB DGKB:intronic:NM_001350705.1 1 100 intronic NM_001350705.1c.169-4C>Gp.? -0.33 0.04(COSM3950149),0.04(COSM3950150)Diacylglycerol kinase N-terminus,Diacylglycerol kinase accessory domain,Diacylglycerol kinase catalytic domain,EF hand,EF-hand domain,EF-hand domain pair,Phorbol esters/diacylglycerol binding domain (C1 domain)rs546131981,rs56288033,rs753620906,rs796192825,rs7962142190.1893 YES 1.027E-2 (pos.14775822),2.203E-2;0.0;3.855E-2;4.295E-2 (pos.14775823)acute_myeloid_leukaemia,adenocarcinoma,basal_cell_carcinoma,carcinoma,neoplasm,squamous_cell_carcinomaDiacylglycerol kinase, beta, 90kDDiabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Glucose Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesG=0, C=84 G=0.0, C=1.0 0.00001 1373.85 84 G=0/0, C=54/30

chr7:150490376 C/T C T SNV TMEM176B TMEM176B:exonic:NM_001101312.1 1 53.33 5 missense NM_001101312.1c.400G>A p.Ala134Thr 0.4 0.12 58 0.999 0.3(COSM3762487)CD20-like familyrs2072443 0.4174 YES 5.335E-1 (pos.150490376)adenocarcinoma animal organ morphogenesis,cell differentiation,integral component of membrane,negative regulation of dendritic cell differentiation,nuclear membraneC=14, T=16 C=0.4667, T=0.5333 0.00001 159.927 30 C=8/6, T=5/11

chr7:148463860 C/C T C SNV CUL1 CUL1:intronic:NM_003592.2 1 100 intronic NM_003592.2c.952+45T>Cp.? -2.26 Cullin family,Cullin protein neddylation domainrs1014095 0.2544 YES 6.709E-1 (pos.148463860) Cullin 1 Fc-epsilon receptor signaling pathway,G1/S transition of mitotic cell cycle,G2/M transition of mitotic cell cycle,NIK/NF-kappaB signaling,Parkin-FBXW7-Cul1 ubiquitin ligase complex,SCF complex assembly,SCF ubiquitin ligase complex,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway,animal organ morphogenesis,cell cycle arrest,cell proliferation,cellular iron ion homeostasis,cullin-RING ubiquitin ligase complex,cytosol,intrinsic apoptotic signaling pathway,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of cell proliferation,nucleoplasm,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein monoubiquitination,protein polyubiquitination,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent proteiDermatitis;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Hypersensitivity;Immune System Diseases;Mouth Diseases;Skin Diseases;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesT=0, C=33 T=0.0, C=1.0 0.00001 504.598 33 T=0/0, C=10/23

chr7:148480990 T/T C T SNV CUL1 CUL1:intronic:NM_003592.2 1 100 intronic NM_003592.2c.1191+8C>Tp.? -2.5 0.01(COSM4417400)Cullin family,Cullin protein neddylation domainrs10271133,rs7502877210.2278 YES 2.625E-1;0.0 (pos.148480990)acute_myeloid_leukaemiaCullin 1 Fc-epsilon receptor signaling pathway,G1/S transition of mitotic cell cycle,G2/M transition of mitotic cell cycle,NIK/NF-kappaB signaling,Parkin-FBXW7-Cul1 ubiquitin ligase complex,SCF complex assembly,SCF ubiquitin ligase complex,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,Wnt signaling pathway,animal organ morphogenesis,cell cycle arrest,cell proliferation,cellular iron ion homeostasis,cullin-RING ubiquitin ligase complex,cytosol,intrinsic apoptotic signaling pathway,negative regulation of G2/M transition of mitotic cell cycle,negative regulation of cell proliferation,nucleoplasm,positive regulation of ubiquitin-protein ligase activity involved in regulation of mitotic cell cycle transition,post-translational protein modification,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein monoubiquitination,protein polyubiquitination,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent proteiDermatitis;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Hypersensitivity;Immune System Diseases;Mouth Diseases;Skin Diseases;Skin Diseases, Vesiculobullous;Skin and Connective Tissue Diseases;Stevens-Johnson Syndrome;Stomatitis;Stomatognathic DiseasesC=0, T=36 C=0.0, T=1.0 0.00001 563.678 36 C=0/0, T=27/9

chr7:148543525 G/G A G SNV EZH2 EZH2:intronic:NM_004456.4 1 100 intronic NM_004456.4c.246+37T>Cp.? 0.2 SET domain,WD repeat binding protein EZH2rs10274535,rs7792653410.3098 YES 0.0 (pos.148543524),6.651E-1 (pos.148543525)Enhancer of zeste, Drosophila, homolog of, 2DNA binding,DNA methylation,ESC/E(Z) complex,G1 to G0 transition,RNA polymerase II core promoter sequence-specific DNA binding,cardiac muscle hypertrophy in response to stress,cellular response to hydrogen peroxide,cellular response to trichostatin A,cerebellar cortex development,chromatin DNA binding,chromatin binding,chromatin organization,core promoter binding,cytoplasm,hepatocyte homeostasis,hippocampus development,histone H3-K27 methylation,histone H3-K27 trimethylation,histone lysine methylation,histone methylation,histone methyltransferase activity,histone methyltransferase activity (H3-K27 specific),histone-lysine N-methyltransferase activity,liver regeneration,negative regulation of DNA binding transcription factor activity,negative regulation of G0 to G1 transition,negative regulation of G1/S transition of mitotic cell cycle,negative regulation of epidermal cell differentiation,negative regulation of gene expression, epigenetic,negative regulation of retinoic acid receptor signaling pathway,negativeAbnormalities, Multiple;Autoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Bone Marrow Diseases;Breast Diseases;Breast Neoplasms;Chromosome Disorders;Congenital Abnormalities;Congenital Hypothyroidism;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniosynostoses;Digestive System Diseases;Down Syndrome;Dwarfism;Dysostoses;Endocrine System Diseases;Endometrial Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Glomerulonephritis;Glomerulonephritis, IGA;Hand Deformities;Hand Deformities, Congenital;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypothyroidism;Immune System Diseases;Immunoproliferative Disorders;Intellectual Disability;Kidney Diseases;Leukemia;Leukemia, Megakaryoblastic, Acute;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Leukemia, Myelomonocytic, JuveniA=0, G=30 A=0.0, G=1.0 0.00001 446.639 30 A=0/0, G=9/21

chr7:148705221 G/G A G SNV PDIA4 PDIA4:intronic:NM_004911.4 1 100 intronic NM_004911.4c.1131+30T>Cp.? -1.2 Calsequestrin,Thioredoxin,Thioredoxin-like domainrs2306172 0.0037 YES 7.619E-1;0.0 (pos.148705221) RNA binding,cell,cell redox homeostasis,cell surface,chaperone-mediated protein folding,endoplasmic reticulum,endoplasmic reticulum lumen,extracellular space,melanosome,oxidation-reduction process,peptide disulfide oxidoreductase activity,protein binding,protein disulfide isomerase activity,protein folding,protein secretion,response to endoplasmic reticulum stressA=0, G=140 A=0.0, G=1.0 0.00001 2285.46 140 A=0/0, G=74/66

chr7:148705490 G/A G A SNV PDIA4 PDIA4:intronic:NM_004911.4 1 47.62 intronic NM_004911.4c.980-88C>Tp.? 0.42 Calsequestrin,Thioredoxin,Thioredoxin-like domainrs10272564 YES RNA binding,cell,cell redox homeostasis,cell surface,chaperone-mediated protein folding,endoplasmic reticulum,endoplasmic reticulum lumen,extracellular space,melanosome,oxidation-reduction process,peptide disulfide oxidoreductase activity,protein binding,protein disulfide isomerase activity,protein folding,protein secretion,response to endoplasmic reticulum stressG=22, A=20 G=0.5238, A=0.4762 0.00001 212.953 42 G=10/12, A=10/10

chr2:120438696 G/G A G SNV TMEM177 TMEM177:exonic:NM_001105199.1 1 100 2 synonymous NM_001105199.1c.267A>G p.(=) -0.08 rs939777 0 1.0 (pos.120438696) integral component of membrane A=0, G=45 A=0.0, G=1.0 0.00001 747.379 45 A=0/0, G=19/26

chr2:120439230 G/G C G SNV TMEM177 TMEM177:exonic:NM_001105199.1 1 100 2 missense NM_001105199.1c.801C>G p.Asp267Glu -1.93 45 0.04(COSM6352936) rs1983406,rs769597114 0.1562 YES 1.157E-4;0.0 (pos.120439228),8.109E-1;0.0;0.0 (pos.120439230)carcinoma integral component of membrane C=0, G=98 C=0.0, G=1.0 0.00001 1651.43 98 C=0/0, G=40/58

chr14:105070791 T/T G T SNV TMEM179 TMEM179:exonic:NM_001286389.1 1 100 1 synonymous NM_001286389.1c.288C>A p.(=) 0.73 0.29(COSM1562728),0.29(COSM4147852)rs3803313 0.2199 YES 4.671E-1 (pos.105070791)adenocarcinoma,neoplasm,transitional_cell_carcinomaintegral component of membrane G=0, T=52 G=0.0, T=1.0 0.00001 767.832 52 G=0/0, T=31/21

chr7:149484891 G/G A G SNV SSPO SSPO:intronic:NM_198455.2 1 100 intronic NM_198455.2c.3704+9A>Gp.? 0.13 C8 domain,F5/8 type C domain,Low-density lipoprotein receptor domain class A,Thrombospondin type 1 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs855688 0.141 YES 1.759E-1 (pos.149484891) Subcommissural organ spondincell adhesion,cell differentiation,extracellular space,negative regulation of peptidase activity,nervous system development,peptidase inhibitor activityA=0, G=40 A=0.0, G=1.0 0.00001 644.286 40 A=0/0, G=13/27

chr7:149487019 A/G A G SNV SSPO SSPO:intronic:NM_198455.2 1 50 intronic NM_198455.2c.4684+109A>Gp.? -0.04 C8 domain,F5/8 type C domain,Low-density lipoprotein receptor domain class A,Thrombospondin type 1 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs855696 YES Subcommissural organ spondincell adhesion,cell differentiation,extracellular space,negative regulation of peptidase activity,nervous system development,peptidase inhibitor activityA=38, G=38 A=0.5, G=0.5 0.00001 394.919 76 A=16/22, G=14/24

chr7:149487319 G/G C G SNV SSPO SSPO:intronic:NM_198455.2 1 100 intronic NM_198455.2c.4685-52C>Gp.? 2.17 C8 domain,F5/8 type C domain,Low-density lipoprotein receptor domain class A,Thrombospondin type 1 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs201175745,rs2579591,rs386719305,rs879291134YES Subcommissural organ spondincell adhesion,cell differentiation,extracellular space,negative regulation of peptidase activity,nervous system development,peptidase inhibitor activityC=0, G=39 C=0.0, G=1.0 0.00001 623.98 39 C=0/0, G=20/19

chr7:149500992 G/G A G SNV SSPO SSPO:intronic:NM_198455.2 1 100 intronic NM_198455.2c.8219+91A>Gp.? -0.11 C8 domain,F5/8 type C domain,Low-density lipoprotein receptor domain class A,Thrombospondin type 1 domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs4725830 YES Subcommissural organ spondincell adhesion,cell differentiation,extracellular space,negative regulation of peptidase activity,nervous system development,peptidase inhibitor activityA=0, G=25 A=0.0, G=1.0 0.00001 352.854 25 A=0/0, G=5/20

chr9:74360234 C/T C T SNV TMEM2 TMEM2:exonic:NM_013390.2 1 50 4 missense NM_013390.2c.734G>A p.Arg245Lys 1.75 1 26 0 G8 domain,Interleukin-like EMT inducerrs25688 0.0778 YES 1.296E-2 (pos.74360234) Transmembrane protein 2angiogenesis,cadherin binding,calcium ion binding,extracellular exosome,hyaluronan catabolic process,hyalurononglucosaminidase activity,integral component of membrane,integral component of plasma membrane,regulation of sprouting angiogenesisC=55, T=55 C=0.5, T=0.5 0.00001 563.57 110 C=21/34, T=27/28

chr7:149981830 G/G T G SNV ACTR3C ACTR3C:intronic:NM_001164458.1 1 100 intronic NM_001164458.1c.564+12A>Cp.? -1.08 Actin rs4725334 YES 9.887E-1 (pos.149981830) ATP binding,Arp2/3 complex-mediated actin nucleation,Arp2/3 protein complex,actin binding,biological_process,extracellular exosome,molecular_functionT=0, G=35 T=0.0, G=1.0 0.00001 543.904 35 T=0/0, G=17/18

chr11:61165280 A/A G A SNV TMEM216 TMEM216:exonic:NM_001173991.2 1 100 4 synonymous NM_001173991.2c.264G>A p.(=) -2.47 Predicted membrane proteinrs3741265 0.139 YES 9.66E-1 (pos.61165280) Transmembrane protein 216MKS complex,ciliary basal body-plasma membrane docking,cilium,cilium assembly,cytoskeleton,cytosol,integral component of membrane,protein bindingAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Chromosome Disorders;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Encephalocele;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Orofaciodigital Syndromes;Otorhinolaryngologic Diseases;Polycystic Kidney Diseases;Respiratory Tract Diseases;Sex Chromosome Disorders;Urologic DiseasesBenign/Likely benignG=0, A=27 G=0.0, A=1.0 0.00001 389.988 27 G=0/0, A=19/8

chr11:61165731 CA/CA C CA INDEL TMEM216 TMEM216:splicesite_3:NM_001173991.2 1 100 5 splicesite NM_001173991.2c.432-2C>CAp.? 1.26 Predicted membrane proteinrs11382548,rs8666694510.1411 YES 9.625E-1 (pos.61165731) Transmembrane protein 216MKS complex,ciliary basal body-plasma membrane docking,cilium,cilium assembly,cytoskeleton,cytosol,integral component of membrane,protein bindingAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Chromosome Disorders;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Encephalocele;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Orofaciodigital Syndromes;Otorhinolaryngologic Diseases;Polycystic Kidney Diseases;Respiratory Tract Diseases;Sex Chromosome Disorders;Urologic DiseasesBenign C=0, CA=34 C=0.0, CA=1.0 0.00001 524.186 34 C=0/0, CA=6/28

chr11:61165741 C/C G C SNV TMEM216 TMEM216:exonic:NM_001173991.2 1 100 5 missense NM_001173991.2c.440G>C p.Arg147Thr 0.79 0.01 71 0.002 0.69(COSM1582850)Predicted membrane proteinrs10897158 0.15 YES 9.588E-1;1.176E-4 (pos.61165741)secretory Transmembrane protein 216MKS complex,ciliary basal body-plasma membrane docking,cilium,cilium assembly,cytoskeleton,cytosol,integral component of membrane,protein bindingAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Chromosome Disorders;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dysostoses;Encephalocele;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;Orofaciodigital Syndromes;Otorhinolaryngologic Diseases;Polycystic Kidney Diseases;Respiratory Tract Diseases;Sex Chromosome Disorders;Urologic DiseasesBenign G=0, C=34 G=0.0, C=1.0 0.00001 524.183 34 G=0/0, C=6/28

chr17:10633181 A/G A G SNV

TMEM220,T

MEM220-

AS1 TMEM220-AS1:exonic_nc:NR_073458.1, TMEM220:utr_5:NM_001004313.11

50

1 utr_5 NM_001004313.1, NR_073458.1c.-13T>C p.? -1.54 Transmembrane family 220, helixrs3826448 0.3265 YES 4.219E-1;0.0 (pos.10633181) integral component of membrane A=30, G=30 A=0.5, G=0.5 0.00001 293.742 60 A=12/18, G=5/25

chr7:150438089 C/C T C SNV

GIMAP1-

GIMAP5,GI

MAP5 GIMAP1-GIMAP5:intronic:NM_001199577.1, GIMAP5:intronic:NM_018384.41

100

intronic NM_001199577.1, NM_018384.4c.655+74T>C, c.43+74T>Cp.?, p.? -0.09 50S ribosome-binding GTPase,AIG1 familyrs112619806,rs4725936 0.4173 YES GTPase, IMAP family, member 5GTP binding,endoplasmic reticulum,integral component of membrane,lysosome,mitochondrial outer membrane,protein bindingImmune System Diseases T=0, C=59 T=0.0, C=1.0 0.00001 885.368 59 T=0/0, C=13/46

chr19:17547292 G/G A G SNV TMEM221 TMEM221:exonic:NM_001190844.1 1 100 3 missense NM_001190844.1c.851T>C p.Met284Thr 0.34 0.53 81 0 0(COSM4131409)Jiraiya rs4808641 YES 8.182E-1 (pos.17547292) neoplasm integral component of membrane A=0, G=28 A=0.0, G=1.0 0.00001 408.718 28 A=0/0, G=16/12

chr7:150490431 C/G C G SNV TMEM176B TMEM176B:intronic:NM_001101312.1 1 53.33 intronic NM_001101312.1c.373-28G>Cp.? -0.02 CD20-like familyrs2072442 0.4235 YES 6.179E-1;5.838E-4 (pos.150490431) animal organ morphogenesis,cell differentiation,integral component of membrane,negative regulation of dendritic cell differentiation,nuclear membraneC=14, G=16 C=0.4667, G=0.5333 0.00001 159.925 30 C=8/6, G=5/11

chr11:123754844 C/C T C SNV TMEM225 TMEM225:exonic:NM_001013743.2 1 100 3 missense NM_001013743.2c.401A>G p.Asn134Ser -1.11 1 46 0 rs10893099 9.00E-04 1.0 (pos.123754844) acrosomal membrane,integral component of membrane,negative regulation of phosphatase activityT=0, C=37 T=0.0, C=1.0 0.00001 583.706 37 T=0/0, C=16/21

chr7:150558399 G/A G A SNV AOC1 AOC1:downstream:NM_001272072.1 1 51.92 intronic NM_001272072.1c.*102G>A p.? -0.14 rs2071517 YES amine metabolic process,bicellular tight junction,calcium ion binding,cellular response to azide,cellular response to copper ion,cellular response to copper ion starvation,cellular response to heparin,cellular response to histamine,copper ion binding,diamine oxidase activity,drug binding,extracellular exosome,extracellular region,extracellular space,heparin binding,histamine oxidase activity,methylputrescine oxidase activity,neutrophil degranulation,oxidation-reduction process,peroxisome,plasma membrane,primary amine oxidase activity,propane-1,3-diamine oxidase activity,protein complex binding,protein homodimerization activity,quinone binding,receptor activity,response to antibiotic,response to drug,specific granule lumen,xenobiotic metabolic process,zinc ion bindingCardiomegaly;Cardiovascular Diseases;Heart Diseases;Hypertension;Vascular DiseasesAmiloride,Copper,DiminazeneG=25, A=27 G=0.4808, A=0.5192 0.00001 267.711 52 G=15/10, A=17/10

chr7:150698879 G/G A G SNV NOS3 NOS3:intronic:NM_000603.4 1 100 intronic NM_000603.4c.1503-30A>Gp.? -0.34 FAD binding domain,Flavodoxin,Nitric oxide synthase, oxygenase domain,Oxidoreductase NAD-binding domainrs1800780 0.4635 YES 6.127E-1 (pos.150698879) Nanos, Drosophila, homolog of, 3,Nitric oxide synthase 3, endothelial cellFMN binding,Golgi membrane,NADP binding,NADPH-hemoprotein reductase activity,actin monomer binding,angiogenesis,arginine binding,arginine catabolic process,blood vessel remodeling,cadmium ion binding,calmodulin binding,caveola,cell redox homeostasis,cytoplasm,cytoskeleton,cytosol,endocytic vesicle membrane,endothelial cell migration,flavin adenine dinucleotide binding,heme binding,in utero embryonic development,iron ion binding,lipopolysaccharide-mediated signaling pathway,lung development,mitochondrion organization,negative regulation of blood pressure,negative regulation of calcium ion transport,negative regulation of cell proliferation,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of hydrolase activity,negative regulation of muscle hyperplasia,negative regulation of platelet activation,negative regulation of potassium ion transport,nitric oxide biosynthetic process,nitric oxide mediated signal transduction,nitric-oxide synthase activity,nucleus,Abruptio Placentae;Acute Kidney Injury;Adenocarcinoma;Alzheimer Disease;Aneurysm;Arrhythmias, Cardiac;Arterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Atrial Fibrillation;Autoimmune Diseases;Brain Diseases;Brain Infarction;Brain Ischemia;Breast Diseases;Breast Neoplasms;Carcinoma;Cardiac Complexes, Premature;Cardiomegaly;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Infarction;Cerebrovascular Disorders;Cleft Lip;Cleft Palate;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Artery Disease;Coronary Disease;Coronary Vasospasm;Craniofacial Abnormalities;Dementia;Diabetes Complications;Diabetes Mellitus;Diabetes Mellitus, Experimental;Diabetes Mellitus, Type 1;Diabetes Mellitus, Type 2;Diabetic Angiopathies;Diabetic Nephropathies;Diabetic Retinopathy;Digestive System Diseases;Digestive System Neoplasms;Duodenal Diseases;Dyslipidemias;Ear Diseases;Endocrine System Diseases;Enterocolitis;Enterocolitis, N(3S,5E)-3-propyl-3,4-dihydrothieno2,3-f1,4oxazepin-5(2H)-imine,1,2,4-Triazole-Carboxamidine,2,4-Diamino-6-Phenyl-5,6,7,8,-Tetrahydropteridine,2-Aminothiazoline,3-Bromo-7-Nitroindazole,5,6-Cyclic-Tetrahydropteridine,5-Nitroindazole,5-{4-(3,5-DIFLUOROBENZYL)AMINOPHENYL}-6-ETHYLPYRIMIDINE-2,4-DIAMINE,6-Nitroindazole,6S-5,6,7,8-Tetrahydrobiopterin,7-Nitroindazole,7-Nitroindazole-2-Carboxamidine,Apremilast,Cacodylic acid,Doxorubicin,ETHYL 4-(4-METHYLPYRIDIN-2-YL)AMINOPIPERIDINE-1-CARBOXYLATE,L-2-Amino-4-(Guanidinooxy)Butyric Acid,L-Arginine,L-Citrulline,L-Homoarginine,L-N(Omega)-Nitroarginine-(4r)-Amino-L-Proline Amide,L-N(Omega)-Nitroarginine-2,4-L-Diaminobutyric Amide,Miconazole,N,N-dimethylarginine,N-(3-(Aminomethyl)Benzyl)Acetamidine,N-(Chlorophenyl)-N'-Hydroxyguanidine,N-Omega-Hydroxy-L-Arginine,N-{(3R,4S)-4-(6-amino-4-methylpyridin-2-yl)methylpyrrolidin-3-yl}-N'-(3-chlorobenzyl)ethane-1,2-diamine,N-{(3S,4S)-4-(6-AMINO-4-METHYLPYRIDIN-2-YL)METHYLPYRROLIDIN-3-YL}-N'-(4-CHLOROBENZYL)ETHANE-1,2-DIAMINE,N-{(4s)-4A=0, G=103 A=0.0, G=1.0 0.00001 1609.5 103 A=0/0, G=44/59

chr7:150720902 G/G A G SNV ATG9B ATG9B:intronic_nc:NR_073169.1 1 100 intronic NR_073169.1 -2.09 Autophagy protein Apg9rs13307588 YES Autophagy 9, S. cerevisiae, homolog of, B A=0, G=24 A=0.0, G=1.0 0.00001 334.784 24 A=0/0, G=7/17

chr7:150747746 G/G A G SNV ASIC3 ASIC3:intronic:NM_020321.3 1 100 intronic NM_020321.3c.813+51A>Gp.? -1.45 Amiloride-sensitive sodium channelrs2288645 0.1965 YES 7.843E-1 (pos.150747746) Cation channel, amiloride-sensitive, neuronal 3PDZ domain binding,acid-sensing ion channel activity,cation channel activity,cytoplasm,detection of chemical stimulus involved in sensory perception of pain,detection of mechanical stimulus involved in sensory perception of pain,detection of temperature stimulus involved in sensory perception of pain,enterobactin transmembrane transporter activity,enterobactin transport,integral component of membrane,integral component of plasma membrane,ion transmembrane transport,plasma membrane,response to acidic pH,response to heat,sensory perception,sensory perception of sour taste,signal transduction,sodium channel activity,sodium ion transmembrane transport,transportAgmatine A=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=10/10

chr7:150752066 C/C T C SNV CDK5 CDK5:intronic:NM_004935.3 1 100 intronic NM_004935.3c.650+48A>Gp.? -5.49 Protein kinase domain,Protein tyrosine kinasers891507 0.1575 YES 9.637E-1 (pos.150752066) Cyclin-dependent kinase 5ATP binding,ErbB-2 class receptor binding,ErbB-3 class receptor binding,Schwann cell development,acetylcholine receptor activator activity,axon,axon extension,behavioral response to cocaine,calcium ion import,cell cycle,cell division,cell junction,cell proliferation,cell-matrix adhesion,cellular response to amyloid-beta,central nervous system neuron development,cerebellar cortex formation,chemical synaptic transmission,corpus callosum development,cortical actin cytoskeleton organization,cyclin-dependent protein kinase 5 holoenzyme complex,cyclin-dependent protein serine/threonine kinase activity,cytoplasm,cytoskeletal protein binding,cytoskeleton,cytosol,dendrite,dendrite morphogenesis,ephrin receptor binding,excitatory postsynaptic potential,filopodium,growth cone,hippocampus development,intracellular protein transport,kinase activity,lamellipodium,layer formation in cerebral cortex,membrane,motor neuron axon guidance,negative regulation of axon extension,negative regulation of cell cycle,negative regulationNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases6-PHENYL5HPYRROLO2,3-BPYRAZINE,Alsterpaullone,Alvocidib,Hymenialdisine,Indirubin-3'-Monoxime,Olomoucine,SU9516T=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=9/14

chr11:123753937 A/G A G SNV TMEM225 TMEM225:exonic:NM_001013743.2 1 97.3 4 missense NM_001013743.2c.586T>C p.Cys196Arg -2.35 0.36 180 0 0(COSM5765636) rs1939927 0.1248 YES 8.318E-1 (pos.123753937)adenocarcinoma acrosomal membrane,integral component of membrane,negative regulation of phosphatase activityA=1, G=36 A=0.027, G=0.973 0.00001 551.739 37 A=1/0, G=19/17

chr7:150778524 G/A G A SNV

FASTK,TMUB

1 FASTK:upstream:NM_006712.4, TMUB1:utr_3:NM_001136044.1 1
95.83

intronic NM_006712.4, NM_001136044.1c.-671C>T, c.853C>Tp.?, p.? 0.38 Ubiquitin family,Ubiquitin-2 like Rad60 SUMO-likers4725387 YES Fas-activated serine/threonine kinase,Transmembrane and ubiquitin-like domain-containing protein 1ATP binding,Fas-activated serine/threonine kinase activity,RNA binding,apoptotic signaling pathway,cell junction,cytosol,integral component of membrane,microtubule organizing center,mitochondrial matrix,nucleolus,nucleoplasm,postsynaptic membrane,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,recycling endosome,regulation of RNA splicing,ubiquitin-dependent ERAD pathwayG=3, A=69 G=0.0417, A=0.9583 0.00001 1038.24 72 G=0/3, A=68/1

chr6:130154667 C/C T C SNV TMEM244 TMEM244:exonic:NM_001010876.1 1 100 4 missense NM_001010876.1c.257A>G p.Glu86Gly 4.3 0 98 0.996 0.89(COSM4160176) rs9492393 0.3429 YES 1.982E-1 (pos.130154667)basal_cell_carcinoma,neoplasmintegral component of membrane T=0, C=95 T=0.0, C=1.0 0.00001 1597.02 95 T=0/0, C=45/50

chr7:150825839 G/A G A SNV AGAP3 AGAP3:intronic:NM_031946.6 1 50 intronic NM_031946.6c.1326+68G>Ap.? -0.51 Ankyrin repeats (3 copies),Putative GTPase activating protein for Arf,Ras familyrs7808252 YES ARF GTPase-activating protein with GTPase domain, ankyrin repeat, and pleckstrin homology domain 3GTP binding,GTPase activator activity,GTPase activity,cytoplasm,membrane,metal ion binding,positive regulation of GTPase activity,signal transductionG=13, A=13 G=0.5, A=0.5 0.00001 119.162 26 G=4/9, A=2/11

chr6:130154686 G/G A G SNV TMEM244 TMEM244:exonic:NM_001010876.1 1 100 4 missense NM_001010876.1c.238T>C p.Phe80Leu 0.23 1 22 0 0.06(COSM4160177) rs4629709 0.1808 YES 3.369E-1 (pos.130154686)acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinoma,neoplasmintegral component of membrane A=0, G=96 A=0.0, G=1.0 0.00001 1530.44 96 A=0/0, G=45/51

chr6:130152479 T/C T C SNV TMEM244 TMEM244:exonic:NM_001010876.1 1 50 5 synonymous NM_001010876.1c.372A>G p.(=) -1.95 0(COSM4416061) rs7758540 0.3531 YES 1.408E-1 (pos.130152479)acute_myeloid_leukaemia,carcinomaintegral component of membrane T=37, C=37 T=0.5, C=0.5 0.00001 381.508 74 T=19/18, C=15/22

chr7:151048484 A/A G A SNV NUB1 NUB1:intronic:NM_001243351.1 1 100 intronic NM_001243351.1c.358-26G>Ap.? -0.93 UBA/TS-N domainrs449081 0.2868 YES 8.947E-1 (pos.151048484) Negative regulator of ubiquitin-like proteins 1cytosol,nucleolus,nucleus,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,post-translational protein modification,protein binding,protein ubiquitination,response to interferon-gamma,response to tumor necrosis factor,ubiquitin-dependent protein catabolic processG=0, A=38 G=0.0, A=1.0 0.00001 603.786 38 G=0/0, A=23/15

chr7:151053043 G/G A G SNV NUB1 NUB1:intronic:NM_001243351.1 1 100 intronic NM_001243351.1c.670+7A>Gp.? -0.25 UBA/TS-N domainrs446886 0.3312 YES 8.903E-1 (pos.151053043) Negative regulator of ubiquitin-like proteins 1cytosol,nucleolus,nucleus,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,post-translational protein modification,protein binding,protein ubiquitination,response to interferon-gamma,response to tumor necrosis factor,ubiquitin-dependent protein catabolic processA=0, G=70 A=0.0, G=1.0 0.00001 1088.16 70 A=0/0, G=41/29

chr9:111782670 A/A G A SNV TMEM245 TMEM245:utr_3:NM_032012.3 1 100 18 utr_3 NM_032012.3c.2710C>T p.? 0.56 AI-2E family transporterrs10816767 0.4774 YES 4.069E-1 (pos.111782670) biological_process,integral component of membrane,molecular_functionMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=0, A=26 G=0.0, A=1.0 0.00001 361.681 26 G=0/0, A=14/12

chr7:151668225 T/T A T SNV GALNTL5 GALNTL5:intronic:NM_145292.3 1 100 intronic NM_145292.3c.368+75A>Tp.? -1 Glycosyl transferase family 2,Glycosyltransferase like family 2rs1919521,rs59993749,rs752153937,rs765955241,rs772651043YES UDP-N-acetyl-alpha-D-galactosamine:polypeptide N-acetylgalactosaminyltransferase-like 5integral component of membrane,late endosome membrane,metal ion binding,protein glycosylation,spermatid development,transferase activity,transferase activity, transferring glycosyl groupsA=0, T=41 A=0.0, T=1.0 0.00001 646.442 41 A=0/0, T=7/34

chr9:111868885 G/A G A SNV TMEM245 TMEM245:exonic:NM_032012.3 1 50 3 synonymous NM_032012.3c.702C>T p.(=) 0.55 0.46(COSM4163199)AI-2E family transporterrs2271878 0.2788 YES 2.888E-1 (pos.111868885)acute_myeloid_leukaemia,carcinoma,hepatocellular_carcinoma,neoplasmbiological_process,integral component of membrane,molecular_functionMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=14, A=14 G=0.5, A=0.5 0.00001 131.941 28 G=6/8, A=9/5

chr14:57052511 T/T G T SNV TMEM260 TMEM260:exonic:NM_017799.3 1 100 3 synonymous NM_017799.3c.225G>T p.(=) -0.04 0.31(COSM3999297)Dolichyl-phosphate-mannose-protein mannosyltransferase,Protein of unknown function (DUF2723)rs3737171,rs772072020 0.4101 YES 5.377E-1;0.0;0.0 (pos.57052511)acute_myeloid_leukaemiaTransmembrane protein 260integral component of membrane G=0, T=25 G=0.0, T=1.0 0.00001 353.019 25 G=0/0, T=11/14

chr7:1518336 G/A G A SNV INTS1 INTS1:intronic:NM_001080453.2 1 50 intronic NM_001080453.2c.4489+26C>Tp.? 0.04 Protein of unknown function (DUF3677)rs11977356 0.3966 YES 7.118E-1 (pos.1518336) Integrator complex subunit 1U2 snRNA 3'-end processing,integral component of membrane,integrator complex,membrane,nuclear membrane,nucleoplasm,snRNA processing,snRNA transcription from RNA polymerase II promoterG=12, A=12 G=0.5, A=0.5 0.00001 106.709 24 G=5/7, A=7/5

chr11:64855986 A/G A G SNV

TMEM262,Z

FPL1 ZFPL1:downstream:NM_006782.3, TMEM262:exonic:NM_001242631.21
97.3

3 missense NM_006782.3, NM_001242631.2c.*400A>G, c.260T>Cp.?, p.Val87Ala 4.72 1 64 0.002 0.93(COSM4146093) rs2282498 YES 1.313E-1 (pos.64855986) ductal_carcinoma,neoplasm,squamous_cell_carcinomaDNA binding,Golgi apparatus,integral component of membrane,nucleus,regulation of transcription, DNA-templated,vesicle-mediated transport,zinc ion bindingA=1, G=36 A=0.027, G=0.973 0.00001 551.745 37 A=1/0, G=12/24

chr7:1523240 G/C G C SNV INTS1 INTS1:intronic:NM_001080453.2 1 50 intronic NM_001080453.2c.3541+138C>Gp.? -0.01 Protein of unknown function (DUF3677)rs550473125 0.0 (pos.1523240) Integrator complex subunit 1U2 snRNA 3'-end processing,integral component of membrane,integrator complex,membrane,nuclear membrane,nucleoplasm,snRNA processing,snRNA transcription from RNA polymerase II promoterG=22, C=22 G=0.5, C=0.5 0.00001 243.012 44 G=9/13, C=15/7

chr7:152511598 T/T C T SNV ACTR3B ACTR3B:intronic:NM_020445.5 1 100 intronic NM_020445.5c.337-37C>Tp.? 0.71 Actin rs34032313 8.686E-1 (pos.152511598) ATP binding,Arp2/3 complex-mediated actin nucleation,Arp2/3 protein complex,actin binding,biological_process,cell projection,cytoplasm,extracellular exosome,molecular_functionC=0, T=58 C=0.0, T=1.0 0.00001 860.045 58 C=0/0, T=40/18

chr7:15458033 G/G C G SNV AGMO AGMO:intronic:NM_001004320.1 1 100 intronic NM_001004320.1c.609+150G>Cp.? 2.99 Fatty acid hydroxylase superfamilyrs4469360 YES Alkylglycerol monooxygenaseendoplasmic reticulum,endoplasmic reticulum membrane,ether lipid metabolic process,glyceryl-ether monooxygenase activity,integral component of membrane,iron ion binding,membrane lipid metabolic process,oxidation-reduction process,triglyceride biosynthetic processNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionC=0, G=57 C=0.0, G=1.0 0.00001 852.806 57 C=0/0, G=38/19

chr7:154679447 A/A G A SNV DPP6 DPP6:intronic:NM_130797.3 1 100 intronic NM_130797.3c.2304+3G>Ap.? 0.63 Dipeptidyl peptidase IV (DPP IV) N-terminal region,Prolyl oligopeptidase family,WD40-like Beta Propeller Repeatrs940378 0.0369 YES 9.998E-1 (pos.154679447) Dipeptidylpeptidase VIdipeptidyl-peptidase activity,extracellular exosome,integral component of membrane,plasma membrane,potassium channel regulator activity,protein localization to plasma membrane,proteolysis,regulation of molecular function,regulation of potassium ion transmembrane transport,serine-type peptidase activity,voltage-gated potassium channel complexAmyotrophic Lateral Sclerosis;Arrhythmias, Cardiac;Attention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Cardiovascular Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Heart Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Metabolic Diseases;Microcephaly;Motor Neuron Disease;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neurodevelopmental Disorders;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Pancreatic Diseases;Pancreatic Neoplasms;Proteostasis Deficiencies;Spinal Cord Diseases;TDP-43 Proteinopathies;Ventricular FibrillationG=0, A=63 G=0.0, A=1.0 0.00001 958.912 63 G=0/0, A=50/13

chr7:154748908 A/A G A SNV PAXIP1 PAXIP1:intronic:NM_007349.3 1 100 intronic NM_007349.3c.2549+26C>Tp.? -3.64 BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Regulator of Ty1 transposition protein 107 BRCT domain,twin BRCT domainrs111310745,rs3817480 0.4136 YES 6.034E-1 (pos.154748908) PAX transcription activation domain-interacting protein 1DNA damage response, signal transduction by p53 class mediator,DNA recombination,MLL3/4 complex,adipose tissue development,chorion development,chromosome,double-strand break repair via nonhomologous end joining,endothelial cell migration,histone H3-K4 methylation,histone methyltransferase complex,nuclear matrix,nucleoplasm,nucleus,positive regulation of histone H3-K36 methylation,positive regulation of histone H3-K4 methylation,positive regulation of histone acetylation,positive regulation of isotype switching,positive regulation of isotype switching to IgG isotypes,positive regulation of protein ubiquitination,positive regulation of response to DNA damage stimulus,positive regulation of transcription initiation from RNA polymerase II promoter,protein binding,regulation of cell cycle G2/M phase transition,response to ionizing radiation,transcription, DNA-templated,vasculogenesisAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesG=0, A=59 G=0.0, A=1.0 0.00001 881.596 59 G=0/0, A=33/26

chr7:154760889 C/C A C SNV PAXIP1 PAXIP1:intronic:NM_007349.3 1 100 intronic NM_007349.3c.1075-53T>Gp.? 0.39 BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Regulator of Ty1 transposition protein 107 BRCT domain,twin BRCT domainrs3800580 YES PAX transcription activation domain-interacting protein 1DNA damage response, signal transduction by p53 class mediator,DNA recombination,MLL3/4 complex,adipose tissue development,chorion development,chromosome,double-strand break repair via nonhomologous end joining,endothelial cell migration,histone H3-K4 methylation,histone methyltransferase complex,nuclear matrix,nucleoplasm,nucleus,positive regulation of histone H3-K36 methylation,positive regulation of histone H3-K4 methylation,positive regulation of histone acetylation,positive regulation of isotype switching,positive regulation of isotype switching to IgG isotypes,positive regulation of protein ubiquitination,positive regulation of response to DNA damage stimulus,positive regulation of transcription initiation from RNA polymerase II promoter,protein binding,regulation of cell cycle G2/M phase transition,response to ionizing radiation,transcription, DNA-templated,vasculogenesisAlzheimer Disease;Brain Diseases;Central Nervous System Diseases;Dementia;Mental Disorders;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;TauopathiesA=0, C=91 A=0.0, C=1.0 0.00001 1513.81 91 A=0/0, C=31/60

chr7:155093826 T/C T C SNV INSIG1 INSIG1:intronic:NM_005542.5 1 97.06 intronic NM_005542.5c.538-135T>Cp.? -0.77 Insulin-induced protein (INSIG)rs77130377 YES Insulin-induced gene 1SREBP signaling pathway,SREBP-SCAP-Insig complex,cell proliferation,cholesterol biosynthetic process,cholesterol metabolic process,cranial suture morphogenesis,endoplasmic reticulum,endoplasmic reticulum membrane,inner ear morphogenesis,integral component of membrane,metabolic process,middle ear morphogenesis,negative regulation of cargo loading into COPII-coated vesicle,negative regulation of fat cell differentiation,negative regulation of fatty acid biosynthetic process,negative regulation of steroid biosynthetic process,palate development,protein binding,triglyceride metabolic processMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalT=2, C=66 T=0.0294, C=0.9706 0.00001 989.134 68 T=2/0, C=34/32

chr7:155094592 T/T C T SNV INSIG1 INSIG1:intronic:NM_005542.5 1 100 intronic NM_005542.5c.804+36C>Tp.? -0.81 Insulin-induced protein (INSIG)rs9768652 0.1384 YES 3.177E-1;0.0 (pos.155094592) Insulin-induced gene 1SREBP signaling pathway,SREBP-SCAP-Insig complex,cell proliferation,cholesterol biosynthetic process,cholesterol metabolic process,cranial suture morphogenesis,endoplasmic reticulum,endoplasmic reticulum membrane,inner ear morphogenesis,integral component of membrane,metabolic process,middle ear morphogenesis,negative regulation of cargo loading into COPII-coated vesicle,negative regulation of fat cell differentiation,negative regulation of fatty acid biosynthetic process,negative regulation of steroid biosynthetic process,palate development,protein binding,triglyceride metabolic processMammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalC=0, T=44 C=0.0, T=1.0 0.00001 726.569 44 C=0/0, T=7/37

chr7:155530363 G/G A G SNV RBM33 RBM33:intronic:NM_053043.2 1 100 intronic NM_053043.2c.1393+7A>Gp.? -0.29 0.01(COSM4417319),0.01(COSM4417320)rs2249337 0.1928 YES 3.31E-1 (pos.155530363) acute_myeloid_leukaemia,basal_cell_carcinomaRNA binding,nucleic acid binding A=0, G=112 A=0.0, G=1.0 0.00001 1767.96 112 A=0/0, G=61/51

chr7:73275501 C/C T C SNV TMEM270 TMEM270:utr_5:NM_182504.3 1 100 1 utr_5 NM_182504.3c.-24T>C p.? -0.56 Williams-Beuren syndrome chromosomal region 28 protein homologuers11770024 0.2518 YES 6.466E-1 (pos.73275501) integral component of membrane T=0, C=22 T=0.0, C=1.0 0.00001 298.891 22 T=0/0, C=17/5

chr7:73275565 A/A T A SNV TMEM270 TMEM270:exonic:NM_182504.3 1 100 1 missense NM_182504.3c.41T>A p.Ile14Asn 2.01 0.01 149 0.835 Williams-Beuren syndrome chromosomal region 28 protein homologuers11770052 0.2524 YES 6.471E-1 (pos.73275565) integral component of membrane T=0, A=21 T=0.0, A=1.0 0.00001 285.67 21 T=0/0, A=14/7

chr14:61747644 G/G A G SNV TMEM30B TMEM30B:exonic:NM_001017970.2 1 100 1 synonymous NM_001017970.2c.222T>C p.(=) 0.76 0.03(COSM3749279)LEM3 (ligand-effect modulator 3) family / CDC50 familyrs3196765 0.1276 YES 8.579E-1 (pos.61747644) adenocarcinoma,hepatocellular_carcinoma,neoplasmTransmembrane protein 30Baminophospholipid transport,aminophospholipid transporter activity,integral component of membrane,plasma membrane,positive regulation of protein exit from endoplasmic reticulum,protein bindingMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=9/15

chr3:194349178 T/T C T SNV TMEM44 TMEM44:exonic:NM_001166305.1 1 100 2 synonymous NM_001166305.1c.198G>A p.(=) -5.8 rs1563970 0.3393 YES 4.873E-1 (pos.194349178) L-lysine transmembrane transporter activity,arginine transmembrane transporter activity,basic amino acid transmembrane transporter activity,integral component of membrane,lysosomal membraneC=0, T=33 C=0.0, T=1.0 0.00001 504.597 33 C=0/0, T=14/19

chr1:15546077 A/A G A SNV TMEM51 TMEM51:exonic:NM_018022.2 1 100 3 synonymous NM_018022.2c.600G>A p.(=) -2.25 0.11(COSM3747568)Transmembrane protein 51rs3753313 0.3535 YES 5.687E-2 (pos.15546077) hepatocellular_carcinoma biological_process,cellular_component,integral component of membrane,molecular_function,protein bindingG=0, A=40 G=0.0, A=1.0 0.00001 644.285 40 G=0/0, A=12/28

chr7:157873975 C/C T C SNV PTPRN2 PTPRN2:intronic:NM_002847.4 1 100 intronic NM_002847.4c.1723+15A>Gp.? -0.14 Protein-tyrosine phosphatase,Protein-tyrosine phosphatase receptor IA-2,RESP18 domainrs3800863,rs386720257,rs7493260610.3492 YES 1.157E-4;1.157E-4 (pos.157873961),9.335E-1 (pos.157873975)Protein-tyrosine phosphatase, receptor-type, N, polypeptide 2cell junction,endoplasmic reticulum lumen,ficolin-1-rich granule membrane,insulin secretion involved in cellular response to glucose stimulus,integral component of plasma membrane,lipid metabolic process,negative regulation of GTPase activity,neurotransmitter secretion,neutrophil degranulation,peptidyl-tyrosine dephosphorylation,plasma membrane,protein dephosphorylation,protein tyrosine phosphatase activity,receptor complex,secretory granule membrane,synaptic vesicle membrane,terminal bouton,transmembrane receptor protein tyrosine phosphatase activityEye Diseases;Myopia;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Refractive ErrorsT=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=11/20



chr14:77697967 G/G A G SNV TMEM63C TMEM63C:exonic:NM_020431.3 1 100 7 synonymous NM_020431.3c.387A>G p.(=) -3.14 Calcium-dependent channel, 7TM region, putative phosphate,Cytosolic domain of 10TM putative phosphate transporter,Late exocytosis, associated with Golgi transportrs375566 0 1.0 (pos.77697967) calcium activated cation channel activity,cation transmembrane transport,cation transport,integral component of membraneA=0, G=28 A=0.0, G=1.0 0.00001 408.714 28 A=0/0, G=17/11

chr7:158455089 A/A G A SNV NCAPG2 NCAPG2:intronic:NM_017760.6 1 100 intronic NM_017760.6c.1816-30C>Tp.? 0.05 Condensin II non structural maintenance of chromosomes subunitrs4484634 0.1146 YES 9.764E-1 (pos.158455089) Non-SMC condensin II complex subunit G2cell cycle,cell division,chromosome condensation,condensin complex,inner cell mass cell proliferation,membrane,methylated histone binding,nuclear speck,nucleoplasm,nucleusG=0, A=21 G=0.0, A=1.0 0.00001 281.154 21 G=0/0, A=14/7

chr7:158456710 T/T C T SNV NCAPG2 NCAPG2:intronic:NM_017760.6 1 100 intronic NM_017760.6c.1815+166G>Ap.? 0.12 Condensin II non structural maintenance of chromosomes subunitrs10227735 YES Non-SMC condensin II complex subunit G2cell cycle,cell division,chromosome condensation,condensin complex,inner cell mass cell proliferation,membrane,methylated histone binding,nuclear speck,nucleoplasm,nucleusC=0, T=24 C=0.0, T=1.0 0.00001 334.765 24 C=0/0, T=16/8

chr7:158457095 C/C G C SNV NCAPG2 NCAPG2:intronic:NM_017760.6 1 100 intronic NM_017760.6c.1703-107C>Gp.? 0.39 Condensin II non structural maintenance of chromosomes subunitrs2290392 YES Non-SMC condensin II complex subunit G2cell cycle,cell division,chromosome condensation,condensin complex,inner cell mass cell proliferation,membrane,methylated histone binding,nuclear speck,nucleoplasm,nucleusG=0, C=58 G=0.0, C=1.0 0.00001 914.745 58 G=0/0, C=3/55

chr7:158566138 C/C T C SNV ESYT2 ESYT2:intronic:NM_020728.2 1 100 intronic NM_020728.2c.892-51A>Gp.? -0.29 C2 domain,Synaptotagmin-like mitochondrial-lipid-binding domainrs842447 0.1192 YES 5.345E-1 (pos.158566138) Extended synaptotagmin-like protein 2cadherin binding,calcium ion binding,calcium-dependent phospholipid binding,endocytosis,endoplasmic reticulum membrane,extrinsic component of cytoplasmic side of plasma membrane,glycosphingolipid metabolic process,identical protein binding,integral component of membrane,integral component of plasma membrane,intrinsic component of endoplasmic reticulum membrane,lipid binding,lipid transport,membrane,organelle membrane contact site,phosphatidylcholine binding,phosphatidylethanolamine binding,phosphatidylinositol binding,protein bindingT=0, C=60 T=0.0, C=1.0 0.00001 876.174 60 T=0/0, C=20/40

chr8:109797032 A/G A G SNV TMEM74 TMEM74:exonic:NM_153015.2 1 50 2 missense NM_153015.2c.296T>C p.Val99Ala 4.46 64 Neurensin Transmembrane protein 74autophagosome membrane,cytoplasmic vesicle,integral component of membrane,lysosomal membrane,macroautophagy,protein bindingA=14, G=14 A=0.5, G=0.5 0.00001 131.941 28 A=4/10, G=5/9

chr1:205052939 A/A G A SNV TMEM81 TMEM81:exonic:NM_203376.1 1 100 1 synonymous NM_203376.1c.510C>T p.(=) -0.55 rs4950979 0.1426 YES 9.711E-1 (pos.205052939) integral component of membrane G=0, A=60 G=0.0, A=1.0 0.00001 903.524 60 G=0/0, A=30/30

chr7:158719084 T/T C T SNV WDR60 WDR60:intronic:NM_018051.4 1 100 intronic NM_018051.4c.2372-9C>Tp.? 0.47 rs2244789 0.2086 YES 9.152E-1 (pos.158719084) WD repeat containing protein 60ATP-dependent microtubule motor activity, plus-end-directed,centrosome,ciliary base,ciliary tip,cilium,cilium assembly,cytoplasmic dynein complex,dynein heavy chain binding,dynein light chain binding,embryonic skeletal system morphogenesis,extracellular exosome,extracellular space,interphase microtubule organizing center,intraciliary transport involved in cilium assembly,microtubule-based movement,pericentriolar material,protein binding,spindle poleAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Genetic Diseases, Inborn;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Polydactyly;Short Rib-Polydactyly Syndrome;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesC=0, T=25 C=0.0, T=1.0 0.00001 353.019 25 C=0/0, T=11/14

chr7:158726798 TC/TC T TC INDEL WDR60 WDR60:intronic:NM_018051.4 1 100 intronic NM_018051.4c.2547-22T>TCp.? 0.04 rs34181207 0.1843 YES 9.477E-1 (pos.158726798) WD repeat containing protein 60ATP-dependent microtubule motor activity, plus-end-directed,centrosome,ciliary base,ciliary tip,cilium,cilium assembly,cytoplasmic dynein complex,dynein heavy chain binding,dynein light chain binding,embryonic skeletal system morphogenesis,extracellular exosome,extracellular space,interphase microtubule organizing center,intraciliary transport involved in cilium assembly,microtubule-based movement,pericentriolar material,protein binding,spindle poleAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Genetic Diseases, Inborn;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Polydactyly;Short Rib-Polydactyly Syndrome;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesT=0, TC=32 T=0.0, TC=1.0 0.00001 485.141 32 T=0/0, TC=13/19

chr7:158727015 CT/CT C CT INDEL WDR60 WDR60:intronic:NM_018051.4 1 100 intronic NM_018051.4c.2647-94C>CTp.? 0.07 rs200977903,rs35962377,rs397712487,rs397726398YES WD repeat containing protein 60ATP-dependent microtubule motor activity, plus-end-directed,centrosome,ciliary base,ciliary tip,cilium,cilium assembly,cytoplasmic dynein complex,dynein heavy chain binding,dynein light chain binding,embryonic skeletal system morphogenesis,extracellular exosome,extracellular space,interphase microtubule organizing center,intraciliary transport involved in cilium assembly,microtubule-based movement,pericentriolar material,protein binding,spindle poleAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Genetic Diseases, Inborn;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Polydactyly;Short Rib-Polydactyly Syndrome;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesC=0, CT=125C=0.0, CT=1.0 0.00001 1623.39 125 C=0/0, CT=88/37

chr1:16069644 T/T C T SNV TMEM82 TMEM82:exonic:NM_001013641.2 1 100 3 synonymous NM_001013641.2c.291C>T p.(=) -0.98 Transmembrane protein 82rs11584945 0.2774 YES 3.599E-2;0.0 (pos.16069644) integral component of membrane C=0, T=32 C=0.0, T=1.0 0.00001 485.136 32 C=0/0, T=14/18

chr7:16577376 A/A G A SNV LRRC72 LRRC72:intronic:NM_001195280.1 1 100 intronic NM_001195280.1c.234+55G>Ap.? -0.2 Leucine-rich repeatrs6961390 YES G=0, A=39 G=0.0, A=1.0 0.00001 623.979 39 G=0/0, A=17/22

chr7:16598655 A/A G A SNV LRRC72 LRRC72:intronic:NM_001195280.1 1 100 intronic NM_001195280.1c.427+31G>Ap.? -0.31 Leucine-rich repeatrs6979816 YES 6.77E-1 (pos.16598655) G=0, A=22 G=0.0, A=1.0 0.00001 298.89 22 G=0/0, A=8/14

chr7:16605818 A/A G A SNV LRRC72 LRRC72:intronic:NM_001195280.1 1 100 intronic NM_001195280.1c.428-120G>Ap.? 0.07 Leucine-rich repeatrs499608 YES G=0, A=37 G=0.0, A=1.0 0.00001 583.548 37 G=0/0, A=22/15

chr19:55738634 C/C T C SNV TMEM86B TMEM86B:exonic:NM_173804.4 1 100 3 missense NM_173804.4c.596A>G p.His199Arg 1.07 1 29 0 YhhN family rs4644955 0.0952 YES 9.116E-1;1.19E-4 (pos.55738634) alkenylglycerophosphocholine hydrolase activity,alkenylglycerophosphoethanolamine hydrolase activity,cytoplasm,endoplasmic reticulum membrane,ether hydrolase activity,ether lipid metabolic process,integral component of membrane,membrane,phosphatidylcholine acyl-chain remodeling,protein bindingT=0, C=25 T=0.0, C=1.0 0.00001 353.004 25 T=0/0, C=21/4

chr7:16834551 A/A C A SNV AGR2 AGR2:intronic:NM_006408.3 1 100 intronic NM_006408.3c.478+9G>Tp.? -0.51 Thioredoxin-likers4719480 0.1514 YES 9.588E-1 (pos.16834551) Anterior gradient 2, Xenopus, homolog ofcell differentiation,digestive tract morphogenesis,dystroglycan binding,endoplasmic reticulum,epidermal growth factor receptor binding,extracellular space,lung goblet cell differentiation,mitochondrion,mucus secretion,negative regulation of cell death,positive regulation of IRE1-mediated unfolded protein response,positive regulation of PERK-mediated unfolded protein response,positive regulation of cell-substrate adhesion,positive regulation of developmental growth,positive regulation of epidermal growth factor receptor signaling pathway,positive regulation of gene expression,positive regulation of protein localization to plasma membrane,protein binding,protein homodimerization activity,response to endoplasmic reticulum stressBreast Diseases;Breast Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsC=0, A=64 C=0.0, A=1.0 0.00001 967.912 64 C=0/0, A=34/30

chr16:426432 C/C T C SNV TMEM8A TMEM8A:exonic:NM_021259.2 1 100 6 missense NM_021259.2c.928A>G p.Ile310Val -2.1 0.74 29 0 Protein of unknown function (DUF3522)rs2071915 0.4333 YES 3.121E-1 (pos.426432) biological_process,extracellular exosome,integral component of membrane,integral component of plasma membrane,lysosomal membrane,molecular_function,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),plasma membrane,protein bindingT=0, C=77 T=0.0, C=1.0 0.00001 1229.44 77 T=0/0, C=43/34

chr16:427516 C/C T C SNV TMEM8A TMEM8A:exonic:NM_021259.2 1 100 3 synonymous NM_021259.2c.369A>G p.(=) -0.02 0.03(COSM435248)Protein of unknown function (DUF3522)rs11649031 0.4325 YES 3.772E-1 (pos.427516) adenocarcinoma,neoplasm biological_process,extracellular exosome,integral component of membrane,integral component of plasma membrane,lysosomal membrane,molecular_function,phospholipase A2 activity,phospholipase A2 activity (consuming 1,2-dipalmitoylphosphatidylcholine),phospholipase A2 activity consuming 1,2-dioleoylphosphatidylethanolamine),plasma membrane,protein bindingT=0, C=142 T=0.0, C=1.0 0.00001 2383.53 142 T=0/0, C=65/77

chr3:69096614 A/A G A SNV TMF1 TMF1:exonic:NM_007114.2 1 100 2 synonymous NM_007114.2c.1242C>T p.(=) -0.14 0.04(COSM4002813)TATA element modulatory factor 1 DNA binding,TATA element modulatory factor 1 TATA bindingrs2292199 0.1925 YES 6.47E-1 (pos.69096614) acute_myeloid_leukaemiaTATA element modulatory factor 1DNA binding,Golgi apparatus,Golgi membrane,Leydig cell differentiation,acrosome assembly,cellular response to organic cyclic compound,cytosol,defense response to bacterium,endoplasmic reticulum,flagellated sperm motility,luteinizing hormone secretion,negative regulation of apoptotic process,negative regulation of gene expression,nucleus,positive regulation of cytokine production,positive regulation of testosterone secretion,protein binding,regulation of proteasomal protein catabolic process,regulation of transcription, DNA-templated,spermatid nucleus differentiation,transcription cofactor activity,transcription from RNA polymerase II promoterAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=0, A=28 G=0.0, A=1.0 0.00001 408.718 28 G=0/0, A=11/17

chr19:4292597 C/T C T SNV TMIGD2 TMIGD2:exonic:NM_144615.2 1 57.14 5 synonymous NM_144615.2c.848G>A p.(=) -0.35 0(COSM3756841)Immunoglobulin I-set domain,Immunoglobulin V-set domainrs758313911,rs888932 0.2763 YES 0.0 (pos.4292594),3.385E-1 (pos.4292597)acute_myeloid_leukaemia,adenocarcinoma,carcinomaTransmembrane and immunoglobulin domains-containing protein 2 ̀T cell costimulation,coreceptor activity,extracellular space,immune response,immunoglobulin production,integral component of membrane,plasma membrane,positive regulation of activated T cell proliferation,positive regulation of angiogenesis,positive regulation of cytokine production,protein binding,signal transductionC=21, T=28 C=0.4286, T=0.5714 0.00001 342.296 49 C=9/12, T=11/17

chr4:69094507 A/A T A SNV TMPRSS11B TMPRSS11B:exonic:NM_182502.3 1 100 9 missense NM_182502.3c.1042A>T p.Thr348Ser -0.05 0.14 58 0.316 SEA domain,Trypsinrs2319797 0.2209 YES 9.956E-1 (pos.69094507) biological_process,extracellular exosome,integral component of plasma membrane,plasma membrane,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityT=0, A=34 T=0.0, A=1.0 0.00001 524.186 34 T=0/0, A=22/12

chr4:69094575 G/G T G SNV TMPRSS11B TMPRSS11B:exonic:NM_182502.3 1 100 9 missense NM_182502.3c.974A>C p.Asp325Ala 4.56 1 126 0 SEA domain,Trypsinrs2319796 0 1.0 (pos.69094575) biological_process,extracellular exosome,integral component of plasma membrane,plasma membrane,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityT=0, G=34 T=0.0, G=1.0 0.00001 524.151 34 T=0/0, G=22/12

chr7:21695649 A/A G A SNV DNAH11 DNAH11:intronic:NM_001277115.1 1 100 intronic NM_001277115.1c.5094+50G>Ap.? 0.38 AAA domain (dynein-related subfamily),ATP-binding dynein motor region D5,Dynein heavy chain and region D6 of dynein motor,Dynein heavy chain, N-terminal region 1,Dynein heavy chain, N-terminal region 2,Hydrolytic ATP binding site of dynein motor region D1,Microtubule-binding stalk of dynein motor,P-loop containing dynein motor region D3,P-loop containing dynein motor region D4rs4385378 0.4201 YES 6.346E-1 (pos.21695649) Dynein, axonemal, heavy chain-11ATP binding,ATP-dependent microtubule motor activity, minus-end-directed,ATPase activity,axoneme,cilium movement,cytoplasm,determination of left/right symmetry,dynein complex,dynein intermediate chain binding,dynein light chain binding,dynein light intermediate chain binding,flagellated sperm motility,heart development,microtubule,microtubule motor activity,microtubule-based movement,motile cilium,regulation of cilium beat frequencyBlood Protein Disorders;Bronchial Diseases;Bronchiectasis;Cardiovascular Abnormalities;Cardiovascular Diseases;Ciliary Motility Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Coronary Disease;Dextrocardia;Dyslipidemias;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Kartagener Syndrome;Lipid Metabolism Disorders;Lymphoproliferative Disorders;Metabolic Diseases;Multiple Myeloma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Paraproteinemias;Respiratory System Abnormalities;Respiratory Tract Diseases;Situs Inversus;Vascular DiseasesG=0, A=27 G=0.0, A=1.0 0.00001 389.988 27 G=0/0, A=7/20

chr12:51236931 A/A G A SNV TMPRSS12 TMPRSS12:exonic:NM_182559.2 1 100 1 missense NM_182559.2c.184G>A p.Glu62Lys -1.25 1 56 0 0(COSM3753308)Trypsin rs829121 6.00E-04 YES 1.0 (pos.51236931) adenocarcinoma integral component of membrane,proteolysis,serine-type endopeptidase activityG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=12/14

chr11:117774394 A/G A G SNV TMPRSS13 TMPRSS13:exonic:NM_001077263.2 1 47.37 12 synonymous NM_001077263.2c.1653T>C p.(=) -1.25 0.02(COSM4418211),0.02(COSM4418212)Domain of unknown function (DUF1986),Scavenger receptor cysteine-rich domain,Trypsinrs59590191 0.1284 YES 1.729E-1 (pos.117774394)acute_myeloid_leukaemiaTransmembrane protein, serine 13 A=20, G=18 A=0.5263, G=0.4737 0.00001 184.393 38 A=8/12, G=8/10

chr21:19670118 G/A G A SNV TMPRSS15 TMPRSS15:exonic:NM_002772.2 1 50 19 missense NM_002772.2c.2194C>T p.Pro732Ser 1.92 1 74 0 0(COSM4001990)CUB domain,Domain of unknown function (DUF1986),Low-density lipoprotein receptor domain class A,MAM domain, meprin/A5/mu,SEA domain,Scavenger receptor cysteine-rich domain,Trypsinrs2824721 0.217 YES 6.633E-1 (pos.19670118) acute_myeloid_leukaemia brush border,integral component of membrane,protein binding,proteolysis,receptor-mediated endocytosis,scavenger receptor activity,serine-type endopeptidase activityCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesG=25, A=25 G=0.5, A=0.5 0.00001 288.837 50 G=8/17, A=16/9

chr22:37480797 T/T C T SNV TMPRSS6 TMPRSS6:exonic:NM_153609.3 1 100 9 synonymous NM_153609.3c.1083G>A p.(=) -2.82 Domain of unknown function (DUF1986),Low-density lipoprotein receptor domain class A,SEA domain,Trypsinrs2111833 0.3352 YES 4.092E-1 (pos.37480797) Transmembrane protease, serine 6 (matriptase 2)angiogenesis,cellular iron ion homeostasis,collagen catabolic process,extracellular matrix disassembly,extracellular matrix organization,extracellular space,fibrinolysis,integral component of membrane,intracellular,intracellular signal transduction,iron ion homeostasis,membrane protein proteolysis,metalloendopeptidase activity,negative regulation of BMP signaling pathway,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,plasma membrane,positive regulation of transcription from RNA polymerase II promoter,protein binding,proteolysis,self proteolysis,serine-type endopeptidase activityAnemia;Anemia, Hypochromic;Anemia, Iron-Deficiency;Hematologic Diseases;Hemic and Lymphatic Diseases;Iron Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesBenign C=0, T=69 C=0.0, T=1.0 0.00001 1072.78 69 C=0/0, T=48/21

chr7:21943722 T/C T C SNV CDCA7L CDCA7L:intronic:NM_018719.4 1 56 intronic NM_018719.4c.1197+6A>Gp.? -0.5 0.07(COSM4418717)Zinc-finger domain of monoamine-oxidase A repressor R1rs35898649 0.1265 YES 5.104E-2 (pos.21943722) acute_myeloid_leukaemiaCell division cycle-associated protein 7-likecytosol,fibrillar center,integral component of membrane,nucleolus,nucleus,positive regulation of cell proliferation,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=22, C=28 T=0.44, C=0.56 0.00001 340.988 50 T=12/10, C=8/20

chr22:37485724 C/C T C SNV TMPRSS6 TMPRSS6:exonic:NM_153609.3 1 100 7 missense NM_153609.3c.757A>G p.Lys253Glu -1.87 0.64 56 0 0.01(COSM3766707),0.01(COSM3766708),0.01(COSM3766709)Domain of unknown function (DUF1986),Low-density lipoprotein receptor domain class A,SEA domain,Trypsinrs2235324 0.3814 YES 4.124E-1 (pos.37485724) hepatocellular_carcinoma,neoplasmTransmembrane protease, serine 6 (matriptase 2)angiogenesis,cellular iron ion homeostasis,collagen catabolic process,extracellular matrix disassembly,extracellular matrix organization,extracellular space,fibrinolysis,integral component of membrane,intracellular,intracellular signal transduction,iron ion homeostasis,membrane protein proteolysis,metalloendopeptidase activity,negative regulation of BMP signaling pathway,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,plasma membrane,positive regulation of transcription from RNA polymerase II promoter,protein binding,proteolysis,self proteolysis,serine-type endopeptidase activityAnemia;Anemia, Hypochromic;Anemia, Iron-Deficiency;Hematologic Diseases;Hemic and Lymphatic Diseases;Iron Metabolism Disorders;Metabolic Diseases;Nutritional and Metabolic DiseasesBenign T=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=10/12

chr3:111760771 G/G A G SNV TMPRSS7 TMPRSS7:utr_5:NM_001042575.2 1 100 2 utr_5 NM_001042575.2c.-34A>G p.? 1.55 CUB domain,Low-density lipoprotein receptor domain class A,SEA domain,Trypsinrs386664649,rs774774 YES 7.556E-1 (pos.111760771) integral component of membrane,plasma membrane,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityMental Disorders;Substance-Related DisordersA=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=23/3

chr7:2258899 A/A G A SNV MAD1L1 MAD1L1:intronic:NM_001013837.1 1 100 intronic NM_001013837.1c.596+68C>Tp.? -0.85 Mitotic checkpoint proteinrs1639916 YES Mitotic arrest-deficient 1, yeast, homolog-like 1actin cytoskeleton,attachment of mitotic spindle microtubules to kinetochore,cell division,centrosome,condensed chromosome kinetochore,cytosol,identical protein binding,kinetochore,kinetochore binding,mitotic cell cycle checkpoint,mitotic spindle,mitotic spindle assembly checkpoint,mitotic spindle pole,negative regulation of T cell proliferation,nuclear envelope,nuclear pore,nucleus,protein binding,regulation of metaphase plate congression,sister chromatid cohesion,spindle,thymus developmentArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Immune System Diseases;Joint Diseases;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Prostatic Diseases;Prostatic Neoplasms;Rheumatic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Skin and Connective Tissue Diseases;Testicular Diseases;Testicular Neoplasms;Urogenital NeoplasmsG=0, A=23 G=0.0, A=1.0 0.00001 314.649 23 G=0/0, A=13/10

chr3:111799845 T/T A T SNV TMPRSS7 TMPRSS7:exonic:NM_001042575.2 1 100 16 missense NM_001042575.2c.2068A>T p.Ser690Cys 5.58 1 112 0 CUB domain,Low-density lipoprotein receptor domain class A,SEA domain,Trypsinrs340151 0.044 YES 9.854E-1 (pos.111799845) integral component of membrane,plasma membrane,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityMental Disorders;Substance-Related DisordersA=0, T=37 A=0.0, T=1.0 0.00001 583.682 37 A=0/0, T=25/12

chr7:2304191 C/C A C SNV SNX8 SNX8:intronic:NM_013321.3 1 100 intronic NM_013321.3c.622-98T>Gp.? -6.05 PX domain rs2286205 YES Sorting nexin 8cytosol,early endosome membrane,early endosome to Golgi transport,endocytosis,extrinsic component of membrane,identical protein binding,intracellular membrane-bounded organelle,intracellular protein transport,phosphatidylinositol binding,protein binding,retrograde transport, endosome to Golgi,retromer complex,vesicle organizationA=0, C=26 A=0.0, C=1.0 0.00001 371.081 26 A=0/0, C=8/18

chr7:23164526 G/G C G SNV KLHL7 KLHL7:intronic:NM_001031710.2 1 100 intronic NM_001031710.2c.317+126C>Gp.? 0.01 BTB And C-terminal Kelch,BTB/POZ domain,Galactose oxidase, central domain,Kelch motifrs2058275 YES 8.476E-1 (pos.23164526) Kelch-like 7 Cul3-RING ubiquitin ligase complex,cytosol,identical protein binding,nucleolus,nucleoplasm,nucleus,perinuclear region of cytoplasm,plasma membrane,protein binding,protein homodimerization activity,protein ubiquitination,ubiquitin-protein transferase activityCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaC=0, G=38 C=0.0, G=1.0 0.00001 603.774 38 C=0/0, G=18/20

chr7:23810517 A/A G A SNV STK31 STK31:intronic:NM_031414.4 1 100 intronic NM_031414.4c.1714-107G>Ap.? 0.98 Protein kinase domain,Protein tyrosine kinase,Tudor domainrs7785154 YES Serine/threonine kinase 31ATP binding,RNA catabolic process,acrosomal vesicle,cytoplasm,nuclease activity,nucleic acid phosphodiester bond hydrolysis,nucleus,protein phosphorylation,protein serine/threonine kinase activityNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesG=0, A=31 G=0.0, A=1.0 0.00001 465.819 31 G=0/0, A=17/14

chr7:23854717 T/T C T SNV STK31 STK31:intronic:NM_031414.4 1 100 intronic NM_031414.4c.2761-46C>Tp.? -0.05 Protein kinase domain,Protein tyrosine kinase,Tudor domainrs2390814 0.2697 YES 5.983E-1 (pos.23854717) Serine/threonine kinase 31ATP binding,RNA catabolic process,acrosomal vesicle,cytoplasm,nuclease activity,nucleic acid phosphodiester bond hydrolysis,nucleus,protein phosphorylation,protein serine/threonine kinase activityNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesC=0, T=24 C=0.0, T=1.0 0.00001 334.777 24 C=0/0, T=14/10

chr7:2414142 G/G A G SNV EIF3B EIF3B:intronic:NM_001037283.1 1 100 intronic NM_001037283.1c.1811-21A>Gp.? -4.01 Eukaryotic translation initiation factor eIF2A,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs886632 0.2707 YES 8.938E-1 (pos.2414142) Eukaryotic translation initiation factor 3, subunit BIRES-dependent viral translational initiation,RNA binding,cytosol,eukaryotic translation initiation factor 3 complex,eukaryotic translation initiation factor 3 complex, eIF3m,extracellular exosome,protein binding,protein complex scaffold activity,regulation of translational initiation,translation initiation factor activity,translation initiation factor binding,translational initiation,viral translational termination-reinitiationHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesA=0, G=39 A=0.0, G=1.0 0.00001 622.913 39 A=0/0, G=23/16

chr13:101287365 C/C T C SNV TMTC4 TMTC4:exonic:NM_032813.4 1 100 11 synonymous NM_032813.4c.1287A>G p.(=) -3.58 Domain of unknown function (DUF1736),Tetratricopeptide repeatrs946838 0.132 YES 9.903E-1 (pos.101287365) integral component of membrane T=0, C=30 T=0.0, C=1.0 0.00001 446.639 30 T=0/0, C=8/22

chr9:117792583 G/G C G SNV TNC TNC:exonic:NM_002160.3 1 100 24 missense NM_002160.3c.6022G>C p.Glu2008Gln 6.28 1 29 0 0.2(COSM5008368)EGF-like domain,Fibrinogen beta and gamma chains, C-terminal globular domain,Fibronectin type III domainrs13321 0.2952 YES 5.557E-1 (pos.117792583)adenocarcinoma,basal_cell_carcinomaTenascin C (hexabrachion)basement membrane,bud outgrowth involved in lung branching,cell adhesion,cellular protein metabolic process,cellular response to prostaglandin D stimulus,cellular response to retinoic acid,cellular response to vitamin D,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,interstitial matrix,membrane,mesenchymal-epithelial cell signaling involved in prostate gland development,negative regulation of cell adhesion,neuromuscular junction development,odontogenesis of dentin-containing tooth,osteoblast differentiation,peripheral nervous system axon regeneration,positive regulation of cell proliferation,positive regulation of gene expression,post-translational protein modification,prostate gland epithelium morphogenesis,regulation of cell proliferation,response to ethanol,response to fibroblast growth factor,response to mechanical stimulus,response to wounding,syndecan binding,wound healingAsthma;Bronchial Diseases;Cardiovascular Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Lung Injury;Melanoma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Pleural Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Varicose Veins;Vascular DiseasesC=0, G=92 C=0.0, G=1.0 0.00001 1534.52 92 C=0/0, G=69/23

chr7:2552882 GATGG/GATGGG GATGG INDEL LFNG 4 100 intronic -0.48 0.02(COSM5691550) rs61564232,rs757595123,rs760021968,rs7643806440.0 (pos.2552882),4.513E-1;2.215E-1;2.405E-4;6.013E-4;0.0;6.013E-4 (pos.2552881)small_cell_carcinomaLunatic fringe Abnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dysostoses;Heart Defects, Congenital;Heart Diseases;Musculoskeletal DiseasesG=0, GATGG=37G=0.0, GATGG=1.0 0.00001 568.045 37 G=0/0, GATGG=16/21

chr9:117846580 C/C T C SNV TNC TNC:exonic:NM_002160.3 1 100 4 missense NM_002160.3c.2039A>G p.Gln680Arg -0.36 1 43 0 0.06(COSM150688)EGF-like domain,Fibrinogen beta and gamma chains, C-terminal globular domain,Fibronectin type III domainrs1061494 0.4377 YES 2.609E-1 (pos.117846580)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinoma,neoplasm,osteosarcomaTenascin C (hexabrachion)basement membrane,bud outgrowth involved in lung branching,cell adhesion,cellular protein metabolic process,cellular response to prostaglandin D stimulus,cellular response to retinoic acid,cellular response to vitamin D,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,interstitial matrix,membrane,mesenchymal-epithelial cell signaling involved in prostate gland development,negative regulation of cell adhesion,neuromuscular junction development,odontogenesis of dentin-containing tooth,osteoblast differentiation,peripheral nervous system axon regeneration,positive regulation of cell proliferation,positive regulation of gene expression,post-translational protein modification,prostate gland epithelium morphogenesis,regulation of cell proliferation,response to ethanol,response to fibroblast growth factor,response to mechanical stimulus,response to wounding,syndecan binding,wound healingAsthma;Bronchial Diseases;Cardiovascular Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Lung Injury;Melanoma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Pleural Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Varicose Veins;Vascular DiseasesT=0, C=59 T=0.0, C=1.0 0.00001 885.365 59 T=0/0, C=24/35

chr7:2613008 A/G A G SNV IQCE IQCE:intronic:NM_152558.4 1 50 intronic NM_152558.4c.395-44A>Gp.? -0.74 IQ calmodulin-binding motifrs62442625 0.1621 YES 1.574E-3;0.0 (pos.2613008) IQ domain-containing protein Eciliary membrane,cilium,extrinsic component of membrane,mitochondrion,plasma membrane protein complex,positive regulation of transcription from RNA polymerase II promoter,protein bindingA=17, G=17 A=0.5, G=0.5 0.00001 172.009 34 A=11/6, G=12/5

chr7:2613042 C/C G C SNV IQCE IQCE:intronic:NM_152558.4 1 100 intronic NM_152558.4c.395-10G>Cp.? -0.7 0(COSM4419855)IQ calmodulin-binding motifrs2304540 0.2468 YES 4.828E-1 (pos.2613042) acute_myeloid_leukaemia,carcinoma,neoplasmIQ domain-containing protein Eciliary membrane,cilium,extrinsic component of membrane,mitochondrion,plasma membrane protein complex,positive regulation of transcription from RNA polymerase II promoter,protein bindingG=0, C=34 G=0.0, C=1.0 0.00001 524.186 34 G=0/0, C=23/11

chr9:117848394 C/C T C SNV TNC TNC:exonic:NM_002160.3 1 100 3 missense NM_002160.3c.1616A>G p.Gln539Arg -0.46 1 43 0 EGF-like domain,Fibrinogen beta and gamma chains, C-terminal globular domain,Fibronectin type III domainrs1757095 0.0681 YES 9.997E-1 (pos.117848394) Tenascin C (hexabrachion)basement membrane,bud outgrowth involved in lung branching,cell adhesion,cellular protein metabolic process,cellular response to prostaglandin D stimulus,cellular response to retinoic acid,cellular response to vitamin D,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,interstitial matrix,membrane,mesenchymal-epithelial cell signaling involved in prostate gland development,negative regulation of cell adhesion,neuromuscular junction development,odontogenesis of dentin-containing tooth,osteoblast differentiation,peripheral nervous system axon regeneration,positive regulation of cell proliferation,positive regulation of gene expression,post-translational protein modification,prostate gland epithelium morphogenesis,regulation of cell proliferation,response to ethanol,response to fibroblast growth factor,response to mechanical stimulus,response to wounding,syndecan binding,wound healingAsthma;Bronchial Diseases;Cardiovascular Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Lung Injury;Melanoma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Pleural Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Varicose Veins;Vascular DiseasesT=0, C=91 T=0.0, C=1.0 0.00001 1501.71 91 T=0/0, C=55/36

chr7:2618070 C/CA C CA INDEL IQCE IQCE:intronic:NM_152558.4 1 50 intronic NM_152558.4c.580-40C>CAp.? -1 IQ calmodulin-binding motifrs3214664,rs397752609,rs7600751120.4434 YES 1.489E-1;1.162E-4 (pos.2618070) IQ domain-containing protein Eciliary membrane,cilium,extrinsic component of membrane,mitochondrion,plasma membrane protein complex,positive regulation of transcription from RNA polymerase II promoter,protein bindingC=48, CA=48C=0.5, CA=0.5 0.00001 517.494 96 C=36/12, CA=27/21

chr7:26223294 G/G A G SNV NFE2L3 NFE2L3:intronic:NM_004289.6 1 100 intronic NM_004289.6c.751-27A>Gp.? -0.69 Basic region leucine zipper,bZIP Maf transcription factor,bZIP transcription factorrs12113404,rs753756557,rs7662870660.1005 YES 0.0 (pos.26223288),0.0;0.0 (pos.26223278),5.435E-1 (pos.26223294)Nuclear factor erythroid 2-like 3DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cytoplasm,negative regulation of transcription from RNA polymerase II promoter,nucleus,positive regulation of transcription, DNA-templated,protein binding,regulation of transcription from RNA polymerase II promoter,transcription coactivator activity,transcription from RNA polymerase II promoter,transcription regulatory region sequence-specific DNA binding,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific bindingA=0, G=43 A=0.0, G=1.0 0.00001 661.996 43 A=0/0, G=27/16

chr9:117849314 C/C T C SNV TNC TNC:exonic:NM_002160.3 1 100 3 synonymous NM_002160.3c.696A>G p.(=) -0.2 0.01(COSM3763576)EGF-like domain,Fibrinogen beta and gamma chains, C-terminal globular domain,Fibronectin type III domainrs2992147 0.4379 YES 2.635E-1 (pos.117849314)adenocarcinoma,carcinomaTenascin C (hexabrachion)basement membrane,bud outgrowth involved in lung branching,cell adhesion,cellular protein metabolic process,cellular response to prostaglandin D stimulus,cellular response to retinoic acid,cellular response to vitamin D,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,interstitial matrix,membrane,mesenchymal-epithelial cell signaling involved in prostate gland development,negative regulation of cell adhesion,neuromuscular junction development,odontogenesis of dentin-containing tooth,osteoblast differentiation,peripheral nervous system axon regeneration,positive regulation of cell proliferation,positive regulation of gene expression,post-translational protein modification,prostate gland epithelium morphogenesis,regulation of cell proliferation,response to ethanol,response to fibroblast growth factor,response to mechanical stimulus,response to wounding,syndecan binding,wound healingAsthma;Bronchial Diseases;Cardiovascular Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Lung Injury;Melanoma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Pleural Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Varicose Veins;Vascular DiseasesT=0, C=35 T=0.0, C=1.0 0.00001 543.902 35 T=0/0, C=14/21

chr7:27169617 C/C T C SNV HOXA4 HOXA4:intronic:NM_002141.4 1 100 intronic NM_002141.4c.616+120A>Gp.? 3.01 Homeobox domainrs6943542 YES Homeo box-A4DNA binding transcription factor activity,anatomical structure morphogenesis,multicellular organism development,nuclear body,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templatedCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Hypospadias;Male Urogenital Diseases;Penile Diseases;Urogenital AbnormalitiesT=0, C=26 T=0.0, C=1.0 0.00001 371.395 26 T=0/0, C=12/14

chr9:117836056 G/A G A SNV TNC TNC:exonic:NM_002160.3 1 57.58 10 missense NM_002160.3c.3040C>T p.Arg1014Cys 2.36 0.03 180 0.921 0.9(COSM1459576)EGF-like domain,Fibrinogen beta and gamma chains, C-terminal globular domain,Fibronectin type III domainrs373842890 0.0 (pos.117836056) adenocarcinomaTenascin C (hexabrachion)basement membrane,bud outgrowth involved in lung branching,cell adhesion,cellular protein metabolic process,cellular response to prostaglandin D stimulus,cellular response to retinoic acid,cellular response to vitamin D,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,interstitial matrix,membrane,mesenchymal-epithelial cell signaling involved in prostate gland development,negative regulation of cell adhesion,neuromuscular junction development,odontogenesis of dentin-containing tooth,osteoblast differentiation,peripheral nervous system axon regeneration,positive regulation of cell proliferation,positive regulation of gene expression,post-translational protein modification,prostate gland epithelium morphogenesis,regulation of cell proliferation,response to ethanol,response to fibroblast growth factor,response to mechanical stimulus,response to wounding,syndecan binding,wound healingAsthma;Bronchial Diseases;Cardiovascular Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Lung Injury;Melanoma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Pleural Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Varicose Veins;Vascular DiseasesG=42, A=57 G=0.4242, A=0.5758 0.00001 690.632 99 G=23/19, A=32/25

chr7:2749565 A/A G A SNV AMZ1 AMZ1:intronic:NM_133463.3 1 100 intronic NM_133463.3c.948+115G>Ap.? -0.3 rs13224990 YES Archaelysin family metallopeptidase 1cellular_component,metallopeptidase activity,peptidase activity,proteolysis,zinc ion bindingG=0, A=22 G=0.0, A=1.0 0.00001 298.854 22 G=0/0, A=10/12

chr5:118691693 A/A C A SNV TNFAIP8 TNFAIP8:utr_5:NM_014350.3 1 100 1 utr_5 NM_014350.3c.-93C>A p.? -0.59 Domain of unknown function (DUF758)rs3797339 YES Tumor necrosis factor-alpha-induced protein 8apoptotic process,cysteine-type endopeptidase inhibitor activity involved in apoptotic process,cytoplasm,negative regulation of apoptotic process,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,positive regulation of apoptotic process,protein binding,regulation of apoptotic processArthritis;Arthritis, Juvenile;Autoimmune Diseases;Carcinoma;Carcinoma, Squamous Cell;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glomerulonephritis;Glomerulonephritis, IGA;Head and Neck Neoplasms;Immune System Diseases;Joint Diseases;Kidney Diseases;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Nephritis;Rheumatic Diseases;Skin and Connective Tissue Diseases;Urologic DiseasesC=0, A=26 C=0.0, A=1.0 0.00001 371.4 26 C=0/0, A=21/5

chr7:29103867 C/C T C SNV CPVL CPVL:intronic:NM_019029.3 1 100 intronic NM_019029.3c.964-17A>Gp.? -3.28 Serine carboxypeptidasers644763 0.1612 YES 8.68E-1;0.0 (pos.29103867) Carboxypeptidase, vitellogenic-likeextracellular exosome,proteolysis,proteolysis involved in cellular protein catabolic process,serine-type carboxypeptidase activityMental Disorders;Psychotic Disorders;Schizophrenia Spectrum and Other Psychotic DisordersT=0, C=36 T=0.0, C=1.0 0.00001 563.744 36 T=0/0, C=22/14

chr8:23049292 T/T C T SNV TNFRSF10A TNFRSF10A:exonic:NM_003844.3 1 100 10 missense NM_003844.3c.1322G>A p.Arg441Lys -0.51 1 26 0 Death domain,TNFR/NGFR cysteine-rich regionrs2230229 0.1543 YES 9.807E-1 (pos.23049292) Tumor necrosis factor receptor superfamily, member 10ATRAIL binding,TRAIL-activated apoptotic signaling pathway,activation of NF-kappaB-inducing kinase activity,activation of cysteine-type endopeptidase activity involved in apoptotic process,activation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,apoptotic process,cell surface,cell surface receptor signaling pathway,cellular response to mechanical stimulus,death receptor activity,extrinsic apoptotic signaling pathway,extrinsic apoptotic signaling pathway via death domain receptors,immune response,inflammatory response,integral component of membrane,integral component of plasma membrane,intracellular,leukocyte migration,multicellular organism development,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,plasma membrane,protease binding,protein binding,receptor activity,regulation of apoptotic process,regulation of cell proliferation,regulation of extrinAdenocarcinoma;Agranulocytosis;Alopecia;Anemia;Blood Platelet Disorders;Carcinoma;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Drug Hypersensitivity;Esophageal Diseases;Esophageal Neoplasms;Eye Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Hair Diseases;Head and Neck Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Hypersensitivity;Hypotrichosis;Immune System Diseases;Intestinal Diseases;Intestinal Neoplasms;Leukocyte Disorders;Leukopenia;Macular Degeneration;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Neutropenia;Peripheral Nervous System Diseases;Prostatic Diseases;Prostatic Neoplasms;Retinal Degeneration;Retinal Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Thrombocytopenia;Urogenital NeoplasmsC=0, T=33 C=0.0, T=1.0 0.00001 503.16 33 C=0/0, T=16/17

chr8:22974450 C/C T C SNV TNFRSF10C TNFRSF10C:exonic:NM_003841.4 1 100 5 missense NM_003841.4c.686T>C p.Ile229Thr -2.8 1 89 0 TNFR/NGFR cysteine-rich regionrs752447767,rs9644063 0.1866 YES 3.876E-3;1.628E-1;5.426E-2;5.814E-3;0.0 (pos.22974450)Tumor necrosis factor receptor superfamily, member 10CTRAIL binding,anchored component of membrane,apoptotic signaling pathway,immune response,inflammatory response,integral component of plasma membrane,multicellular organism development,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,plasma membrane,regulation of apoptotic process,regulation of cell proliferation,response to lipopolysaccharide,signal transduction,transmembrane signaling receptor activity,tumor necrosis factor-activated receptor activity,tumor necrosis factor-mediated signaling pathwayArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, C=41 T=0.0, C=1.0 0.00001 664.627 41 T=0/0, C=10/31

chr17:16855878 T/T C T SNV TNFRSF13B TNFRSF13B:exonic:NM_012452.2 1 100 2 synonymous NM_012452.2c.81G>A p.(=) -1.84 TACI, cysteine-rich domainrs8072293 0.2598 YES 9.993E-1 (pos.16855878) Tumor necrosis factor receptor superfamily, member 13BB cell homeostasis,adaptive immune response,cell surface receptor signaling pathway,external side of plasma membrane,hematopoietic progenitor cell differentiation,integral component of plasma membrane,negative regulation of B cell proliferation,plasma membrane,protein binding,receptor activity,tumor necrosis factor-mediated signaling pathwayBlood Protein Disorders;Cardiovascular Diseases;Common Variable Immunodeficiency;Dysgammaglobulinemia;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;IgA Deficiency;Immune System Diseases;Immunologic Deficiency Syndromes;Immunoproliferative Disorders;Lymphoproliferative Disorders;Multiple Myeloma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Paraproteinemias;Vascular DiseasesBenign C=0, T=35 C=0.0, T=1.0 0.00001 543.773 35 C=0/0, T=14/21

chr16:12060163 G/G A G SNV TNFRSF17 TNFRSF17:exonic:NM_001192.2 1 100 2 missense NM_001192.2c.242A>G p.Asn81Ser -1.1 0.57 46 0 BCMA, TALL-1 bindingrs373496,rs768690894 0.0117 YES 0.0 (pos.12060158),9.995E-1 (pos.12060163)Tumor necrosis factor receptor superfamily, member 17 (B-cell maturation factor)adaptive immune response,cell proliferation,endomembrane system,integral component of membrane,lymphocyte homeostasis,multicellular organism development,plasma membrane,receptor activity,signal transduction,tumor necrosis factor-mediated signaling pathwayA=0, G=73 A=0.0, G=1.0 0.00001 1150.51 73 A=0/0, G=34/39

chr13:24243200 C/C T C SNV TNFRSF19 TNFRSF19:exonic:NM_018647.3 1 100 9 synonymous NM_018647.3c.1209T>C p.(=) -6.41 0.01(COSM4147640)TNFR/NGFR cysteine-rich regionrs3751363 0.1208 YES 8.28E-1 (pos.24243200) neoplasm JNK cascade,apoptotic process,hair follicle development,integral component of membrane,intracellular,plasma membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of JNK cascade,receptor activity,tissue development,tumor necrosis factor-activated receptor activity,tumor necrosis factor-mediated signaling pathwayCarcinoma;Head and Neck Neoplasms;Melanoma;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal Diseases;Pharyngeal Neoplasms;Stomatognathic DiseasesT=0, C=134 T=0.0, C=1.0 0.00001 2217.58 134 T=0/0, C=68/66

chr13:24243133 C/T C T SNV TNFRSF19 TNFRSF19:exonic:NM_018647.3 1 45.52 9 missense NM_018647.3c.1142C>T p.Thr381Ile 0.38 0 89 0.279 TNFR/NGFR cysteine-rich regionrs369698575 2.00E-04 0.0 (pos.24243133) JNK cascade,apoptotic process,hair follicle development,integral component of membrane,intracellular,plasma membrane,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of JNK cascade,receptor activity,tissue development,tumor necrosis factor-activated receptor activity,tumor necrosis factor-mediated signaling pathwayCarcinoma;Head and Neck Neoplasms;Melanoma;Nasopharyngeal Diseases;Nasopharyngeal Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Otorhinolaryngologic Diseases;Otorhinolaryngologic Neoplasms;Pharyngeal Diseases;Pharyngeal Neoplasms;Stomatognathic DiseasesC=73, T=61 C=0.5448, T=0.4552 0.00001 630.548 134 C=33/40, T=38/23

chr1:12198423 CGGGGC/CGGGGCCGGGGGC CGGGG,CGGGGC INDEL TNFRSF8 TNFRSF8:exonic:NM_001243.4 1 100 14 frameshiftDeletion NM_001243.4c.1478delGp.Gly493fs -0.65, 0.63, 1.45, -0.24, 0.27, 0.23, -1.02 TNFR/NGFR cysteine-rich regionrs370010968,rs373470708,rs556697675,rs576706799,rs7725081780 0.0 (pos.12198424),0.0 (pos.12198428),0.0 (pos.12198429),1.174E-4 (pos.12198423)Tumor necrosis factor receptor superfamily, member 8 (CD30 antigen; Ki-1 antigen)apoptotic signaling pathway,axon guidance,cellular response to mechanical stimulus,cytoplasm,extracellular exosome,immune response,inflammatory response,integral component of plasma membrane,negative regulation of cell proliferation,negative regulation of neuron projection development,nerve growth factor binding,neuron projection,nucleus,plasma membrane,positive regulation of TRAIL biosynthetic process,positive regulation of apoptotic process,positive regulation of tumor necrosis factor biosynthetic process,response to lipopolysaccharide,signal transduction,transmembrane signaling receptor activity,tumor necrosis factor-activated receptor activity,tumor necrosis factor-mediated signaling pathwayHemic and Lymphatic Diseases;Hodgkin Disease;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoma;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeBrentuximab vedotin CGGGGGC=0, CGGGG=0, CGGGGC=26CGGGGGC=0.0, CGGGG=0.0, CGGGGC=1.00.00001 316.656 26 CGGGGGC=0/0, CGGGG=0/0, CGGGGC=5/21

chr3:172224303 G/G A G SNV TNFSF10 TNFSF10:exonic:NM_003810.3 1 100 5 synonymous NM_003810.3c.825T>C p.(=) -0.44 TNF(Tumour Necrosis Factor) familyrs1131532 0.3243 YES 5.998E-1;0.0 (pos.172224303) Tumor necrosis factor ligand superfamily, member 10activation of cysteine-type endopeptidase activity involved in apoptotic process,activation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,apoptotic process,cell surface receptor signaling pathway,cell-cell signaling,cytokine activity,extracellular exosome,extracellular region,identical protein binding,immune response,integral component of plasma membrane,male gonad development,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of apoptotic process,positive regulation of cysteine-type endopeptidase activity involved in apoptotic process,positive regulation of extrinsic apoptotic signaling pathway,positive regulation of release of cytochrome c from mitochondria,protein binding,receptor binding,regulation of extrinsic apoptotic signaling pathway via death domain receptors,regulation of receptor activity,response to insulin,signal transduction,tumor necrosis factor Abortion, Spontaneous;Adenocarcinoma;Adnexal Diseases;Astrocytoma;Breast Diseases;Breast Neoplasms;Carcinoma;Carcinoma, Hepatocellular;Carcinoma, Renal Cell;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Endometrial Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Diseases, Male;Genital Neoplasms, Female;Genital Neoplasms, Male;Glioblastoma;Glioma;Gonadal Disorders;Influenza, Human;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Diseases;Liver Neoplasms;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Germ Cell and Embryonal;Neoplasms, GlandularA=0, G=44 A=0.0, G=1.0 0.00001 722.977 44 A=0/0, G=27/17

chr17:7460517 C/C G C SNV

TNFSF12,TN

FSF12-

TNFSF13 TNFSF12:exonic_nc:NR_037146.1, TNFSF12-TNFSF13:intronic:NM_172089.31

100

8 exonic_nc NR_037146.1, NM_172089.3c.498+298G>Cp.? -2.17 0(COSM292476)TNF(Tumour Necrosis Factor) familyrs3803798 0.4751 YES 6.084E-1 (pos.7460517) acute_myeloid_leukaemia,adenocarcinoma,hepatocellular_carcinoma,neoplasm,squamous_cell_carcinomaTumor necrosis factor ligand superfamily, member 12angiogenesis,apoptotic process,cell differentiation,cytokine activity,endothelial cell migration,extracellular region,extracellular space,extrinsic apoptotic signaling pathway,immune response,integral component of plasma membrane,membrane,perinuclear region of cytoplasm,plasma membrane,positive regulation of angiogenesis,positive regulation of endothelial cell proliferation,positive regulation of extrinsic apoptotic signaling pathway,positive regulation of protein catabolic process,protein binding,receptor binding,regulation of receptor activity,signal transduction,tumor necrosis factor receptor binding,tumor necrosis factor-mediated signaling pathwayAutoimmune Diseases;Common Variable Immunodeficiency;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Immunologic Deficiency Syndromes;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, C=35 G=0.0, C=1.0 0.00001 543.9 35 G=0/0, C=20/15

chr17:7460559 G/G T G SNV

TNFSF12,TN

FSF12-

TNFSF13 TNFSF12:exonic_nc:NR_037146.1, TNFSF12-TNFSF13:intronic:NM_172089.31

100

8 exonic_nc NR_037146.1, NM_172089.3c.498+340T>Gp.? 1.02 0.05(COSM3755898)TNF(Tumour Necrosis Factor) familyrs4968189 3.00E-04 9.999E-1;1.159E-4 (pos.7460559)adenocarcinomaTumor necrosis factor ligand superfamily, member 12angiogenesis,apoptotic process,cell differentiation,cytokine activity,endothelial cell migration,extracellular region,extracellular space,extrinsic apoptotic signaling pathway,immune response,integral component of plasma membrane,membrane,perinuclear region of cytoplasm,plasma membrane,positive regulation of angiogenesis,positive regulation of endothelial cell proliferation,positive regulation of extrinsic apoptotic signaling pathway,positive regulation of protein catabolic process,protein binding,receptor binding,regulation of receptor activity,signal transduction,tumor necrosis factor receptor binding,tumor necrosis factor-mediated signaling pathwayAutoimmune Diseases;Common Variable Immunodeficiency;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Immunologic Deficiency Syndromes;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=0, G=34 T=0.0, G=1.0 0.00001 523.973 34 T=0/0, G=19/15

chr19:6665020 C/C T C SNV TNFSF14 TNFSF14:exonic:NM_003807.4 1 100 5 missense NM_003807.4c.640A>G p.Lys214Glu 0.13 1 56 0 0.01(COSM4132740)TNF(Tumour Necrosis Factor) familyrs344560 0.0551 YES 9.208E-1 (pos.6665020) neoplasm Tumor necrosis factor ligand superfamily, member 14T cell activation,T cell costimulation,T cell homeostasis,T cell proliferation,apoptotic process,cellular response to mechanical stimulus,cysteine-type endopeptidase inhibitor activity involved in apoptotic process,cytokine activity,cytoplasm,extracellular space,identical protein binding,immune response,integral component of membrane,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,plasma membrane,positive regulation of T cell chemotaxis,positive regulation of myoblast differentiation,positive regulation of myoblast fusion,protein binding,receptor binding,regulation of receptor activity,release of cytoplasmic sequestered NF-kappaB,signal transduction,tumor necrosis factor receptor binding,tumor necrosis factor-mediated signaling pathwayArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Connective Tissue Diseases;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Joint Diseases;Multiple Sclerosis;Musculoskeletal Diseases;Nervous System Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, C=63 T=0.0, C=1.0 0.00001 958.911 63 T=0/0, C=40/23

chr17:7286326 T/A T A SNV TNK1 TNK1:exonic:NM_001251902.1 1 46.88 2 synonymous NM_001251902.1c.81T>A p.(=) -2.96 0.06(COSM4000294)Protein kinase domain,Protein tyrosine kinasers1554948,rs766030944 0.461 YES 2.625E-1;0.0 (pos.7286326)acute_myeloid_leukaemiaTyrosine kinase, nonreceptor, 1ATP binding,cell differentiation,cell migration,cytoplasm,cytosol,extrinsic component of cytoplasmic side of plasma membrane,innate immune response,membrane,negative regulation of Ras protein signal transduction,negative regulation of cell growth,non-membrane spanning protein tyrosine kinase activity,peptidyl-tyrosine autophosphorylation,protein autophosphorylation,protein binding,protein phosphorylation,protein tyrosine kinase activity,receptor binding,regulation of cell proliferation,signal transducer activity,transmembrane receptor protein tyrosine kinase signaling pathwayT=17, A=15 T=0.5313, A=0.4688 0.00001 143.728 32 T=7/10, A=10/5

chr7:32591158 A/A G A SNV AVL9 AVL9:intronic:NM_015060.2 1 100 intronic NM_015060.2c.462+123G>Ap.? -2.35 Docking domain of Afi1 for Arf3 in vesicle trafficking,Transport protein Avl9,Uncharacterized conserved protein (DUF2347)rs3213973 YES AVL9, S. cerevisiae, homolog ofcell migration,integral component of membrane,recycling endosomeArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=0, A=24 G=0.0, A=1.0 0.00001 339.18 24 G=0/0, A=7/17

chr7:32609565 G/G A G SNV AVL9 AVL9:intronic:NM_015060.2 1 100 intronic NM_015060.2c.1216-67A>Gp.? -0.43 Docking domain of Afi1 for Arf3 in vesicle trafficking,Transport protein Avl9,Uncharacterized conserved protein (DUF2347)rs2305320 YES AVL9, S. cerevisiae, homolog ofcell migration,integral component of membrane,recycling endosomeArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=0, G=38 A=0.0, G=1.0 0.00001 603.659 38 A=0/0, G=21/17

chr11:57081145 T/TC T TC INDEL TNKS1BP1 TNKS1BP1:exonic:NM_033396.2 1 45.83 5 frameshiftInsertion NM_033396.2c.1016_1017insGp.Ser340fs -1.88 Tankyrase binding protein C terminal domain Tankyrase 1-binding protein 1, 182kDCCR4-NOT complex,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,ankyrin repeat binding,cadherin binding,cell-cell adherens junction,cellular response to ionizing radiation,cytoplasm,cytoskeleton,cytosol,double-strand break repair,enzyme binding,macromolecular complex binding,nuclear heterochromatin,nuclear-transcribed mRNA poly(A) tail shortening,nucleus,positive regulation of peptidyl-serine phosphorylation,positive regulation of peptidyl-threonine phosphorylation,positive regulation of protein autophosphorylation,protein binding,telomere maintenance via telomeraseT=13, TC=11T=0.5417, TC=0.4583 0.00001 79.656 24 T=6/7, TC=8/3

chr7:32615553 T/T C T SNV AVL9 AVL9:intronic:NM_015060.2 1 100 intronic NM_015060.2c.1571-14C>Tp.? -0.07 Docking domain of Afi1 for Arf3 in vesicle trafficking,Transport protein Avl9,Uncharacterized conserved protein (DUF2347)rs6462381,rs796558863 0.258 YES 8.323E-1 (pos.32615553) AVL9, S. cerevisiae, homolog ofcell migration,integral component of membrane,recycling endosomeArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesC=0, T=69 C=0.0, T=1.0 0.00001 1072.77 69 C=0/0, T=40/29

chr7:33016120 T/T G T SNV FKBP9 FKBP9:intronic:NM_007270.4 1 100 intronic NM_007270.4c.703+9G>Tp.? -0.83 0.01(COSM5483149),0.01(COSM5483150)EF hand,FKBP-type peptidyl-prolyl cis-trans isomerasers3750116,rs780358625 0.0799 YES 2.353E-4 (pos.33016118),8.447E-1;0.0 (pos.33016120)adenocarcinomaFK506-binding protein 9FK506 binding,calcium ion binding,chaperone-mediated protein folding,cytoplasm,endoplasmic reticulum,peptidyl-prolyl cis-trans isomerase activity,protein folding,protein peptidyl-prolyl isomerizationG=0, T=45 G=0.0, T=1.0 0.00001 747.258 45 G=0/0, T=29/16

chr7:331085 CA/CA C CA INDEL 1 100 intronic -0.41 Forkhead domain C=0, CA=24 C=0.0, CA=1.0 0.00001 294.628 24 C=0/0, CA=7/17

chr7:33136983 A/A G A SNV RP9 RP9:intronic:NM_203288.1 1 100 intronic NM_203288.1c.314-9C>T p.? 1.17 rs6462460,rs760406324 0.0085 9.311E-4 (pos.33136977),9.991E-1 (pos.33136983)RP9 gene (pim1-associated protein, mouse, homolog of)RNA binding,RNA splicing,cognition,cytosol,metal ion binding,nucleic acid binding,nucleus,protein binding,signal recognition particle receptor complex,zinc ion bindingCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis PigmentosaBenign G=0, A=37 G=0.0, A=1.0 0.00001 569.178 37 G=0/0, A=23/14

chr5:72184098 T/T C T SNV TNPO1 TNPO1:exonic:NM_153188.2 1 100 13 synonymous NM_153188.2c.1473C>T p.(=) 0.5 0.35(COSM4407621)HEAT-like repeat,Importin-beta N-terminal domainrs17606 0.1474 YES 8.46E-1 (pos.72184098) hepatocellular_carcinomaTransportin 1NLS-bearing protein import into nucleus,RNA binding,Ran GTPase binding,cilium,cytoplasm,cytosol,extracellular exosome,intracellular protein transport,intraciliary transport involved in cilium assembly,nuclear localization sequence binding,nuclear membrane,nuclear periphery,nucleus,protein binding,protein import into nucleus, translocation,protein transporter activity,regulation of mRNA stability,ribosomal protein import into nucleus,viral processC=0, T=69 C=0.0, T=1.0 0.00001 1072.78 69 C=0/0, T=37/32

chr7:35930260 T/T G T SNV SEPT7 SEPT7:intronic:NM_001242956.1 1 100 intronic NM_001242956.1c.765-18G>Tp.? 0.48 50S ribosome-binding GTPase,Septinrs28522781 0.3223 YES 4.094E-1 (pos.35930260) Septin 7 G=0, T=25 G=0.0, T=1.0 0.00001 351.158 25 G=0/0, T=15/10

chr1:175299301 C/C T C SNV TNR TNR:exonic:NM_003285.2 1 100 21 synonymous NM_003285.2c.3702A>G p.(=) 1.1 EGF-like domain,Fibrinogen beta and gamma chains, C-terminal globular domain,Fibronectin type III domainrs2027867 0.2772 YES 8.202E-1 (pos.175299301) Tenascin R (restrictin, janusin)associative learning,axon guidance,cell adhesion,cell surface,extracellular matrix organization,extracellular region,locomotory exploration behavior,long-term synaptic potentiation,membrane raft,negative regulation of axon extension involved in regeneration,negative regulation of cell-cell adhesion,negative regulation of synaptic transmission,neuromuscular process controlling balance,neuron cell-cell adhesion,perineuronal net,positive regulation of synaptic transmission, glutamatergic,positive regulation of transmission of nerve impulse,proteinaceous extracellular matrix,regulation of neurogenesis,synapse organization,telencephalon cell migrationAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsT=0, C=20 T=0.0, C=1.0 0.00001 263.565 20 T=0/0, C=11/9

chr7:36370499 G/G C G SNV KIAA0895 KIAA0895:intronic:NM_001100425.1 1 100 intronic NM_001100425.1c.1404+92G>Cp.? -0.45 Domain of unknown function (DUF1704)rs196659 YES C=0, G=63 C=0.0, G=1.0 0.00001 958.916 63 C=0/0, G=28/35

chr7:36370555 T/T G T SNV KIAA0895 KIAA0895:intronic:NM_001100425.1 1 100 intronic NM_001100425.1c.1404+36C>Ap.? -2.94 Domain of unknown function (DUF1704)rs196660 0.0241 YES 9.797E-1 (pos.36370555) G=0, T=61 G=0.0, T=1.0 0.00001 921.854 61 G=0/0, T=26/35

chr7:37901581 A/A G A SNV NME8 NME8:intronic:NM_016616.4 1 100 intronic NM_016616.4c.271-49G>Ap.? 0.61 Nucleoside diphosphate kinase,Thioredoxinrs2249451 0.0559 YES 6.945E-1 (pos.37901581) NME/NM23 family member 8CTP biosynthetic process,GTP biosynthetic process,UTP biosynthetic process,cell differentiation,cell redox homeostasis,cellular response to reactive oxygen species,cilium assembly,cytoplasm,flagellated sperm motility,microtubule binding,multicellular organism development,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylation,outer dynein arm,sperm cytoplasmic droplet,sperm principal piece,spermatogenesisCiliary Motility Disorders;Otorhinolaryngologic Diseases;Respiratory Tract DiseasesBenign G=0, A=32 G=0.0, A=1.0 0.00001 485.118 32 G=0/0, A=17/15

chr7:37903904 T/T C T SNV NME8 NME8:intronic:NM_016616.4 1 100 intronic NM_016616.4c.455-46C>Tp.? -0.57 Nucleoside diphosphate kinase,Thioredoxinrs3816418 0.2494 YES 5.825E-1;0.0 (pos.37903904) NME/NM23 family member 8CTP biosynthetic process,GTP biosynthetic process,UTP biosynthetic process,cell differentiation,cell redox homeostasis,cellular response to reactive oxygen species,cilium assembly,cytoplasm,flagellated sperm motility,microtubule binding,multicellular organism development,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylation,outer dynein arm,sperm cytoplasmic droplet,sperm principal piece,spermatogenesisCiliary Motility Disorders;Otorhinolaryngologic Diseases;Respiratory Tract DiseasesBenign C=0, T=82 C=0.0, T=1.0 0.00001 1329.36 82 C=0/0, T=45/37

chr7:37904099 A/A G A SNV NME8 NME8:intronic:NM_016616.4 1 100 intronic NM_016616.4c.528+76G>Ap.? 0.35 Nucleoside diphosphate kinase,Thioredoxinrs3816417 YES NME/NM23 family member 8CTP biosynthetic process,GTP biosynthetic process,UTP biosynthetic process,cell differentiation,cell redox homeostasis,cellular response to reactive oxygen species,cilium assembly,cytoplasm,flagellated sperm motility,microtubule binding,multicellular organism development,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylation,outer dynein arm,sperm cytoplasmic droplet,sperm principal piece,spermatogenesisCiliary Motility Disorders;Otorhinolaryngologic Diseases;Respiratory Tract DiseasesG=0, A=87 G=0.0, A=1.0 0.00001 1431.38 87 G=0/0, A=43/44

chr1:175335234 T/T C T SNV TNR TNR:exonic:NM_003285.2 1 100 11 synonymous NM_003285.2c.2094G>A p.(=) -4.24 0.01(COSM3750631)EGF-like domain,Fibrinogen beta and gamma chains, C-terminal globular domain,Fibronectin type III domainrs1385541 0.2429 YES 9.457E-2 (pos.175335234)adenocarcinoma,carcinomaTenascin R (restrictin, janusin)associative learning,axon guidance,cell adhesion,cell surface,extracellular matrix organization,extracellular region,locomotory exploration behavior,long-term synaptic potentiation,membrane raft,negative regulation of axon extension involved in regeneration,negative regulation of cell-cell adhesion,negative regulation of synaptic transmission,neuromuscular process controlling balance,neuron cell-cell adhesion,perineuronal net,positive regulation of synaptic transmission, glutamatergic,positive regulation of transmission of nerve impulse,proteinaceous extracellular matrix,regulation of neurogenesis,synapse organization,telencephalon cell migrationAbortion, Spontaneous;Female Urogenital Diseases and Pregnancy Complications;Pregnancy ComplicationsC=0, T=83 C=0.0, T=1.0 0.00001 1349.88 83 C=0/0, T=32/51

chr7:37923849 G/A G A SNV NME8 NME8:intronic:NM_016616.4 1 58.33 intronic NM_016616.4c.995-56G>Ap.? 0.34 Nucleoside diphosphate kinase,Thioredoxinrs1993052 YES NME/NM23 family member 8CTP biosynthetic process,GTP biosynthetic process,UTP biosynthetic process,cell differentiation,cell redox homeostasis,cellular response to reactive oxygen species,cilium assembly,cytoplasm,flagellated sperm motility,microtubule binding,multicellular organism development,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylation,outer dynein arm,sperm cytoplasmic droplet,sperm principal piece,spermatogenesisCiliary Motility Disorders;Otorhinolaryngologic Diseases;Respiratory Tract DiseasesG=10, A=14 G=0.4167, A=0.5833 0.00001 135.339 24 G=8/2, A=6/8

chr7:37933983 G/G C G SNV NME8 NME8:intronic:NM_016616.4 1 100 intronic NM_016616.4c.1400-85C>Gp.? -0.23 Nucleoside diphosphate kinase,Thioredoxinrs10260487 YES NME/NM23 family member 8CTP biosynthetic process,GTP biosynthetic process,UTP biosynthetic process,cell differentiation,cell redox homeostasis,cellular response to reactive oxygen species,cilium assembly,cytoplasm,flagellated sperm motility,microtubule binding,multicellular organism development,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylation,outer dynein arm,sperm cytoplasmic droplet,sperm principal piece,spermatogenesisCiliary Motility Disorders;Otorhinolaryngologic Diseases;Respiratory Tract DiseasesC=0, G=50 C=0.0, G=1.0 0.00001 849.514 50 C=0/0, G=35/15

chr7:38505025 A/A G A SNV AMPH AMPH:intronic:NM_001635.3 1 100 intronic NM_001635.3c.749+42C>Tp.? -0.06 BAR domain rs722334 0.4366 YES 6.476E-1 (pos.38505025) Amphiphysinactin cytoskeleton,cell junction,chemical synaptic transmission,cytosol,endocytosis,leading edge membrane,membrane organization,phospholipid binding,protein binding,synaptic vesicle,synaptic vesicle membraneG=0, A=90 G=0.0, A=1.0 0.00001 1493.12 90 G=0/0, A=47/43

chr7:38514851 A/T A T SNV AMPH AMPH:intronic:NM_001635.3 1 57.14 intronic NM_001635.3c.590+80T>Ap.? 1.74 BAR domain rs35367242 YES Amphiphysinactin cytoskeleton,cell junction,chemical synaptic transmission,cytosol,endocytosis,leading edge membrane,membrane organization,phospholipid binding,protein binding,synaptic vesicle,synaptic vesicle membraneA=18, T=24 A=0.4286, T=0.5714 0.00001 279.004 42 A=10/8, T=10/14

chr17:76060954 A/C A C SNV TNRC6C TNRC6C:exonic:NM_001142640.1 1 58.33 5 synonymous NM_001142640.1c.2538A>C p.(=) -1.78 0.03(COSM4000314),0.03(COSM4000315)Argonaute hook,M domain of GW182,RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain),TNRC6-PABC binding domain,UBA/TS-N domainrs61730171 0.1029 YES 2.057E-1 (pos.76060954) Wilms_tumour,acute_myeloid_leukaemiaTrinucleotide repeat-containing gene 6CRNA binding,Wnt signaling pathway, calcium modulating pathway,cytosol,gene silencing by miRNA,miRNA mediated inhibition of translation,nucleic acid binding,positive regulation of nuclear-transcribed mRNA catabolic process, deadenylation-dependent decay,positive regulation of nuclear-transcribed mRNA poly(A) tail shortening,posttranscriptional gene silencing by RNA,protein binding,regulation of megakaryocyte differentiationA=20, C=28 A=0.4167, C=0.5833 0.00001 343.408 48 A=6/14, C=15/13

chr7:38813711 C/T C T SNV VPS41 VPS41:intronic:NM_014396.3 1 97.56 intronic NM_014396.3c.1012+4G>Ap.? 2.34 Region in Clathrin and VPSrs976350 0.008 9.946E-1 (pos.38813711) Vacuolar protein sorting 41, Yeast, homolog ofAP-3 adaptor complex,CORVET complex,GTPase binding,Golgi vesicle transport,Golgi-associated vesicle,HOPS complex,autophagy,biological_process,clathrin complex,clathrin-coated vesicle,cytosol,early endosome,endosomal vesicle fusion,endosome membrane,endosome to lysosome transport,identical protein binding,intracellular,intracellular protein transport,late endosome membrane,late endosome to lysosome transport,lysosomal membrane,membrane,metal ion binding,microtubule binding,microtubule cytoskeleton,molecular_function,protein binding,protein self-association,protein targeting to vacuole,regulated exocytosis,regulation of SNARE complex assembly,vacuole fusion, non-autophagic,vesicle-mediated transportC=1, T=40 C=0.0244, T=0.9756 0.00001 631.828 41 C=1/0, T=27/13

chr7:38857364 A/A G A SNV VPS41 VPS41:intronic:NM_014396.3 1 100 intronic NM_014396.3c.450+53C>Tp.? 1.71 Region in Clathrin and VPSrs2072248 0.4761 YES 8.869E-1 (pos.38857364) Vacuolar protein sorting 41, Yeast, homolog ofAP-3 adaptor complex,CORVET complex,GTPase binding,Golgi vesicle transport,Golgi-associated vesicle,HOPS complex,autophagy,biological_process,clathrin complex,clathrin-coated vesicle,cytosol,early endosome,endosomal vesicle fusion,endosome membrane,endosome to lysosome transport,identical protein binding,intracellular,intracellular protein transport,late endosome membrane,late endosome to lysosome transport,lysosomal membrane,membrane,metal ion binding,microtubule binding,microtubule cytoskeleton,molecular_function,protein binding,protein self-association,protein targeting to vacuole,regulated exocytosis,regulation of SNARE complex assembly,vacuole fusion, non-autophagic,vesicle-mediated transportG=0, A=39 G=0.0, A=1.0 0.00001 623.98 39 G=0/0, A=21/18

chr7:40220507 C/G C G SNV SUGCT SUGCT:intronic:NM_001193313.1 1 50 intronic NM_001193313.1c.122-39C>Gp.? -1.1 CoA-transferase family IIIrs2036041 0.463 YES 4.356E-1 (pos.40220507) formyl-CoA transferase activity,metabolic process,mitochondrion,succinate-hydroxymethylglutarate CoA-transferase activityAmino Acid Metabolism, Inborn Errors;Brain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Genetic Diseases, Inborn;Headache Disorders;Headache Disorders, Primary;Metabolic Diseases;Metabolism, Inborn Errors;Migraine Disorders;Migraine without Aura;Neoplasms;Neoplasms by Site;Nervous System Diseases;Nutritional and Metabolic Diseases;Pancreatic Diseases;Pancreatic NeoplasmsC=22, G=22 C=0.5, G=0.5 0.00001 243.628 44 C=9/13, G=12/10

chr7:4051677 G/A G A SNV SDK1 SDK1:intronic:NM_152744.3 1 56 intronic NM_152744.3c.2280-50G>Ap.? -3.37 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs894776 0.1679 YES 5.92E-2 (pos.4051677) Sidekick, Drosophila, homolog of, 1behavioral response to cocaine,cell junction,cell-cell junction organization,extracellular exosome,homophilic cell adhesion via plasma membrane adhesion molecules,identical protein binding,integral component of membrane,plasma membrane,regulation of dendritic spine development,retina layer formation,synapse,synapse assemblyG=11, A=14 G=0.44, A=0.56 0.00001 134.35 25 G=7/4, A=10/4

chr7:47408029 G/G A G SNV TNS3 TNS3:exonic:NM_022748.11 1 100 17 synonymous NM_022748.11c.2214T>C p.(=) -0.98 C2 domain of PTEN tumour-suppressor protein,Phosphotyrosine-binding domain,SH2 domainrs2255744 0.1725 YES 4.643E-1 (pos.47408029) Tensin 3 cell migration,cytosol,focal adhesion,intracellular,intracellular signal transduction,lung alveolus development,positive regulation of cell proliferation,protein bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, G=33 A=0.0, G=1.0 0.00001 504.597 33 A=0/0, G=16/17

chr3:44283808 A/A C A SNV TOPAZ1 TOPAZ1:exonic:NM_001145030.1 1 100 1 missense NM_001145030.1c.263C>A p.Pro88Gln -1.82 0.57 76 0 Putative aspartate racemasers7645375 0.1892 YES 8.355E-1 (pos.44283808) Testis- and ovary-specific PAZ domain protein 1apoptotic process,cytosol,metal ion binding,ncRNA transcription,positive regulation of meiotic cell cycle phase transition,spermatid development,spermatocyte divisionC=0, A=26 C=0.0, A=1.0 0.00001 371.42 26 C=0/0, A=8/18

chr3:133342218 C/T C T SNV TOPBP1 TOPBP1:exonic:NM_007027.3 1 55.38 18 synonymous NM_007027.3c.3012G>A p.(=) 0.36 0.91(COSM4002471),0.91(COSM4002472)BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,twin BRCT domainrs4854738 0.0738 YES 2.47E-1 (pos.133342218) acute_myeloid_leukaemiaDNA topoisomerase II-binding protein 1DNA binding,DNA metabolic process,DNA repair,DNA replication,DNA replication initiation,PML body,actin cytoskeleton,cellular response to DNA damage stimulus,chromosome,condensed nuclear chromosome,cytoplasm,identical protein binding,male germ cell nucleus,microtubule organizing center,mitotic DNA replication checkpoint,mitotic G2 DNA damage checkpoint,nuclear body,nucleoplasm,nucleus,protein C-terminus binding,protein binding,regulation of signal transduction by p53 class mediator,response to ionizing radiation,spindle poleHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic TypeC=29, T=36 C=0.4462, T=0.5538 0.00001 379.576 65 C=11/18, T=7/29

chr1:179887125 A/A G A SNV TOR1AIP1 TOR1AIP1:exonic:NM_001267578.1 1 100 10 synonymous NM_001267578.1c.1506G>A p.(=) -0.02 Lamina-associated polypeptide 1C (LAP1C)rs627897 0.0455 YES 9.008E-1 (pos.179887125) Torsin A-interacting protein 1ATPase activator activity,ATPase binding,cytoskeletal protein binding,integral component of membrane,lamin binding,nuclear inner membrane,nuclear membrane,nuclear membrane organization,nucleus,positive regulation of ATPase activity,protein binding,protein localization to nucleusBenign G=0, A=29 G=0.0, A=1.0 0.00001 427.59 29 G=0/0, A=11/18

chr17:7579472 G/C G C SNV TP53 TP53:exonic:NM_000546.5 1 50 4 missense NM_000546.5c.215C>G p.Pro72Arg 1.02 0.26 103 0.083 0.22(COSM45985),0.36(COSM250061),0.36(COSM3766190),0.36(COSM3766191),0.36(COSM3766192),0.36(COSM3766193)P53 DNA-binding domain,P53 tetramerisation motifrs1042522,rs730882014,rs8788540660.2548 YES 5.892E-1 (pos.7579472) adenocarcinoma,adnexal_tumour,astrocytoma_Grade_IV,carcinoma,ductal_carcinoma,haemangioblastoma,hepatocellular_carcinoma,mesothelioma,neoplasm,squamous_cell_carcinomaTumor protein p53ATP binding,DNA binding,DNA binding transcription factor activity,DNA damage response, signal transduction by p53 class mediator,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,DNA damage response, signal transduction by p53 class mediator resulting in transcription of p21 class mediator,DNA strand renaturation,ER overload response,PML body,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,RNA polymerase II transcription factor binding,Ras protein signal transduction,apoptotic process,autophagy,base-excision repair,cell aging,cell cycle,cell cycle arrest,cell differentiation,cell proliferation,cellular protein localization,cellular response to DNA damage stimulus,cellular response to UV,cellular response to actinomycin D,cellular response to drug,cellular response to gamma radiation,cellular response to glucose starvation,cellular response to hypoxia,cellular response toACMG Recommendations...;Abnormalities, Multiple;Acute Kidney Injury;Adenocarcinoma;Adenocarcinoma, Clear Cell;Adenoma;Adnexal Diseases;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Amyotrophic Lateral Sclerosis;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Arsenic Poisoning;Astrocytoma;Balkan Nephropathy;Biliary Tract Diseases;Biliary Tract Neoplasms;Blood Coagulation Disorders;Blood Platelet Disorders;Bone Marrow Diseases;Brain Diseases;Brain Ischemia;Brain Neoplasms;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Basal Cell;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Carcinoma, Renal Cell;Carcinoma, Small Cell;Carcinoma, Squamous Cell;Carcinoma, Transitional Cell;Cardiomyopathies;Cardiomyopathy, Hypertrophic;Cardiovascular Diseases;Carotid Artery Diseases;Cell Transformation, Neoplastic;Central Nervous System Diseases;Central 1-(9-ethyl-9H-carbazol-3-yl)-N-methylmethanamine,AZD 3355,Acetylsalicylic aciddrug responseG=23, C=23 G=0.5, C=0.5 0.00001 254.843 46 G=13/10, C=10/13

chr15:43748304 A/G A G SNV TP53BP1 TP53BP1:exonic:NM_001141980.1 1 51.85 12 synonymous NM_001141980.1c.2502T>C p.(=) 1.16 0.02(COSM3754331),0.02(COSM4785180),0.47(COSM3678192)Tumour suppressor p53-binding protein-1 Tudorrs690367 0.3032 YES 4.163E-1;0.0 (pos.43748304)acute_myeloid_leukaemia,adenocarcinomaTumor protein p53-binding protein-1DNA damage checkpoint,DNA repair complex,RNA polymerase II activating transcription factor binding,RNA polymerase II transcription cofactor activity,cellular response to DNA damage stimulus,cellular response to X-ray,chromosome, telomeric region,condensed chromosome kinetochore,cytoplasm,damaged DNA binding,double-strand break repair via nonhomologous end joining,methylated histone binding,negative regulation of double-strand break repair via homologous recombination,nuclear body,nuclear chromosome, telomeric region,nucleoplasm,nucleus,p53 binding,positive regulation of DNA binding transcription factor activity,positive regulation of isotype switching,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,protein homooligomerization,protein sumoylation,replication fork,site of double-strand break,telomeric DNA binding,transcription, DNA-templated,ubiquitin modification-dependent histone bindingA=13, G=14 A=0.4815, G=0.5185 0.00001 132.661 27 A=8/5, G=11/3

chr7:43810820 C/T C T SNV BLVRA BLVRA:intronic:NM_000712.3 1 45.45 intronic NM_000712.3c.12+51C>Tp.? -0.27 Biliverdin reductase, catalytic,Oxidoreductase family, NAD-binding Rossmann foldrs10234057 0.2095 YES 8.115E-3 (pos.43810820) Biliverdin reductase Abiliverdin reductase activity,cytosol,extracellular exosome,heme catabolic process,oxidation-reduction process,oxidoreductase activity,protein binding,zinc ion bindingBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Digestive System DiseasesNADH C=12, T=10 C=0.5455, T=0.4545 0.00001 81.7619 22 C=0/12, T=4/6

chr6:83075914 A/A G A SNV TPBG TPBG:exonic:NM_001166392.1 1 100 2 synonymous NM_001166392.1c.1236G>A p.(=) 0.8 0.27(COSM4161360)Leucine Rich Repeat,Leucine Rich repeat,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeat N-terminal domainrs700494 0.3217 YES 5.839E-1 (pos.83075914) acute_myeloid_leukaemia,neoplasmTrophoblast glycoproteincell adhesion,cell surface,endoplasmic reticulum,integral component of plasma membrane,positive regulation of synapse assemblyGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=0, A=230 G=0.0, A=1.0 0.00001 3814.36 230 G=0/0, A=138/92

chr11:68840397 C/C T C SNV TPCN2 TPCN2:exonic:NM_139075.3 1 100 13 synonymous NM_139075.3c.1158T>C p.(=) -4.86 0(COSM1162432)Ion transport proteinrs1466221,rs386754584 0.4981 YES 3.085E-1 (pos.68840397) acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinoma,neoplasm,osteosarcomaTwo-pore segment channel 2NAADP-sensitive calcium-release channel activity,calcium-mediated signaling,cellular calcium ion homeostasis,endosome membrane,identical protein binding,integral component of membrane,ion transmembrane transport,lysosomal membrane,lysosome,lysosome organization,membrane depolarization during action potential,plasma membrane,protein binding,protein kinase binding,regulation of autophagy,regulation of ion transmembrane transport,release of sequestered calcium ion into cytosol,response to vitamin D,smooth muscle contraction,voltage-gated calcium channel activityT=0, C=35 T=0.0, C=1.0 0.00001 543.902 35 T=0/0, C=19/16

chr11:68840412 G/G C G SNV TPCN2 TPCN2:exonic:NM_139075.3 1 100 13 synonymous NM_139075.3c.1173C>G p.(=) 0.59 0.01(COSM3752700)Ion transport proteinrs1466220 0.4994 YES 3.087E-1 (pos.68840412) acute_myeloid_leukaemia,adenocarcinoma,osteosarcomaTwo-pore segment channel 2NAADP-sensitive calcium-release channel activity,calcium-mediated signaling,cellular calcium ion homeostasis,endosome membrane,identical protein binding,integral component of membrane,ion transmembrane transport,lysosomal membrane,lysosome,lysosome organization,membrane depolarization during action potential,plasma membrane,protein binding,protein kinase binding,regulation of autophagy,regulation of ion transmembrane transport,release of sequestered calcium ion into cytosol,response to vitamin D,smooth muscle contraction,voltage-gated calcium channel activityC=0, G=35 C=0.0, G=1.0 0.00001 543.779 35 C=0/0, G=19/16

chr11:68816370 A/G A G SNV TPCN2 TPCN2:utr_5:NM_139075.3 1 95.65 1 utr_5 NM_139075.3c.-96A>G p.? 0.87 Ion transport proteinrs4930642 YES Two-pore segment channel 2NAADP-sensitive calcium-release channel activity,calcium-mediated signaling,cellular calcium ion homeostasis,endosome membrane,identical protein binding,integral component of membrane,ion transmembrane transport,lysosomal membrane,lysosome,lysosome organization,membrane depolarization during action potential,plasma membrane,protein binding,protein kinase binding,regulation of autophagy,regulation of ion transmembrane transport,release of sequestered calcium ion into cytosol,response to vitamin D,smooth muscle contraction,voltage-gated calcium channel activityA=1, G=22 A=0.0435, G=0.9565 0.00001 288.972 23 A=0/1, G=3/19

chr9:6328946 AC/AC A AC INDEL TPD52L3 TPD52L3:exonic:NM_033516.5 1 100 1 frameshiftInsertion NM_033516.5c.351_352insCp.Phe118fs -2.83 Tumour protein D52 family Tumor protein D52-like 3protein binding A=0, AC=81 A=0.0, AC=1.0 0.00001 871.993 81 A=0/0, AC=45/36

chr7:45753239 G/G A G SNV ADCY1 ADCY1:intronic:NM_021116.3 1 100 intronic NM_021116.3c.3058-53A>Gp.? -1.73 Adenylate and Guanylate cyclase catalytic domain,Adenylyl cyclase N-terminal extracellular and transmembrane regionrs2293107 YES Adenylate cyclase-1, brainATP binding,G-protein coupled receptor signaling pathway,activation of adenylate cyclase activity,activation of protein kinase A activity,adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adenylate cyclase-inhibiting G-protein coupled receptor signaling pathway,axonogenesis,cAMP biosynthetic process,cAMP-mediated signaling,cGMP biosynthetic process,calcium- and calmodulin-responsive adenylate cyclase activity,calmodulin binding,cellular response to calcium ion,cellular response to forskolin,cellular response to glucagon stimulus,circadian rhythm,cyclic nucleotide biosynthetic process,cytoplasm,extracellular exosome,guanylate cyclase activity,guanylate cyclase complex, soluble,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,long-term memory,membrane raft,metal ion binding,nucleotide binding,nucleus,phosphorus-oxygen lyase activity,plasma membrane,regulation of circadian rhythm,renal water homBronchial Neoplasms;Carcinoma, Bronchogenic;Dyskinesias;Ear Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hyperkinesis;Lung Diseases;Lung Neoplasms;Mental Disorders;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Sensation Disorders;Small Cell Lung Carcinoma;Substance Withdrawal Syndrome;Substance-Related Disorders;Thoracic NeoplasmsATP,Adenosine monophosphateA=0, G=97 A=0.0, G=1.0 0.00001 1639 97 A=0/0, G=37/60

chr15:63351840 C/A C A SNV TPM1 TPM1:exonic:NM_001018020.1 1 97.5 4 synonymous NM_001018020.1c.453C>A p.(=) 3.36 0.86(COSM3754386),0.86(COSM3754387),0.86(COSM3754388),0.86(COSM3754389),0.86(COSM3754390)Tropomyosin,Tropomyosin likers1071646 0.3542 YES 9.575E-1 (pos.63351840) adenocarcinomaTropomyosin 1, alphaactin binding,actin cytoskeleton,actin filament,actin filament binding,actin filament organization,bleb,cardiac muscle contraction,cellular response to reactive oxygen species,cytoskeletal protein binding,cytoskeleton,cytoskeleton organization,cytosol,filamentous actin,identical protein binding,in utero embryonic development,integral component of membrane,movement of cell or subcellular component,muscle contraction,muscle filament sliding,muscle thin filament tropomyosin,negative regulation of cell migration,negative regulation of vascular associated smooth muscle cell migration,negative regulation of vascular smooth muscle cell proliferation,positive regulation of ATPase activity,positive regulation of cell adhesion,positive regulation of heart rate by epinephrine,positive regulation of stress fiber assembly,protein binding,protein heterodimerization activity,protein homodimerization activity,regulation of cell shape,regulation of heart contraction,regulation of muscle contraction,ruffle membrane,ruffle orgaACMG Recommendations...;Aortic Stenosis, Subvalvular;Aortic Valve Stenosis;Carcinoma;Carcinoma, Squamous Cell;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Collagen Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Head and Neck Neoplasms;Heart Diseases;Heart Valve Diseases;Hypertension;Keloid;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Skin and Connective Tissue Diseases;Vascular DiseasesBenign/Likely benignC=1, A=39 C=0.025, A=0.975 0.00001 610.647 40 C=0/1, A=15/24

chr7:47407888 A/A G A SNV TNS3 TNS3:intronic:NM_022748.11 1 100 intronic NM_022748.11c.2281+74C>Tp.? -0.1 C2 domain of PTEN tumour-suppressor protein,Phosphotyrosine-binding domain,SH2 domainrs2255749 YES Tensin 3 cell migration,cytosol,focal adhesion,intracellular,intracellular signal transduction,lung alveolus development,positive regulation of cell proliferation,protein bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=0, A=33 G=0.0, A=1.0 0.00001 503.999 33 G=0/0, A=24/9

chr9:35689949 AAA/TTT AAA TTT MNV TPM2 TPM2:utr_5:NM_213674.1 3 50 1 utr_5 NM_213674.1c.-135TTT>AAAp.? 1.5, 0.54, 0.61 Tropomyosin,Tropomyosin likers376121464,rs3793538,rs3793539,rs3793540,rs879270736YES Tropomyosin-2, betaactin binding,actin cytoskeleton,actin filament,actin filament binding,actin filament organization,cytosol,identical protein binding,muscle contraction,muscle filament sliding,muscle thin filament tropomyosin,protein heterodimerization activity,protein homodimerization activity,regulation of ATPase activity,structural constituent of muscleArthrogryposis;Carcinoma;Carcinoma, Squamous Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Joint Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myopathies, Nemaline;Myopathies, Structural, Congenital;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Nervous System Diseases;Neuromuscular DiseasesAAA=10, TTT=10AAA=0.5, TTT=0.5 0.00001 85.0884 20 AAA=6/4, TTT=6/4

chr13:103275386 C/C T C SNV TPP2 TPP2:exonic:NM_003291.3 1 100 6 synonymous NM_003291.3c.780T>C p.(=) 0.44 0.76(COSM3999002)Subtilase family,Tripeptidyl peptidase IIrs2230854 0.483 YES 4.436E-1 (pos.103275386)acute_myeloid_leukaemiaTripeptidyl peptidase IIaminopeptidase activity,cytoplasm,cytosol,endopeptidase activity,identical protein binding,nuclear body,nucleoplasm,peptide binding,protein binding,protein polyubiquitination,proteolysis,serine-type endopeptidase activity,tripeptidyl-peptidase activityT=0, C=57 T=0.0, C=1.0 0.00001 849.614 57 T=0/0, C=21/36

chr7:47835116 C/C T C SNV

C7orf69,PK

D1L1 PKD1L1:intronic:NM_138295.4, C7orf69:intronic:NM_025031.2 1
100

intronic NM_138295.4, NM_025031.2c.8355+471A>G, c.108+75T>Cp.?, p.? -1.41 PKD domain,PLAT/LH2 domain,Polycystin cation channel,REJ domainrs2348459 YES Polycystin 1L1calcium channel activity,calcium channel complex,calcium ion transmembrane transport,cell-cell adhesion,ciliary membrane,cilium,detection of mechanical stimulus,detection of nodal flow,extracellular region,integral component of membrane,left/right axis specification,membrane,non-motile cilium,protein bindingT=0, C=31 T=0.0, C=1.0 0.00001 465.813 31 T=0/0, C=19/12

chr5:665280 C/C T C SNV TPPP TPPP:exonic:NM_007030.2 1 100 4 synonymous NM_007030.2c.597A>G p.(=) -5.35 0.02(COSM1438473)p25-alpha rs1697963 0.394 YES 6.664E-1 (pos.665280) adenocarcinoma,neoplasmTubulin polymerization-promoting proteincytoplasm,cytosol,microtubule,microtubule binding,microtubule bundle,microtubule bundle formation,microtubule polymerization,mitochondrion,myelin sheath,nucleus,perinuclear region of cytoplasm,positive regulation of protein complex assembly,positive regulation of protein polymerization,protein binding,tubulin bindingT=0, C=36 T=0.0, C=1.0 0.00001 553.862 36 T=0/0, C=15/21

chr16:1273533 CGG/CG CGG C,CG INDEL TPSG1 TPSG1:exonic:NM_012467.3 1 39.13 3 frameshiftDeletion NM_012467.3c.134delC p.Pro45fs -6.17, -4.26, -0.52 Trypsin rs377147956,rs746784578 0 0.0 (pos.1273534),0.0;0.0 (pos.1273533) Tryptase, gamma-1integral component of plasma membrane,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityCGG=12, C=2, CG=9CGG=0.5217, C=0.087, CG=0.39130.00001 52.5747 23 CGG=10/2, C=2/0, CG=6/3

chr16:1272865 A/A G A SNV TPSG1 TPSG1:exonic:NM_012467.3 1 100 4 synonymous NM_012467.3c.298C>T p.(=) -0.41 0.01(COSM5517013)Trypsin rs4984639,rs769682884 0.2674 YES 0.0 (pos.1272863),9.139E-1 (pos.1272865)carcinoma Tryptase, gamma-1integral component of plasma membrane,proteolysis,serine-type endopeptidase activity,serine-type peptidase activityG=0, A=30 G=0.0, A=1.0 0.00001 446.639 30 G=0/0, A=10/20

chr7:48335265 T/T C T SNV ABCA13 ABCA13:intronic:NM_152701.4 1 100 intronic NM_152701.4c.8956-32C>Tp.? -0.16 ABC transporter,ABC-2 family transporter proteinrs10280046 0.36 YES 9.883E-1 (pos.48335265) ATP-binding cassette, subfamily A, member 13ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,azurophil granule membrane,integral component of membrane,intracellular membrane-bounded organelle,lipid transport,neutrophil degranulation,plasma membrane,secretory granule membrane,transmembrane transport,transport,transporter activityColonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal DiseasesC=0, T=104 C=0.0, T=1.0 0.00001 1626.74 104 C=0/0, T=32/72

chr21:10910347 G/G A G SNV TPTE TPTE:exonic:NM_199261.3 1 100 22 missense NM_199261.3c.1409T>C p.Leu470Pro 2.21 1 98 0 0(COSM1180664),0(COSM1180665)C2 domain of PTEN tumour-suppressor protein,Dual specificity phosphatase, catalytic domainrs150482 YES 9.969E-1 (pos.10910347) astrocytoma_Grade_IV,neoplasm,squamous_cell_carcinomaTransmembrane phosphatase with tensin homologyintegral component of membrane,peptidyl-tyrosine dephosphorylation,protein dephosphorylation,protein tyrosine phosphatase activity,protein tyrosine/serine/threonine phosphatase activity,signal transductionA=0, G=68 A=0.0, G=1.0 0.00001 1053.56 68 A=0/0, G=24/44

chr9:139820421 A/A G A SNV TRAF2 TRAF2:utr_3:NM_021138.3 1 100 11 utr_3 NM_021138.3c.1574G>A p.? -2.24 MATH domain,TNF receptor-associated factor BIRC3 binding domain,TRAF-type zinc finger,Zinc finger, C3HC4 type (RING finger)rs754006972,rs7852970 0.4201 YES 0.0;2.737E-4 (pos.139820420),7.315E-1;0.0 (pos.139820421)TNF receptor-associated factor 2AIP1-IRE1 complex,CD40 receptor binding,CD40 receptor complex,I-kappaB kinase/NF-kappaB signaling,IRE1-TRAF2-ASK1 complex,TRAF2-GSTP1 complex,activation of NF-kappaB-inducing kinase activity,activation of cysteine-type endopeptidase activity involved in apoptotic process,activation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,cell cortex,cellular protein complex assembly,cellular response to nitric oxide,cytoplasmic side of plasma membrane,cytosol,death-inducing signaling complex assembly,enzyme binding,identical protein binding,intracellular,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,membrane raft,metal ion binding,mitogen-activated protein kinase kinase kinase binding,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of glial cell apoptotic process,negative regulation of neuron death,nucleoplasm,positive regulation of DNA binding transcription factor activity,positive regulatioG=0, A=38 G=0.0, A=1.0 0.00001 602.413 38 G=0/0, A=14/24

chr7:5232881 A/A C A SNV WIPI2 WIPI2:intronic:NM_015610.3 1 100 intronic NM_015610.3c.128+79C>Ap.? -0.05 rs6463314 YES WD40 repeat protein interacting with phosphoinositides 2autophagosome,autophagosome assembly,autophagosome maturation,autophagy of mitochondrion,autophagy of nucleus,cytosol,extrinsic component of membrane,macroautophagy,membrane,phosphatidylinositol-3,5-bisphosphate binding,phosphatidylinositol-3-phosphate binding,phosphatidylinositol-5-phosphate binding,pre-autophagosomal structure,pre-autophagosomal structure membrane,protein binding,protein complex,protein lipidation,protein lipidation involved in autophagosome assembly,protein localization to pre-autophagosomal structure,xenophagyC=0, A=125 C=0.0, A=1.0 0.00001 2032.55 125 C=0/0, A=73/52

chr7:53103267 T/G T G SNV POM121L12 POM121L12:upstream:NM_182595.3 1 97.06 intronic NM_182595.3c.-98T>G p.? -0.6 rs10248048 YES RNA export from nucleus,nuclear localization sequence binding,nuclear pore central transport channel,nuclear pore nuclear basket,nucleocytoplasmic transporter activity,protein import into nucleus,structural constituent of nuclear poreT=1, G=33 T=0.0294, G=0.9706 0.00001 492.963 34 T=0/1, G=30/3

chr1:209950760 G/G C G SNV TRAF3IP3 TRAF3IP3:exonic:NM_025228.3 1 100 12 missense NM_025228.3c.1117C>G p.Gln373Glu 3.83 1 29 0 0.02(COSM1127153) rs669694 0.2012 YES 8.086E-1 (pos.209950760)adenocarcinomaTRAF3-interacting protein 3integral component of membrane,protein binding C=0, G=31 C=0.0, G=1.0 0.00001 465.819 31 C=0/0, G=21/10

chr3:42236415 G/G A G SNV TRAK1 TRAK1:exonic:NM_001042646.2 1 100 10 synonymous NM_001042646.2c.1095A>G p.(=) -7.49 HAP1 N-terminal conserved region,Kinesin associated proteinrs9851455 0.2492 YES 9.863E-1 (pos.42236415) Trafficking protein, kinesin-binding 1GABA receptor binding,TPR domain binding,anterograde axonal transport of mitochondrion,axon cytoplasm,axonal growth cone,cytoplasm,dendrite,dendrite morphogenesis,early endosome,endosome to lysosome transport,mitochondrion,nucleus,perinuclear region of cytoplasm,positive regulation of axonogenesis,protein O-linked glycosylation,protein binding,protein targeting,regulation of transcription from RNA polymerase II promoterMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=0, G=47 A=0.0, G=1.0 0.00001 789.303 47 A=0/0, G=13/34

chr7:55223790 C/C T C SNV EGFR EGFR:intronic:NM_005228.4 1 100 intronic NM_005228.4c.1006+151T>Cp.? -0.73 Furin-like cysteine rich region,Growth factor receptor domain IV,Protein kinase domain,Protein tyrosine kinase,Receptor L domainrs3735059 YES Epidermal growth factor receptorAP-2 adaptor complex,ATP binding,ERBB2 signaling pathway,Golgi membrane,MAP kinase kinase kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Shc-EGFR complex,actin filament binding,activation of MAPKK activity,activation of phospholipase A2 activity by calcium-mediated signaling,activation of phospholipase C activity,apical plasma membrane,astrocyte activation,basolateral plasma membrane,cadherin binding,calmodulin binding,cell proliferation,cell surface,cell surface receptor signaling pathway,cell-cell adhesion,cellular response to amino acid stimulus,cellular response to cadmium ion,cellular response to dexamethasone stimulus,cellular response to drug,cellular response to epidermal growth factor stimulus,cellular response to estradiol stimulus,cellular response to mechanical stimulus,cellular response to reactive oxygen species,cerebral cortex cell migration,chromatin binding,circadian rhythm,clathrin-coated vesicle membrane,cytoplasm,digestive tract morphogenesis,diterpenoid metaboAcneiform Eruptions;Acute Kidney Injury;Adenocarcinoma;Adenoma;Adnexal Diseases;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Arthritis;Arthritis, Experimental;Astrocytoma;Bile Duct Diseases;Bile Duct Neoplasms;Biliary Tract Diseases;Biliary Tract Neoplasms;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Carcinoma, Squamous Cell;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiovascular Diseases;Chloracne;Cholangiocarcinoma;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Endometriosis;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female UrogeAfatinib,Alvocidib,Canertinib,Cetuximab,Depatuxizumab mafodotin,Erlotinib,Gefitinib,IGN311,Icotinib,Lapatinib,Lidocaine,Matuzumab,N-4-(3-BROMO-PHENYLAMINO)-QUINAZOLIN-6-YL-ACRYLAMIDE,Necitumumab,Olmutinib,Osimertinib,Panitumumab,Rindopepimut,S-{3-(4-ANILINOQUINAZOLIN-6-YL)AMINO-3-OXOPROPYL}-L-CYSTEINE,Trastuzumab,Vandetanib,Varlitinib,ZalutumumabT=0, C=46 T=0.0, C=1.0 0.00001 760.1 46 T=0/0, C=20/26

chr10:17204187 A/A G A SNV TRDMT1 TRDMT1:exonic:NM_004412.6 1 100 4 missense NM_004412.6c.301C>T p.His101Tyr 0.63 0.97 83 0.011 0.01(COSM3751678)C-5 cytosine-specific DNA methylasers11254413 0.4531 YES 2.434E-1 (pos.17204187) NS,acute_myeloid_leukaemia,adenocarcinomatRNA aspartic acid methyltransferase 1 (DNA methyltransferase 2)RNA binding,cytoplasm,methylation,methyltransferase activity,nucleoplasm,response to amphetamine,tRNA (cytosine-5-)-methyltransferase activity,tRNA methylation,tRNA methyltransferase activity,tRNA modificationGlycerin,Pentamidine,S-adenosyl-L-homocysteineG=0, A=23 G=0.0, A=1.0 0.00001 316.745 23 G=0/0, A=10/13

chr7:5567596 T/T C T SNV ACTB ACTB:intronic:NM_001101.3 1 100 intronic NM_001101.3c.984+39G>Ap.? 0.12 Actin rs852424 0.3327 YES 2.071E-1 (pos.5567596) Actin, beta ATP binding,ATP-dependent chromatin remodeling,Fc-gamma receptor signaling pathway involved in phagocytosis,NuA4 histone acetyltransferase complex,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,Tat protein binding,actin cytoskeleton,blood microparticle,cell junction assembly,cortical cytoskeleton,cytoplasm,cytoplasmic ribonucleoprotein granule,cytoskeleton,cytosol,dense body,ephrin receptor signaling pathway,extracellular exosome,extracellular space,focal adhesion,identical protein binding,intracellular ribonucleoprotein complex,kinesin binding,membrane,membrane organization,movement of cell or subcellular component,myelin sheath,nitric-oxide synthase binding,nuclear chromatin,nucleoplasm,nucleosomal DNA binding,nucleus,plasma membrane,platelet aggregation,positive regulation of gene expression, epigenetic,postsynaptic actin cytoskeleton organization,protein binding,protein complex,protein deubiquitination,retina hoAdenocarcinoma;Arthritis;Blepharoptosis;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Central Nervous System Diseases;Coloboma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Dysostoses;Dystonia;Dystonic Disorders;Ear Diseases;Epilepsy;Esophageal Diseases;Esophageal Neoplasms;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Diseases;Intellectual Disability;Joint Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Mental Disorders;Movement Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by SiC=0, T=34 C=0.0, T=1.0 0.00001 524.186 34 C=0/0, T=21/13

chr7:5568366 G/G A G SNV ACTB ACTB:intronic:NM_001101.3 1 100 intronic NM_001101.3c.364-16T>Cp.? -0.88 Actin rs852423 0.4238 YES 3.02E-1 (pos.5568366) Actin, beta ATP binding,ATP-dependent chromatin remodeling,Fc-gamma receptor signaling pathway involved in phagocytosis,NuA4 histone acetyltransferase complex,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II distal enhancer sequence-specific DNA binding,Tat protein binding,actin cytoskeleton,blood microparticle,cell junction assembly,cortical cytoskeleton,cytoplasm,cytoplasmic ribonucleoprotein granule,cytoskeleton,cytosol,dense body,ephrin receptor signaling pathway,extracellular exosome,extracellular space,focal adhesion,identical protein binding,intracellular ribonucleoprotein complex,kinesin binding,membrane,membrane organization,movement of cell or subcellular component,myelin sheath,nitric-oxide synthase binding,nuclear chromatin,nucleoplasm,nucleosomal DNA binding,nucleus,plasma membrane,platelet aggregation,positive regulation of gene expression, epigenetic,postsynaptic actin cytoskeleton organization,protein binding,protein complex,protein deubiquitination,retina hoAdenocarcinoma;Arthritis;Blepharoptosis;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Central Nervous System Diseases;Coloboma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyskinesias;Dysostoses;Dystonia;Dystonic Disorders;Ear Diseases;Epilepsy;Esophageal Diseases;Esophageal Neoplasms;Eye Abnormalities;Eye Diseases;Eyelid Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Diseases;Intellectual Disability;Joint Diseases;Liver Diseases;Liver Neoplasms;Lung Diseases;Lung Neoplasms;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Mental Disorders;Movement Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by SiBenign A=0, G=88 A=0.0, G=1.0 0.00001 1451.82 88 A=0/0, G=34/54

chr7:56131910 G/G C G SNV

CCT6A,SUM

F2 CCT6A:downstream:NM_001762.3, SUMF2:upstream:NM_001130069.21
100

intronic NM_001762.3, NM_001130069.2c.*1132C>G, c.-38C>Gp.?, p.? -0.3 rs62457279 0.1932 YES 7.609E-2;0.0 (pos.56131910) Chaperonin containing T-complex polypeptide 1, subunit 6A,Sulfatase-modifying factor 2'de novo' protein folding,ATP binding,RNA binding,WD40-repeat domain binding,chaperone-mediated protein folding,chaperonin-containing T-complex,cytoplasm,cytosol,endoplasmic reticulum,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,metal ion binding,microtubule,positive regulation of establishment of protein localization to telomere,positive regulation of protein localization to Cajal body,positive regulation of telomerase RNA localization to Cajal body,positive regulation of telomere maintenance via telomerase,post-translational protein modification,protein binding,protein binding involved in protein folding,protein folding,protein homodimerization activity,protein stabilization,unfolded protein bindingC=0, G=127 C=0.0, G=1.0 0.00001 2074.26 127 C=0/0, G=88/39

chr6:123869607 C/C G C SNV TRDN TRDN:exonic:NM_006073.3 1 100 3 missense NM_006073.3c.383C>G p.Thr128Ser -0.01 0.63 58 0.058 Aspartyl beta-hydroxylase N-terminal regionrs9490809 0.4625 YES 1.014E-1 (pos.123869607) Triadin cellular calcium ion homeostasis,cytoplasmic microtubule organization,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane organization,heart contraction,integral component of membrane,ion channel binding,ion transmembrane transport,junctional membrane complex,junctional sarcoplasmic reticulum membrane,muscle contraction,negative regulation of ryanodine-sensitive calcium-release channel activity,plasma membrane,positive regulation of cell communication by electrical coupling involved in cardiac conduction,positive regulation of ryanodine-sensitive calcium-release channel activity,protein binding,protein binding, bridging,receptor binding,regulation of cardiac conduction,regulation of cardiac muscle cell membrane potential,regulation of cell communication by electrical coupling,regulation of release of sequestered calcium ion into cytosol,regulation of release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,release of sequestered calcium ion into cytosol by sarcoplasmic reticulum,sarcBenign G=0, C=41 G=0.0, C=1.0 0.00001 664.696 41 G=0/0, C=20/21

chr6:41196222 GCC/GC GCC GCCG,GCG,GC INDEL TREML4 TREML4:exonic:NM_198153.2 1 51.49 1 frameshiftDeletion NM_198153.2c.59delC p.Pro20fs 0.22, -1.47, -1.92 Immunoglobulin V-set domainrs777257478 1.00E-04 0.0 (pos.41196222) Triggering receptor expressed on myeloid cells-like protein 4extracellular region,innate immune response,plasma membrane,positive regulation of toll-like receptor 7 signaling pathway,regulation of immune responseGCC=49, GCCG=0, GCG=0, GC=52GCC=0.4851, GCCG=0.0, GCG=0.0, GC=0.51490.00001 516.377 101 GCC=22/27, GCCG=0/0, GCG=0/0, GC=32/20

chr7:56144656 T/T C T SNV SUMF2 SUMF2:intronic:NM_001130069.2 1 100 intronic NM_001130069.2c.648+74C>Tp.? -2.79 Sulfatase-modifying factor enzyme 1rs62457286 0.1094 YES Sulfatase-modifying factor 2endoplasmic reticulum,endoplasmic reticulum lumen,metal ion binding,post-translational protein modification,protein homodimerization activityC=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=17/9

chr7:56155219 T/T C T SNV PHKG1 PHKG1:intronic:NM_001258459.1 1 100 intronic NM_001258459.1c.262+72G>Ap.? -0.02 Kinase-like,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinasers6945795 YES Phosphorylase kinase, gamma 1, muscleATP binding,calmodulin binding,carbohydrate metabolic process,cytosol,enzyme binding,glycogen biosynthetic process,glycogen catabolic process,glycogen metabolic process,intracellular signal transduction,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,phosphorylase kinase activity,phosphorylase kinase complex,protein kinase activity,protein phosphorylation,tau-protein kinase activityCarbohydrate Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Glycogen Storage Disease;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesC=0, T=39 C=0.0, T=1.0 0.00001 627.543 39 C=0/0, T=32/7

chr7:5944651 T/G T G SNV CCZ1 CCZ1:intronic:NM_015622.5 1 58.33 intronic NM_015622.5c.523-74T>Gp.? -0.12 Fungal domain of unknown function (DUF1712)rs55794922 YES aggresome,cytosol,guanyl-nucleotide exchange factor activity,intracellular membrane-bounded organelle,lysosomal membrane,protein binding,regulation of molecular function,vesicle,vesicle-mediated transportT=10, G=14 T=0.4167, G=0.5833 0.00001 135.339 24 T=1/9, G=2/12

chr6:41196156 T/T C T SNV TREML4 TREML4:utr_5:NM_198153.2 1 100 1 utr_5 NM_198153.2c.-10C>T p.? -2.87 Immunoglobulin V-set domainrs2803496 0.095 YES 9.522E-1 (pos.41196156) Triggering receptor expressed on myeloid cells-like protein 4extracellular region,innate immune response,plasma membrane,positive regulation of toll-like receptor 7 signaling pathway,regulation of immune responseC=0, T=91 C=0.0, T=1.0 0.00001 1513.06 91 C=0/0, T=61/30

chr7:63673608 T/T C T SNV ZNF735 ZNF735:intronic:NM_001159524.1 1 100 intronic NM_001159524.1c.166+12C>Tp.? -0.08 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers10252019 0.3325 YES 8.848E-1 (pos.63673608) DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=34 C=0.0, T=1.0 0.00001 524.184 34 C=0/0, T=15/19



chr7:63796559 C/C A C SNV ZNF736 ZNF736:intronic:NM_001170905.2 1 100 intronic NM_001170905.2c.4-78A>C p.? -1.15 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,zinc-finger of a C2HC-typers620631 YES DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, C=25 A=0.0, C=1.0 0.00001 353.019 25 A=0/0, C=9/16

chr7:63796835 T/C T C SNV ZNF736 ZNF736:intronic:NM_001170905.2 1 45.45 intronic NM_001170905.2c.130+72T>Cp.? 0.58 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,zinc-finger of a C2HC-typers7787036 YES DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=18, C=15 T=0.5455, C=0.4545 0.00001 143.162 33 T=9/9, C=7/8

chr6:41196727 C/T C T SNV TREML4 TREML4:exonic:NM_198153.2 1 59.09 2 synonymous NM_198153.2c.339C>T p.(=) -1.51 0.06(COSM5765040)Immunoglobulin V-set domainrs2101269 0.2091 YES 8.443E-1 (pos.41196727) adenocarcinomaTriggering receptor expressed on myeloid cells-like protein 4extracellular region,innate immune response,plasma membrane,positive regulation of toll-like receptor 7 signaling pathway,regulation of immune responseC=27, T=39 C=0.4091, T=0.5909 0.00001 417.112 66 C=14/13, T=16/23

chr7:28996944 C/C T C SNV TRIL TRIL:exonic:NM_014817.3 1 100 3 missense NM_014817.3c.718A>G p.Asn239Ser -0.04 46 Leucine Rich Repeat,Leucine rich repeat,Leucine rich repeat C-terminal domain,Leucine rich repeats (6 copies)rs740250 YES 8.684E-1 (pos.28996944) TLR4 interactor with leucine-rich repeatsinflammatory response,innate immune response,lipopolysaccharide binding,lipopolysaccharide receptor complex,regulation of cytokine production involved in immune response,toll-like receptor 4 signaling pathwayT=0, C=49 T=0.0, C=1.0 0.00001 831.633 49 T=0/0, C=12/37

chr7:64439938 T/T C T SNV

ERV3-1-

ZNF117,ZNF

117 ERV3-1-ZNF117:intronic:NM_001348050.1, ZNF117:intronic:NM_015852.31

100

intronic NM_015852.3, NM_001348050.1c.35-24G>A, c.35-24G>Ap.?, p.? -1.42 C2H2-type zinc finger,Zinc finger, C2H2 typers1852016 0.0014 YES 1.0 (pos.64439938) Zinc finger protein-117DNA binding,DNA binding transcription factor activity,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingC=0, T=30 C=0.0, T=1.0 0.00001 446.621 30 C=0/0, T=17/13

chr6:30122154 C/C T C SNV TRIM10 TRIM10:exonic:NM_006778.3 1 100 7 synonymous NM_006778.3c.1038A>G p.(=) -1.02 B-box zinc finger,RING-type zinc-finger,Ring finger domain,SPRY domain,SPRY-associated domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs3094134 0.0951 YES 9.977E-1 (pos.30122154) biological_process,cytoplasm,erythrocyte differentiation,innate immune response,molecular_function,negative regulation of viral entry into host cell,protein binding,zinc ion bindingT=0, C=50 T=0.0, C=1.0 0.00001 852.745 50 T=0/0, C=17/33

chr7:6541347 C/T C T SNV GRID2IP GRID2IP:intronic:NM_001145118.1 1 57.14 intronic NM_001145118.1c.3399+65G>Ap.? -3.54 Formin Homology 2 Domain,PDZ domain (Also known as DHR or GLGF)rs7791451 YES cell junction,dendritic spine,long term synaptic depression,postsynaptic membraneC=9, T=12 C=0.4286, T=0.5714 0.00001 102.86 21 C=2/7, T=7/5

chr7:6544247 T/T C T SNV GRID2IP GRID2IP:intronic:NM_001145118.1 1 100 intronic NM_001145118.1c.2710+177G>Ap.? -0.28 Formin Homology 2 Domain,PDZ domain (Also known as DHR or GLGF)rs12702519 YES cell junction,dendritic spine,long term synaptic depression,postsynaptic membraneC=0, T=26 C=0.0, T=1.0 0.00001 371.414 26 C=0/0, T=17/9

chr7:65554352 T/T C T SNV ASL ASL:intronic:NM_000048.3 1 100 intronic NM_000048.3c.978+30C>Tp.? -2.46 Argininosuccinate lyase C-terminal,Lyasers160647 0.2567 YES 6.684E-1;1.071E-3 (pos.65554352) Argininosuccinate lyaseammonia assimilation cycle,arginine biosynthetic process via ornithine,argininosuccinate lyase activity,cytoplasm,cytosol,extracellular exosome,identical protein binding,locomotory behavior,post-embryonic development,protein binding,urea cycleAmino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Argininosuccinic Aciduria;Argininosuccinic aciduria;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Recommended Newborn Screening Panels;Urea Cycle Disorders, Inborn2-(N-Morpholino)-Ethanesulfonic Acid,Argininosuccinate,L-ArginineC=0, T=54 C=0.0, T=1.0 0.00001 798.088 54 C=0/0, T=25/29

chr7:65554385 T/T C T SNV ASL ASL:intronic:NM_000048.3 1 100 intronic NM_000048.3c.978+63C>Tp.? 0.39 Argininosuccinate lyase C-terminal,Lyasers2460432 0.3712 YES Argininosuccinate lyaseammonia assimilation cycle,arginine biosynthetic process via ornithine,argininosuccinate lyase activity,cytoplasm,cytosol,extracellular exosome,identical protein binding,locomotory behavior,post-embryonic development,protein binding,urea cycleAmino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Argininosuccinic Aciduria;Argininosuccinic aciduria;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Recommended Newborn Screening Panels;Urea Cycle Disorders, Inborn2-(N-Morpholino)-Ethanesulfonic Acid,Argininosuccinate,L-ArginineC=0, T=55 C=0.0, T=1.0 0.00001 814.907 55 C=0/0, T=24/31

chr7:66273850 G/A G A SNV RABGEF1 RABGEF1:intronic:NM_014504.2 1 57.58 intronic NM_014504.2c.1078-23G>Ap.? -1.34 A20-like zinc finger,Vacuolar sorting protein 9 (VPS9) domainrs77283486 0.0243 YES 0.0;0.0 (pos.66273850) RAB guanine nucleotide exchange factor 1DNA binding,Rab GTPase binding,Rab guanyl-nucleotide exchange factor activity,cytosol,early endosome,early endosome membrane,endocytosis,nucleolus,protein binding,protein targeting to membrane,recycling endosome,regulation of molecular function,zinc ion bindingG=14, A=19 G=0.4242, A=0.5758 0.00001 204.387 33 G=9/5, A=14/5

chr7:70229595 G/G T G SNV AUTS2 AUTS2:intronic:NM_015570.3 1 100 intronic NM_015570.3c.1215-143T>Gp.? 0.36 Autism susceptibility gene 2 proteinrs1983487 YES actin cytoskeleton,actin cytoskeleton reorganization,axon extension,biological_process,cellular_component,chromatin binding,cytoplasm,dendrite extension,growth cone,innate vocalization behavior,molecular_function,neuron migration,nucleus,positive regulation of Rac protein signal transduction,positive regulation of histone H3-K4 methylation,positive regulation of histone H4-K16 acetylation,positive regulation of lamellipodium assembly,positive regulation of transcription from RNA polymerase II promoter,protein binding,righting reflex,transcription, DNA-templatedBrain Diseases;Central Nervous System Diseases;Epilepsy;Nervous System Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, G=20 T=0.0, G=1.0 0.00001 263.786 20 T=0/0, G=9/11

chr7:70252185 G/G A G SNV AUTS2 AUTS2:intronic:NM_015570.3 1 100 intronic NM_015570.3c.2309-10A>Gp.? 0.65 0.78(COSM5428117)Autism susceptibility gene 2 proteinrs2293500 0.1734 YES 5.383E-1 (pos.70252185) acute_myeloid_leukaemia actin cytoskeleton,actin cytoskeleton reorganization,axon extension,biological_process,cellular_component,chromatin binding,cytoplasm,dendrite extension,growth cone,innate vocalization behavior,molecular_function,neuron migration,nucleus,positive regulation of Rac protein signal transduction,positive regulation of histone H3-K4 methylation,positive regulation of histone H4-K16 acetylation,positive regulation of lamellipodium assembly,positive regulation of transcription from RNA polymerase II promoter,protein binding,righting reflex,transcription, DNA-templatedBrain Diseases;Central Nervous System Diseases;Epilepsy;Nervous System Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=74 A=0.0, G=1.0 0.00001 1170.11 74 A=0/0, G=38/36

chr7:70598132 T/T C T SNV GALNT17 GALNT17:intronic:NM_022479.2 1 100 intronic NM_022479.2c.238+106C>Tp.? 0.04 Glycosyl transferase family 2,Ricin-type beta-trefoil lectin domainrs6976185 YES Golgi membrane,carbohydrate binding,integral component of membrane,metal ion binding,polypeptide N-acetylgalactosaminyltransferase activity,protein glycosylation,transferase activity, transferring glycosyl groupsC=0, T=64 C=0.0, T=1.0 0.00001 970.946 64 C=0/0, T=16/48

chr7:70885883 CT/CT C CT INDEL GALNT17 GALNT17:intronic:NM_022479.2 1 100 intronic NM_022479.2c.765-11C>CTp.? 0.28 Glycosyl transferase family 2,Ricin-type beta-trefoil lectin domainrs11455717,rs397936866,rs7493630450.3115 YES 4.166E-1;0.0 (pos.70885883) Golgi membrane,carbohydrate binding,integral component of membrane,metal ion binding,polypeptide N-acetylgalactosaminyltransferase activity,protein glycosylation,transferase activity, transferring glycosyl groupsC=0, CT=59 C=0.0, CT=1.0 0.00001 773.929 59 C=0/0, CT=32/27

chr11:119999191 G/G A G SNV TRIM29 TRIM29:exonic:NM_012101.3 1 100 2 synonymous NM_012101.3c.817T>C p.(=) 2.47 0.05(COSM4145401)B-box zinc fingerrs569044 0.1072 YES 9.676E-1 (pos.119999191)neoplasm Tripartite motif-containing protein 29DNA binding transcription factor activity,cadherin binding involved in cell-cell adhesion,cell-cell adherens junction,cell-cell adhesion,cytoplasm,identical protein binding,negative regulation of protein localization to nucleus,negative regulation of transcription from RNA polymerase II promoter,p53 binding,protein binding,transcription from RNA polymerase II promoter,zinc ion bindingA=0, G=82 A=0.0, G=1.0 0.00001 1329.57 82 A=0/0, G=43/39

chr11:5664831 C/A C A SNV

TRIM34,TRI

M6-TRIM34 TRIM6-TRIM34:exonic:NM_001003819.3, TRIM34:exonic:NM_001003827.11
46.51

8 synonymous NM_001003819.3, NM_001003827.1c.2421C>A, c.1359C>Ap.(=), p.(=) -0.99 0.01(COSM3752489),0.01(COSM3752490)B-box zinc finger,RING-type zinc-finger,Ring finger domain,SPRY domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs3740998 0.2376 YES 6.193E-1 (pos.5664831) adenocarcinoma,carcinomaTripartite motif-containing 34 (RING finger protein-21)cytoplasm,cytosol,defense response to virus,interferon-gamma-mediated signaling pathway,intracellular,molecular_function,positive regulation of DNA binding transcription factor activity,protein trimerization,zinc ion bindingC=23, A=20 C=0.5349, A=0.4651 0.00001 212.283 43 C=12/11, A=8/12

chr7:7277807 A/A G A SNV C1GALT1 C1GALT1:intronic:NM_020156.4 1 100 intronic NM_020156.4c.221-79G>Ap.? 0.35 Fringe-like,Galactosyltransferasers3807862 YES Core 1 synthase, glycoprotein-N-acetylgalactosamine 3-beta-galactosyltransferase, 1Golgi membrane,O-glycan processing,O-glycan processing, core 1,angiogenesis,glycoprotein-N-acetylgalactosamine 3-beta-galactosyltransferase activity,integral component of membrane,intestinal epithelial cell development,kidney development,metal ion binding,protein bindingG=0, A=43 G=0.0, A=1.0 0.00001 712.921 43 G=0/0, A=23/20

chr7:73019975 A/G A G SNV MLXIPL MLXIPL:intronic:NM_032951.2 1 57.14 intronic NM_032951.2c.901+43T>Cp.? -0.73 Helix-loop-helix DNA-binding domainrs61010704 0.2721 YES 8.409E-2 (pos.73019975) MLX interacting protein-likeDNA binding,DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,anatomical structure morphogenesis,carbohydrate response element binding,cellular response to carbohydrate stimulus,cytoplasm,cytosol,fatty acid homeostasis,glucose homeostasis,glucose mediated signaling pathway,intracellular signal transduction,negative regulation of cell cycle arrest,negative regulation of oxidative phosphorylation,negative regulation of peptidyl-serine phosphorylation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,positive regulation of cell proliferation,positive regulation of fatty acid biosynthetic process,positive regulation of glycolytic process,positive regulation of lipid biosynthetic process,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein dimerization activity,protein heterodimeriAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glucose Metabolism Disorders;Hyperinsulinism;Insulin Resistance;Kidney Diseases;Kidney Failure, Chronic;Liver Diseases;Liver Neoplasms;Male Urogenital Diseases;Metabolic Diseases;Metabolic Syndrome X;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nutritional and Metabolic Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Urologic DiseasesA=9, G=12 A=0.4286, G=0.5714 0.00001 109.106 21 A=7/2, G=4/8

chr6:25967068 T/T C T SNV TRIM38 TRIM38:exonic:NM_006355.4 1 100 3 synonymous NM_006355.4c.318C>T p.(=) -1.55 0.03(COSM3761734)B-box zinc finger,RING-type zinc-finger,SPRY domain,SPRY-associated domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs2009610 0.2288 YES 7.968E-2 (pos.25967068) adenocarcinoma,neoplasm cellular_component,cytosol,interferon-gamma-mediated signaling pathway,positive regulation of DNA binding transcription factor activity,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of NF-kappaB transcription factor activity,positive regulation of viral entry into host cell,protein binding,protein ubiquitination,signal transducer activity,transferase activity,zinc ion bindingC=0, T=46 C=0.0, T=1.0 0.00001 772.552 46 C=0/0, T=14/32

chr11:49055751 C/C T C SNV TRIM49B TRIM49B:exonic:NM_001206626.1 1 100 3 synonymous NM_001206626.1c.561T>C p.(=) -0.23 0(COSM4595265)B-box zinc finger,RING-type zinc-finger,SPRY domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs2727042 YES 4.642E-1 (pos.49055751) squamous_cell_carcinoma intracellular,zinc ion binding T=0, C=34 T=0.0, C=1.0 0.00001 518.921 34 T=0/0, C=5/29

chr11:49059362 A/A C A SNV TRIM49B TRIM49B:exonic:NM_001206626.1 1 100 6 missense NM_001206626.1c.1192C>A p.Leu398Met -2.25 0.24 15 0.004 0(COSM4590654),0(COSM4590655)B-box zinc finger,RING-type zinc-finger,SPRY domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs2696914 YES 6.297E-1 (pos.49059362) squamous_cell_carcinoma intracellular,zinc ion binding C=0, A=43 C=0.0, A=1.0 0.00001 705.842 43 C=0/0, A=21/22

chr7:72738749 G/G A G SNV TRIM50 TRIM50:exonic:NM_178125.3 1 100 2 missense NM_178125.3c.37T>C p.Trp13Arg 1.31 0.71 101 0 0.12(COSM4162400),0.12(COSM4162401)B-box zinc finger,RING-type zinc-finger,SPRY domain,SPRY-associated domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs28626137 1.0;0.0 (pos.72738749) neoplasm,squamous_cell_carcinomaTripartite motif-containing protein 50cytosol,identical protein binding,transferase activity,zinc ion bindingA=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=6/17

chr7:73803644 A/A T A SNV CLIP2 CLIP2:intronic:NM_003388.4 1 100 intronic NM_003388.4c.2720+55T>Ap.? -1.12 CAP-Gly domainrs35415684 YES CAP-GLY domain-containing linker protein 2cytoplasmic microtubule,microtubule associated complex,microtubule binding,microtubule plus-end,microtubule plus-end bindingAortic Stenosis, Supravalvular;Aortic Valve Stenosis;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Intellectual Disability;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Williams SyndromeT=0, A=48 T=0.0, A=1.0 0.00001 810.427 48 T=0/0, A=33/15

chr7:72738762 TG/TG CA TG MNV TRIM50 TRIM50:exonic:NM_178125.3 2 100 2 missense NM_178125.3c.23_24delTGinsCAp.Leu8Pro -7.09, 0.05 1 98 0 0.04(COSM4162402),0.04(COSM4162403)B-box zinc finger,RING-type zinc-finger,SPRY domain,SPRY-associated domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs6980124,rs6980258,rs71517080 9.997E-1 (pos.72738762),9.997E-1 (pos.72738763)neoplasm,squamous_cell_carcinomaTripartite motif-containing protein 50cytosol,identical protein binding,transferase activity,zinc ion bindingCA=0, TG=23CA=0.0, TG=1.0 0.00001 316.747 23 CA=0/0, TG=6/17

chr7:73932683 C/C T C SNV GTF2IRD1 GTF2IRD1:intronic:NM_001199207.1 1 100 intronic NM_001199207.1c.701+31T>Cp.? -1.83 GTF2I-like repeatrs587649448,rs61438591,rs781811987,rs7825300860.1879 YES 0.0 (pos.73932682),0.0;0.0;0.0 (pos.73932672),1.046E-1;0.0 (pos.73932683)GTF21 repeat domain-containing protein 1DNA binding,DNA binding transcription factor activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cytoplasm,cytosol,multicellular organism development,nucleoplasm,nucleus,protein binding,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription factor activity, RNA polymerase II distal enhancer sequence-specific binding,transcription from RNA polymerase II promoter,transcription, DNA-templated,transition between slow and fast fiberAortic Stenosis, Supravalvular;Aortic Valve Stenosis;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Intellectual Disability;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Schizophrenia, Childhood;Williams SyndromeT=0, C=34 T=0.0, C=1.0 0.00001 524.186 34 T=0/0, C=14/20

chr11:55652971 C/A C A SNV TRIM51 TRIM51:exonic:NM_032681.3 1 98.72 2 missense NM_032681.3c.67C>A p.Leu23Ile 1.23 1 5 0 0(COSM3765572)RING-type zinc-finger,SPRY domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs2063277 YES 9.998E-1 (pos.55652971) hepatocellular_carcinoma,squamous_cell_carcinomaintracellular,zinc ion binding C=1, A=77 C=0.0128, A=0.9872 0.00001 1214.19 78 C=0/1, A=18/59

chr7:7415217 C/T C T SNV COL28A1 COL28A1:intronic:NM_001037763.2 1 58.33 intronic NM_001037763.2c.2323-89G>Ap.? -1.53 Collagen triple helix repeat (20 copies),Kunitz/Bovine pancreatic trypsin inhibitor domain,von Willebrand factor type A domainrs1294651 YES Collagen, type XXVIII, alpha-1 polypeptidebasement membrane,cell adhesion,collagen trimer,endoplasmic reticulum lumen,extracellular matrix,extracellular region,negative regulation of endopeptidase activity,serine-type endopeptidase inhibitor activityAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersC=55, T=77 C=0.4167, T=0.5833 0.00001 899.943 132 C=23/32, T=29/48

chr7:75441108 T/T C T SNV CCL24 CCL24:downstream:NM_002991.2 1 100 intronic NM_002991.2c.*6G>A p.? -2.61 rs11465315 0.4548 YES 7.769E-1 (pos.75441108) Chemokine, C-C motif, ligand 24CCR3 chemokine receptor binding,G-protein coupled receptor signaling pathway,cell-cell signaling,cellular response to interferon-gamma,cellular response to interleukin-1,cellular response to tumor necrosis factor,chemokine activity,chemokine-mediated signaling pathway,chemotaxis,cytoskeleton organization,eosinophil chemotaxis,extracellular space,immune response,inflammatory response,lymphocyte chemotaxis,monocyte chemotaxis,neutrophil chemotaxis,positive regulation of ERK1 and ERK2 cascade,positive regulation of GTPase activity,positive regulation of actin filament polymerization,positive regulation of angiogenesis,positive regulation of cell migration,positive regulation of endothelial cell proliferation,positive regulation of eosinophil migration,positive regulation of inflammatory response,receptor ligand activity,regulation of cell shape,regulation of receptor activity,signal transductionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatitis;Dermatitis, Atopic;Drug Hypersensitivity;Genetic Diseases, Inborn;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Pneumonia;Respiratory Tract Diseases;Respiratory Tract Infections;Skin Diseases;Skin Diseases, Eczematous;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesC=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=12/14

chr7:75441111 G/T G T SNV CCL24 CCL24:downstream:NM_002991.2 1 100 intronic NM_002991.2c.*3C>A p.? -2.51 rs11465314 0.4548 YES 7.773E-1;0.0 (pos.75441111) Chemokine, C-C motif, ligand 24CCR3 chemokine receptor binding,G-protein coupled receptor signaling pathway,cell-cell signaling,cellular response to interferon-gamma,cellular response to interleukin-1,cellular response to tumor necrosis factor,chemokine activity,chemokine-mediated signaling pathway,chemotaxis,cytoskeleton organization,eosinophil chemotaxis,extracellular space,immune response,inflammatory response,lymphocyte chemotaxis,monocyte chemotaxis,neutrophil chemotaxis,positive regulation of ERK1 and ERK2 cascade,positive regulation of GTPase activity,positive regulation of actin filament polymerization,positive regulation of angiogenesis,positive regulation of cell migration,positive regulation of endothelial cell proliferation,positive regulation of eosinophil migration,positive regulation of inflammatory response,receptor ligand activity,regulation of cell shape,regulation of receptor activity,signal transductionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatitis;Dermatitis, Atopic;Drug Hypersensitivity;Genetic Diseases, Inborn;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Pneumonia;Respiratory Tract Diseases;Respiratory Tract Infections;Skin Diseases;Skin Diseases, Eczematous;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesG=0, T=26 G=0.0, T=1.0 0.00001 345.979 26 G=0/0, T=12/14

chr7:75613195 GCC/GC GCC GC,G INDEL POR POR:intronic:NM_000941.2 1 GC=100.00, G=0.00 intronic NM_000941.2c.1066+21GC>Gp.? -1.44, -0.35, -0.15 FAD binding domain,Flavodoxin,Oxidoreductase NAD-binding domainrs562843415 8.787E-4 (pos.75613195) Cytochrome P450 oxidoreductaseFMN binding,NADP binding,NADPH-hemoprotein reductase activity,carnitine metabolic process,cellular organofluorine metabolic process,cellular response to follicle-stimulating hormone stimulus,cellular response to peptide hormone stimulus,cytochrome-b5 reductase activity, acting on NAD(P)H,demethylation,electron transfer activity,electron transport chain,endoplasmic reticulum membrane,enzyme binding,fatty acid oxidation,flavin adenine dinucleotide binding,flavonoid metabolic process,hydrolase activity,integral component of membrane,internal peptidyl-lysine acetylation,intracellular membrane-bounded organelle,iron-cytochrome-c reductase activity,membrane,mitochondrion,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of lipase activity,nitrate catabolic process,nitric oxide catabolic process,nitric oxide dioxygenase activity,oxidation-reduction process,oxidoreductase activity,positive regulation of cholesterol biosynthetic process,positive regulation ofAdrenal Gland Diseases;Adrenal Hyperplasia, Congenital;Adrenogenital Syndrome;Antley-Bixler Syndrome Phenotype;Bone Diseases;Bone Diseases, Developmental;Carcinogenesis;Cell Transformation, Neoplastic;Communication Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Dysostoses;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glioma;Gliosarcoma;Gonadal Disorders;Learning Disorders;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Processes;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neurologic Manifestations;Nutrit2'-Monophosphoadenosine 5'-Diphosphoribose,Benzphetamine,Daunorubicin,Doxorubicin,Ethylmorphine,Flavin adenine dinucleotide,Lipoic Acid,Mitomycin,Nilutamide,Nitrofurantoin,Riboflavin MonophosphateGCC=0, GC=45, G=0GCC=0.0, GC=1.0, G=0.0 0.00001 535.159 45 GCC=0/0, GC=35/10, G=0/0

chr7:75614296 A/A G A SNV POR POR:intronic:NM_000941.2 1 100 intronic NM_000941.2c.1248+20G>Ap.? -0.54 FAD binding domain,Flavodoxin,Oxidoreductase NAD-binding domainrs2286823,rs782146699 0.2986 YES 0.0;0.0 (pos.75614279),4.291E-1 (pos.75614296)Cytochrome P450 oxidoreductaseFMN binding,NADP binding,NADPH-hemoprotein reductase activity,carnitine metabolic process,cellular organofluorine metabolic process,cellular response to follicle-stimulating hormone stimulus,cellular response to peptide hormone stimulus,cytochrome-b5 reductase activity, acting on NAD(P)H,demethylation,electron transfer activity,electron transport chain,endoplasmic reticulum membrane,enzyme binding,fatty acid oxidation,flavin adenine dinucleotide binding,flavonoid metabolic process,hydrolase activity,integral component of membrane,internal peptidyl-lysine acetylation,intracellular membrane-bounded organelle,iron-cytochrome-c reductase activity,membrane,mitochondrion,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of lipase activity,nitrate catabolic process,nitric oxide catabolic process,nitric oxide dioxygenase activity,oxidation-reduction process,oxidoreductase activity,positive regulation of cholesterol biosynthetic process,positive regulation ofAdrenal Gland Diseases;Adrenal Hyperplasia, Congenital;Adrenogenital Syndrome;Antley-Bixler Syndrome Phenotype;Bone Diseases;Bone Diseases, Developmental;Carcinogenesis;Cell Transformation, Neoplastic;Communication Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Dysostoses;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glioma;Gliosarcoma;Gonadal Disorders;Learning Disorders;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Processes;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neurologic Manifestations;Nutrit2'-Monophosphoadenosine 5'-Diphosphoribose,Benzphetamine,Daunorubicin,Doxorubicin,Ethylmorphine,Flavin adenine dinucleotide,Lipoic Acid,Mitomycin,Nilutamide,Nitrofurantoin,Riboflavin MonophosphateBenign G=0, A=21 G=0.0, A=1.0 0.00001 281.23 21 G=0/0, A=4/17

chr7:75614724 A/A G A SNV POR POR:intronic:NM_000941.2 1 100 intronic NM_000941.2c.1399-173G>Ap.? 0.07 FAD binding domain,Flavodoxin,Oxidoreductase NAD-binding domainrs6961174,rs781836055 YES Cytochrome P450 oxidoreductaseFMN binding,NADP binding,NADPH-hemoprotein reductase activity,carnitine metabolic process,cellular organofluorine metabolic process,cellular response to follicle-stimulating hormone stimulus,cellular response to peptide hormone stimulus,cytochrome-b5 reductase activity, acting on NAD(P)H,demethylation,electron transfer activity,electron transport chain,endoplasmic reticulum membrane,enzyme binding,fatty acid oxidation,flavin adenine dinucleotide binding,flavonoid metabolic process,hydrolase activity,integral component of membrane,internal peptidyl-lysine acetylation,intracellular membrane-bounded organelle,iron-cytochrome-c reductase activity,membrane,mitochondrion,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of lipase activity,nitrate catabolic process,nitric oxide catabolic process,nitric oxide dioxygenase activity,oxidation-reduction process,oxidoreductase activity,positive regulation of cholesterol biosynthetic process,positive regulation ofAdrenal Gland Diseases;Adrenal Hyperplasia, Congenital;Adrenogenital Syndrome;Antley-Bixler Syndrome Phenotype;Bone Diseases;Bone Diseases, Developmental;Carcinogenesis;Cell Transformation, Neoplastic;Communication Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Dysostoses;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glioma;Gliosarcoma;Gonadal Disorders;Learning Disorders;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Processes;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neurologic Manifestations;Nutrit2'-Monophosphoadenosine 5'-Diphosphoribose,Benzphetamine,Daunorubicin,Doxorubicin,Ethylmorphine,Flavin adenine dinucleotide,Lipoic Acid,Mitomycin,Nilutamide,Nitrofurantoin,Riboflavin MonophosphateG=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=16/6

chr7:75614863 CT/CT TG CT MNV POR POR:intronic:NM_000941.2 2 100 intronic NM_000941.2c.1399-34TG>CTp.? -0.22, -0.78 FAD binding domain,Flavodoxin,Oxidoreductase NAD-binding domainrs2302431,rs2302432,rs71526806,rs782284792,rs8799629870.4425 YES 8.364E-1;0.0 (pos.75614864),8.415E-1 (pos.75614863)Cytochrome P450 oxidoreductaseFMN binding,NADP binding,NADPH-hemoprotein reductase activity,carnitine metabolic process,cellular organofluorine metabolic process,cellular response to follicle-stimulating hormone stimulus,cellular response to peptide hormone stimulus,cytochrome-b5 reductase activity, acting on NAD(P)H,demethylation,electron transfer activity,electron transport chain,endoplasmic reticulum membrane,enzyme binding,fatty acid oxidation,flavin adenine dinucleotide binding,flavonoid metabolic process,hydrolase activity,integral component of membrane,internal peptidyl-lysine acetylation,intracellular membrane-bounded organelle,iron-cytochrome-c reductase activity,membrane,mitochondrion,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of lipase activity,nitrate catabolic process,nitric oxide catabolic process,nitric oxide dioxygenase activity,oxidation-reduction process,oxidoreductase activity,positive regulation of cholesterol biosynthetic process,positive regulation ofAdrenal Gland Diseases;Adrenal Hyperplasia, Congenital;Adrenogenital Syndrome;Antley-Bixler Syndrome Phenotype;Bone Diseases;Bone Diseases, Developmental;Carcinogenesis;Cell Transformation, Neoplastic;Communication Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Dysostoses;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glioma;Gliosarcoma;Gonadal Disorders;Learning Disorders;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplastic Processes;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neurologic Manifestations;Nutrit2'-Monophosphoadenosine 5'-Diphosphoribose,Benzphetamine,Daunorubicin,Doxorubicin,Ethylmorphine,Flavin adenine dinucleotide,Lipoic Acid,Mitomycin,Nilutamide,Nitrofurantoin,Riboflavin MonophosphateTG=0, CT=28TG=0.0, CT=1.0 0.00001 408.718 28 TG=0/0, CT=13/15

chr1:248039451 C/T C T SNV TRIM58 TRIM58:exonic:NM_015431.3 1 50 6 missense NM_015431.3c.1121C>T p.Thr374Met 0.17 0.23 81 0.999 0.08(COSM146852)B-box zinc finger,RING-type zinc-finger,Ring finger domain,SPRY domain,SPRY-associated domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs3811444 0.3458 YES 2.429E-1 (pos.248039451)adenocarcinoma,ductal_carcinomabiological_process,dynein heavy chain binding,dynein intermediate chain binding,intracellular,molecular_function,positive regulation of erythrocyte enucleation,protein autoubiquitination,protein polyubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of nuclear migration along microtubule,ubiquitin protein ligase activity,zinc ion bindingC=12, T=12 C=0.5, T=0.5 0.00001 106.71 24 C=4/8, T=9/3

chr7:75621661 C/C G C SNV TMEM120A TMEM120A:intronic:NM_031925.2 1 100 intronic NM_031925.2c.201-83C>Gp.? -2.58 TMPIT-like proteinrs2286826,rs374842324 YES Transmembrane protein 120Acellular_component,fat cell differentiation,integral component of membrane,membrane,molecular_function,nuclear inner membrane,protein heterooligomerization,protein homooligomerizationG=0, C=21 G=0.0, C=1.0 0.00001 281.233 21 G=0/0, C=16/5

chr7:75621979 C/C T C SNV TMEM120A TMEM120A:intronic:NM_031925.2 1 100 intronic NM_031925.2c.82-104A>Gp.? -0.79 TMPIT-like proteinrs6467956 Transmembrane protein 120Acellular_component,fat cell differentiation,integral component of membrane,membrane,molecular_function,nuclear inner membrane,protein heterooligomerization,protein homooligomerizationT=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=7/18

chr1:33646950 G/G A G SNV TRIM62 TRIM62:exonic:NM_018207.2 1 100 1 synonymous NM_018207.2c.84T>C p.(=) 4.62 0.1(COSM3751148)Apolipoprotein A1/A4/E domain,B-box zinc finger,RING-type zinc-finger,Ring finger domain,SPRY domain,SPRY-associated domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs622407 0.2129 YES 7.854E-1 (pos.33646950) adenocarcinoma,neoplasmTripartite motif-containing protein 62cytoplasm,cytosol,innate immune response,interferon-gamma-mediated signaling pathway,negative regulation of epithelial to mesenchymal transition,negative regulation of viral transcription,positive regulation of DNA binding transcription factor activity,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of NF-kappaB transcription factor activity,protein ubiquitination,regulation of viral entry into host cell,regulation of viral release from host cell,ubiquitin-protein transferase activity,zinc ion bindingA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=7/17

chr7:76019746 G/G C G SNV SSC4D SSC4D:intronic:NM_080744.1 1 100 intronic NM_080744.1c.1412-54G>Cp.? 1 Scavenger receptor cysteine-rich domainrs55920832 YES extracellular exosome,membrane,receptor-mediated endocytosis,scavenger receptor activityBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersC=0, G=26 C=0.0, G=1.0 0.00001 371.407 26 C=0/0, G=12/14

chr7:76023131 AG/AG A AG INDEL SSC4D SSC4D:intronic:NM_080744.1 1 100 intronic NM_080744.1c.1021+16T>CTp.? -2.19 Scavenger receptor cysteine-rich domainrs35508921,rs368444049,rs377103089,rs7687595040.0019 9.998E-1;0.0 (pos.76023131) extracellular exosome,membrane,receptor-mediated endocytosis,scavenger receptor activityBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersA=0, AG=27 A=0.0, AG=1.0 0.00001 331.048 27 A=0/0, AG=18/9

chr7:76024520 T/T C T SNV SSC4D SSC4D:intronic:NM_080744.1 1 100 intronic NM_080744.1c.946+50G>Ap.? -0.35 Scavenger receptor cysteine-rich domainrs2286427 0.1967 YES 5.45E-2 (pos.76024520) extracellular exosome,membrane,receptor-mediated endocytosis,scavenger receptor activityBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersC=0, T=40 C=0.0, T=1.0 0.00001 644.28 40 C=0/0, T=28/12

chr7:76033544 C/C T C SNV SSC4D SSC4D:intronic:NM_080744.1 1 100 intronic NM_080744.1c.133+80A>Gp.? 0.31 Scavenger receptor cysteine-rich domainrs11773646 YES extracellular exosome,membrane,receptor-mediated endocytosis,scavenger receptor activityBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersT=0, C=42 T=0.0, C=1.0 0.00001 687.281 42 T=0/0, C=13/29

chr11:49075605 A/A G A SNV TRIM64C TRIM64C:exonic:NM_001206631.1 1 100 6 synonymous NM_001206631.1c.1014C>T p.(=) -5.93 0(COSM3931333),0(COSM3931334)SPRY domain,Zinc finger, C3HC4 type (RING finger)rs2851535 YES 5.514E-1 (pos.49075605) carcinoma,squamous_cell_carcinoma G=0, A=84 G=0.0, A=1.0 0.00001 1370.16 84 G=0/0, A=49/35

chr7:7622696 T/T C T SNV MIOS MIOS:intronic:NM_019005.3 1 100 intronic NM_019005.3c.1394-53C>Tp.? -1.68 Zinc-ribbon like familyrs4720741 YES Missing oocyte/meiosis regulator, Drosophila, homolog ofGATOR2 complex,cellular protein complex localization,cellular response to amino acid starvation,lysosomal membrane,positive regulation of TOR signaling,protein bindingC=0, T=27 C=0.0, T=1.0 0.00001 386.869 27 C=0/0, T=6/21

chr7:7629343 T/C T C SNV MIOS MIOS:intronic:NM_019005.3 1 50 intronic NM_019005.3c.2043+149T>Cp.? 0.42 Zinc-ribbon like familyrs76124801 YES Missing oocyte/meiosis regulator, Drosophila, homolog ofGATOR2 complex,cellular protein complex localization,cellular response to amino acid starvation,lysosomal membrane,positive regulation of TOR signaling,protein bindingT=15, C=15 T=0.5, C=0.5 0.00001 145.021 30 T=7/8, C=11/4

chr7:7645535 G/G A G SNV MIOS MIOS:intronic:NM_019005.3 1 100 intronic NM_019005.3c.2402-38A>Gp.? -1.7 Zinc-ribbon like familyrs10276434 0.0251 YES 9.994E-1 (pos.7645535) Missing oocyte/meiosis regulator, Drosophila, homolog ofGATOR2 complex,cellular protein complex localization,cellular response to amino acid starvation,lysosomal membrane,positive regulation of TOR signaling,protein bindingA=0, G=78 A=0.0, G=1.0 0.00001 1249.34 78 A=0/0, G=22/56

chr7:76908199 C/C A C SNV CCDC146 CCDC146:intronic:NM_020879.2 1 100 intronic NM_020879.2c.1529+42A>Cp.? 0.35 rs3828947 0.3378 YES 1.475E-1;0.0 (pos.76908199) centriole,protein binding A=0, C=22 A=0.0, C=1.0 0.00001 288.907 22 A=0/0, C=9/13

chr16:31230463 T/T C T SNV TRIM72 TRIM72:exonic:NM_001008274.3 1 100 3 synonymous NM_001008274.3c.438C>T p.(=) -0.25 B-box zinc finger,RING-type zinc-finger,SPRY domain,SPRY-associated domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs7186832 0.2979 YES 7.608E-1 (pos.31230463) Tripartite motif-containing protein 72cytoplasmic vesicle membrane,exocytosis,muscle contraction,muscle organ development,muscle system process,negative regulation of insulin receptor signaling pathway,negative regulation of insulin-like growth factor receptor signaling pathway,negative regulation of myotube differentiation,phosphatidylserine binding,plasma membrane repair,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein homooligomerization,protein ubiquitination,sarcolemma,ubiquitin conjugating enzyme binding,ubiquitin protein ligase activity,zinc ion bindingC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=10/11

chr7:77266238 T/C T C SNV PTPN12 PTPN12:intronic:NM_002835.3 1 59.09 intronic NM_002835.3c.2143-97T>Cp.? 0.25 Protein-tyrosine phosphatasers551750796 Protein tyrosine phosphatase, nonreceptor-type, 12ERBB2 signaling pathway,SH3 domain binding,cell projection,cellular response to epidermal growth factor stimulus,cytoplasm,cytosol,focal adhesion,negative regulation of ERBB signaling pathway,negative regulation of platelet-derived growth factor receptor-beta signaling pathway,non-membrane spanning protein tyrosine phosphatase activity,peptidyl-tyrosine dephosphorylation,phosphoprotein phosphatase activity,podosome,protein binding,protein dephosphorylation,protein tyrosine phosphatase activity,regulation of epidermal growth factor receptor signaling pathway,tissue regenerationT=9, C=13 T=0.4091, C=0.5909 0.00001 122.566 22 T=3/6, C=7/6

chr4:189061106 A/A G A SNV TRIML1 TRIML1:exonic:NM_178556.4 1 100 1 missense NM_178556.4c.394G>A p.Glu132Lys 2.61 0.14 56 0.99 0.8(COSM3760549)RING-type zinc-finger,SPRY domain,SPRY-associated domain,Zinc finger, C3HC4 type (RING finger),zinc finger of C3HC4-type, RINGrs13131525 0.4994 YES 7.282E-2 (pos.189061106)acute_myeloid_leukaemia,adenocarcinomametal ion binding,multicellular organism development,protein ubiquitination,transferase activityG=0, A=27 G=0.0, A=1.0 0.00001 389.974 27 G=0/0, A=17/10

chr7:77552127 A/A G A SNV PHTF2 PHTF2:intronic:NM_001127358.1 1 100 intronic NM_001127358.1c.1005+32G>Ap.? -2.2 Male germ-cell putative homeodomain transcription factorrs848486 0.4164 YES 7.796E-1;0.0 (pos.77552127) Putative homeodomain transcription factor 2DNA binding,endoplasmic reticulum,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=38 G=0.0, A=1.0 0.00001 603.786 38 G=0/0, A=17/21

chr7:780980 T/G T G SNV DNAAF5 DNAAF5:intronic:NM_017802.3 1 50 intronic NM_017802.3c.906-4T>G p.? -2.31 HEAT repeats rs6943337 0.1741 YES 7.108E-1 (pos.780980) Dynein axonemal assembly factor 5cilium movement,cytoplasm,dynein intermediate chain binding,inner dynein arm assembly,motile cilium,outer dynein arm assemblyBenign T=13, G=13 T=0.5, G=0.5 0.00001 119.097 26 T=1/12, G=4/9

chr22:38122462 G/G A G SNV TRIOBP TRIOBP:exonic:NM_001039141.2 1 100 7 missense NM_001039141.2c.3899A>G p.His1300Arg 1.34 1 29 0 0.05(COSM3749766)PH domain rs739138 0.241 YES 9.232E-1 (pos.38122462) adenocarcinomaTrio- and F-actin-binding proteinGTP-Rho binding,actin cytoskeleton,actin filament binding,actin modification,barbed-end actin filament capping,cell cycle,cell division,cytoplasm,focal adhesion,microtubule organizing center,midbody,myosin II binding,nucleus,positive regulation of substrate adhesion-dependent cell spreading,regulation of actin cytoskeleton organization,ubiquitin protein ligase bindingEar Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersBenign A=0, G=113 A=0.0, G=1.0 0.00001 1794.1 113 A=0/0, G=64/49

chr7:78119199 A/C A C SNV MAGI2 MAGI2:intronic:NM_012301.3 1 50 intronic NM_012301.3c.966-42T>Gp.? 4.57 Guanylate kinase,PDZ domain (Also known as DHR or GLGF),Unstructured region on MAGI,WW domainrs1990577 0.4677 YES 7.646E-1;0.0 (pos.78119199) Membrane-associated guanylate kinase, WW and PDZ domains-containing, 2SMAD binding,SMAD protein signal transduction,beta-1 adrenergic receptor binding,bicellular tight junction,cellular response to nerve growth factor stimulus,cytoplasm,dendrite,glomerular visceral epithelial cell development,kinase activity,late endosome,mitotic cell cycle arrest,negative regulation of activin receptor signaling pathway,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of protein kinase B signaling,nerve growth factor signaling pathway,neuroligin clustering involved in postsynaptic membrane assembly,nucleus,perinuclear region of cytoplasm,phosphatase binding,phosphorylation,planar cell polarity pathway involved in axis elongation,plasma membrane,positive regulation of neuron projection development,positive regulation of phosphoprotein phosphatase activity,positive regulation of receptor internalization,positive regulation of synaptic vesicle clustering,postsynaptic density,protein binding,protein complex,protein complex scaffold activity,proteiAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and EpithelialA=11, C=11 A=0.5, C=0.5 0.00001 94.6054 22 A=6/5, C=10/1

chr14:92471229 C/T C T SNV TRIP11 TRIP11:exonic:NM_004239.4 1 50 11 missense NM_004239.4c.3091G>A p.Glu1031Lys 7.78 0 56 1 rs766077430 0.0 (pos.92471229) Thyroid hormone receptor interactor 11Golgi apparatus,Golgi membrane,Golgi organization,chondrocyte differentiation involved in endochondral bone morphogenesis,cilium,cis-Golgi network,cytoskeleton,inner acrosomal membrane,inner ear receptor stereocilium organization,intraciliary transport involved in cilium assembly,nuclear speck,nucleus,outer acrosomal membrane,protein binding,protein glycosylation,regulation of nucleic acid-templated transcription,transcription coactivator activity,transcription from RNA polymerase II promoter,transport vesicle,ventricular septum developmentAchondroplasia;Bone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dwarfism;Genetic Diseases, Inborn;Musculoskeletal Diseases;OsteochondrodysplasiasC=13, T=13 C=0.5, T=0.5 0.00001 119.143 26 C=10/3, T=4/9

chr7:80378148 C/C T C SNV SEMA3C SEMA3C:intronic:NM_006379.4 1 100 intronic NM_006379.4c.1842+66A>Gp.? -1.83 Immunoglobulin I-set domain,Sema domainrs1405743 YES Semaphorin 3Caxon guidance,blood vessel remodeling,cardiac endothelial to mesenchymal transition,cardiac right ventricle morphogenesis,dichotomous subdivision of terminal units involved in salivary gland branching,extracellular exosome,extracellular space,immune response,limb bud formation,negative chemotaxis,neural crest cell migration,neural tube development,neuropilin binding,outflow tract septum morphogenesis,positive regulation of cardiac neural crest cell migration involved in outflow tract morphogenesis,post-embryonic development,pulmonary myocardium development,response to drug,semaphorin receptor binding,semaphorin-plexin signaling pathway,somitogenesisAortopulmonary Septal Defect;Cardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Hirschsprung Disease;Intestinal Diseases;Megacolon;Truncus Arteriosus, PersistentT=0, C=42 T=0.0, C=1.0 0.00001 685.22 42 T=0/0, C=12/30

chr7:80378175 C/C T C SNV SEMA3C SEMA3C:intronic:NM_006379.4 1 100 intronic NM_006379.4c.1842+39A>Gp.? -1.67 Immunoglobulin I-set domain,Sema domainrs2886793 9.00E-04 YES 1.0 (pos.80378175) Semaphorin 3Caxon guidance,blood vessel remodeling,cardiac endothelial to mesenchymal transition,cardiac right ventricle morphogenesis,dichotomous subdivision of terminal units involved in salivary gland branching,extracellular exosome,extracellular space,immune response,limb bud formation,negative chemotaxis,neural crest cell migration,neural tube development,neuropilin binding,outflow tract septum morphogenesis,positive regulation of cardiac neural crest cell migration involved in outflow tract morphogenesis,post-embryonic development,pulmonary myocardium development,response to drug,semaphorin receptor binding,semaphorin-plexin signaling pathway,somitogenesisAortopulmonary Septal Defect;Cardiovascular Abnormalities;Cardiovascular Diseases;Colonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Hirschsprung Disease;Intestinal Diseases;Megacolon;Truncus Arteriosus, PersistentT=0, C=43 T=0.0, C=1.0 0.00001 705.844 43 T=0/0, C=12/31

chr2:230668858 C/C T C SNV TRIP12 TRIP12:exonic:NM_004238.2 1 100 18 synonymous NM_004238.2c.2511A>G p.(=) -3.16 0.06(COSM149086)HECT-domain (ubiquitin-transferase)rs13018957 0.4808 YES 3.248E-1 (pos.230668858)acute_myeloid_leukaemia,adenocarcinomaThyroid hormone receptor interactor 12DNA repair,cellular response to DNA damage stimulus,cytoplasm,cytosol,embryo development,negative regulation of double-strand break repair,negative regulation of histone H2A K63-linked ubiquitination,nuclear speck,nucleoplasm,nucleus,protein binding,protein polyubiquitination,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,thyroid hormone receptor binding,ubiquitin protein ligase activity,ubiquitin-protein transferase activityT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=13/8

chr3:3189279 G/G A G SNV TRNT1 TRNT1:exonic:NM_182916.2 1 100 7 synonymous NM_182916.2c.948A>G p.(=) 0.88 0.82(COSM3760047)Poly A polymerase head domain,Probable RNA and SrmB- binding site of polymerase Ars1705805 0.1589 YES 9.402E-1 (pos.3189279) adenocarcinomatRNA nucleotidyltransferase, CCA-adding, 15'-3' RNA polymerase activity,ATP binding,ATP:3'-cytidine-cytidine-tRNA adenylyltransferase activity,CTP:3'-cytidine-tRNA cytidylyltransferase activity,CTP:tRNA cytidylyltransferase activity,intracellular,mitochondrial matrix,mitochondrial tRNA 3'-end processing,mitochondrion,nucleoplasm,tRNA 3'-end processing,tRNA 3'-terminal CCA addition,tRNA bindingBenign A=0, G=79 A=0.0, G=1.0 0.00001 1269.89 79 A=0/0, G=43/36

chr8:72981327 A/G A G SNV TRPA1 TRPA1:exonic:NM_007332.2 1 96.77 3 synonymous NM_007332.2c.375T>C p.(=) 1.44 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Ion transport proteinrs1811457 0.3983 YES 9.881E-1 (pos.72981327) Transient receptor potential cation channel, subfamily A, member 1 (ankyrin-like protein with transmembrane domains 1)calcium channel activity,calcium ion transmembrane transport,calcium-release channel activity,cell surface receptor signaling pathway,channel activity,detection of chemical stimulus involved in sensory perception of pain,detection of mechanical stimulus involved in sensory perception of pain,identical protein binding,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,ion transport,plasma membrane,protein homotetramerization,release of sequestered calcium ion into cytosol,response to cold,response to drug,response to hydrogen peroxide,response to organic cyclic compound,response to organic substance,response to pain,sensory perception of pain,stereocilium bundle,temperature-gated cation channel activity,thermoceptionAsthma;Bronchial Diseases;Bronchial Hyperreactivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hyperalgesia;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Nervous System Diseases;Neurologic Manifestations;Pain;Respiratory Hypersensitivity;Respiratory Tract Diseases;Sensation Disorders;Somatosensory Disorders;Urinary Bladder Diseases;Urinary Bladder, Overactive;Urologic DiseasesMenthol A=1, G=30 A=0.0323, G=0.9677 0.00001 435.406 31 A=0/1, G=17/13

chr20:33657126 A/A G A SNV TRPC4AP TRPC4AP:exonic:NM_015638.2 1 100 3 synonymous NM_015638.2c.387C>T p.(=) 2.46 Protein of unknown function (DUF3689)rs1998233 0.274 YES 7.641E-1 (pos.33657126) TRPC4-associated proteinCul4A-RING E3 ubiquitin ligase complex,calcium channel activity,calcium ion transmembrane transport,hair follicle maturation,phosphatase binding,plasma membrane,protein binding,protein ubiquitination,ubiquitin-dependent protein catabolic processG=0, A=48 G=0.0, A=1.0 0.00001 810.414 48 G=0/0, A=27/21

chr7:81350208 G/G A G SNV HGF HGF:intronic:NM_000601.5 1 100 intronic NM_000601.5c.1169-45T>Cp.? -1.32 Kringle domain,PAN domain,Trypsinrs12536657 0.2003 YES 8.549E-1 (pos.81350208) Hepatic growth factor,Interleukin-6 (interferon, beta-2),Son of sevenless, Drosophila, homolog of, 1MAPK cascade,Ras guanyl-nucleotide exchange factor activity,activation of MAPK activity,animal organ regeneration,cell chemotaxis,cell morphogenesis,cellular response to hepatocyte growth factor stimulus,chemoattractant activity,epithelial to mesenchymal transition,extracellular region,extracellular space,growth factor activity,hepatocyte growth factor receptor signaling pathway,hyaluronan metabolic process,identical protein binding,liver development,membrane,mitotic cell cycle,myoblast proliferation,negative regulation of autophagy,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of hydrogen peroxide-mediated programmed cell death,negative regulation of inflammatory response,negative regulation of interleukin-6 production,negative regulation of peptidyl-serine phosphorylation,negative regulation of release of cytochrome c from mitochondria,peptidyl-tyrosine phosAdenocarcinoma;Barrett Esophagus;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carcinoma;Carcinoma, Hepatocellular;Carcinoma, Squamous Cell;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Neuropathies;Digestive System Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Ear Diseases;Embolism and Thrombosis;Endocrine System Diseases;Esophageal Diseases;Gastrointestinal Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Diseases;Hepatic Insufficiency;Hepatitis;Hepatitis, Chronic;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Liver Failure;Liver Failure, Acute;Liver Neoplasms;Liver Neoplasms, ExperimABT-510,Foretinib,N,O6-Disulfo-Glucosamine,O2-Sulfo-Glucuronic AcidA=0, G=90 A=0.0, G=1.0 0.00001 1493.12 90 A=0/0, G=35/55

chr7:81350223 G/A G A SNV HGF HGF:intronic:NM_000601.5 1 95.45 intronic NM_000601.5c.1169-60C>Tp.? -0.43 Kringle domain,PAN domain,Trypsinrs10272030 YES Hepatic growth factor,Interleukin-6 (interferon, beta-2),Son of sevenless, Drosophila, homolog of, 1MAPK cascade,Ras guanyl-nucleotide exchange factor activity,activation of MAPK activity,animal organ regeneration,cell chemotaxis,cell morphogenesis,cellular response to hepatocyte growth factor stimulus,chemoattractant activity,epithelial to mesenchymal transition,extracellular region,extracellular space,growth factor activity,hepatocyte growth factor receptor signaling pathway,hyaluronan metabolic process,identical protein binding,liver development,membrane,mitotic cell cycle,myoblast proliferation,negative regulation of autophagy,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of hydrogen peroxide-mediated programmed cell death,negative regulation of inflammatory response,negative regulation of interleukin-6 production,negative regulation of peptidyl-serine phosphorylation,negative regulation of release of cytochrome c from mitochondria,peptidyl-tyrosine phosAdenocarcinoma;Barrett Esophagus;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carcinoma;Carcinoma, Hepatocellular;Carcinoma, Squamous Cell;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Neuropathies;Digestive System Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Ear Diseases;Embolism and Thrombosis;Endocrine System Diseases;Esophageal Diseases;Gastrointestinal Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Diseases;Hepatic Insufficiency;Hepatitis;Hepatitis, Chronic;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Liver Failure;Liver Failure, Acute;Liver Neoplasms;Liver Neoplasms, ExperimABT-510,Foretinib,N,O6-Disulfo-Glucosamine,O2-Sulfo-Glucuronic AcidG=4, A=84 G=0.0455, A=0.9545 0.00001 1326.73 88 G=3/1, A=31/53

chr7:81372156 A/G A G SNV HGF HGF:intronic:NM_000601.5 1 95.45 intronic NM_000601.5c.865+513T>Cp.? -1.01 Kringle domain,PAN domain,Trypsinrs5745676 YES Hepatic growth factor,Interleukin-6 (interferon, beta-2),Son of sevenless, Drosophila, homolog of, 1MAPK cascade,Ras guanyl-nucleotide exchange factor activity,activation of MAPK activity,animal organ regeneration,cell chemotaxis,cell morphogenesis,cellular response to hepatocyte growth factor stimulus,chemoattractant activity,epithelial to mesenchymal transition,extracellular region,extracellular space,growth factor activity,hepatocyte growth factor receptor signaling pathway,hyaluronan metabolic process,identical protein binding,liver development,membrane,mitotic cell cycle,myoblast proliferation,negative regulation of autophagy,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of hydrogen peroxide-mediated programmed cell death,negative regulation of inflammatory response,negative regulation of interleukin-6 production,negative regulation of peptidyl-serine phosphorylation,negative regulation of release of cytochrome c from mitochondria,peptidyl-tyrosine phosAdenocarcinoma;Barrett Esophagus;Basal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carcinoma;Carcinoma, Hepatocellular;Carcinoma, Squamous Cell;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Complications;Diabetes Mellitus;Diabetic Neuropathies;Digestive System Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Ear Diseases;Embolism and Thrombosis;Endocrine System Diseases;Esophageal Diseases;Gastrointestinal Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heart Diseases;Hepatic Insufficiency;Hepatitis;Hepatitis, Chronic;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Liver Failure;Liver Failure, Acute;Liver Neoplasms;Liver Neoplasms, ExperimABT-510,Foretinib,N,O6-Disulfo-Glucosamine,O2-Sulfo-Glucuronic AcidA=1, G=21 A=0.0455, G=0.9545 0.00001 271.504 22 A=0/1, G=12/9

chr7:82784017 T/T G T SNV PCLO PCLO:intronic:NM_033026.5 1 100 intronic NM_033026.5c.1893+47C>Ap.? -1.43 C2 domain,PDZ domain (Also known as DHR or GLGF),Piccolo Zn-fingerrs6951239 0.3178 YES 3.834E-1 (pos.82784017) Piccolo, mouse, homolog ofcAMP-mediated signaling,calcium ion binding,calcium-dependent phospholipid binding,cell junction,cytoskeleton,cytoskeleton of presynaptic active zone,cytoskeleton organization,extracellular exosome,insulin secretion,integral component of membrane,membrane,postsynaptic density,presynapse to nucleus signaling pathway,presynaptic active zone,profilin binding,protein localization to synapse,regulation of exocytosis,synapse,synapse assembly,synaptic vesicle exocytosisAutonomic Nervous System Diseases;Basal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Depressive Disorder;Depressive Disorder, Major;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Mental Disorders;Mood Disorders;Movement Disorders;Multiple System Atrophy;Nervous System Diseases;Neurodegenerative Diseases;Olivopontocerebellar Atrophies;Primary Dysautonomias;Spinal Cord Diseases;Spinocerebellar DegenerationsG=0, T=85 G=0.0, T=1.0 0.00001 1392.09 85 G=0/0, T=59/26

chr15:31369123 G/G A G SNV TRPM1 TRPM1:exonic:NM_001252020.1 1 100 2 missense NM_001252020.1c.119T>C p.Met40Thr 0.04 1 81 0 Ion transport protein,Tetramerisation domain of TRPMrs4779816 0.1988 YES 9.815E-1 (pos.31369123) Transient receptor potential cation channel, subfamily M, member 1 (melastatin)G-protein coupled glutamate receptor signaling pathway,calcium channel activity,calcium ion transmembrane transport,calcium ion transport into cytosol,cation channel activity,cation transmembrane transport,cellular response to light stimulus,integral component of membrane,integral component of plasma membrane,new growing cell tip,plasma membrane,protein tetramerization,retinal rod cell development,transport,visual perceptionCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Myopia;Night Blindness;Refractive Errors;Vision DisordersBenign A=0, G=87 A=0.0, G=1.0 0.00001 1402.99 87 A=0/0, G=44/43

chr7:83029280 G/G T G SNV SEMA3E SEMA3E:intronic:NM_012431.2 1 100 intronic NM_012431.2c.1366+64A>Cp.? -0.03 Immunoglobulin domain,Sema domainrs2255906 YES Semaphorin 3Ebranching involved in blood vessel morphogenesis,cell differentiation,extracellular region,extracellular space,negative chemotaxis,negative regulation of angiogenesis,negative regulation of cell-matrix adhesion,nervous system development,neuropilin binding,protein binding,regulation of actin cytoskeleton reorganization,regulation of cell shape,semaphorin receptor binding,semaphorin-plexin signaling pathway,sprouting angiogenesis,synapse organizationAbnormalities, Multiple;CHARGE Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, InbornT=0, G=225 T=0.0, G=1.0 0.00001 3727.96 225 T=0/0, G=143/82

chr7:83031907 C/C T C SNV SEMA3E SEMA3E:intronic:NM_012431.2 1 100 intronic NM_012431.2c.1143+41A>Gp.? -5.87 Immunoglobulin domain,Sema domainrs2709930 2.00E-04 1.0 (pos.83031907) Semaphorin 3Ebranching involved in blood vessel morphogenesis,cell differentiation,extracellular region,extracellular space,negative chemotaxis,negative regulation of angiogenesis,negative regulation of cell-matrix adhesion,nervous system development,neuropilin binding,protein binding,regulation of actin cytoskeleton reorganization,regulation of cell shape,semaphorin receptor binding,semaphorin-plexin signaling pathway,sprouting angiogenesis,synapse organizationAbnormalities, Multiple;CHARGE Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, InbornT=0, C=72 T=0.0, C=1.0 0.00001 1130.93 72 T=0/0, C=30/42

chr7:83034754 T/A T A SNV SEMA3E SEMA3E:intronic:NM_012431.2 1 50 intronic NM_012431.2c.998+12A>Tp.? -0.2 Immunoglobulin domain,Sema domainrs2245441 0.4131 YES 8.785E-1 (pos.83034754) Semaphorin 3Ebranching involved in blood vessel morphogenesis,cell differentiation,extracellular region,extracellular space,negative chemotaxis,negative regulation of angiogenesis,negative regulation of cell-matrix adhesion,nervous system development,neuropilin binding,protein binding,regulation of actin cytoskeleton reorganization,regulation of cell shape,semaphorin receptor binding,semaphorin-plexin signaling pathway,sprouting angiogenesis,synapse organizationAbnormalities, Multiple;CHARGE Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, InbornBenign T=54, A=54 T=0.5, A=0.5 0.00001 543.137 108 T=26/28, A=35/19

chr7:83034899 T/G T G SNV SEMA3E SEMA3E:intronic:NM_012431.2 1 50 intronic NM_012431.2c.929-64A>Cp.? -0.11 Immunoglobulin domain,Sema domainrs2709935 0.4136 YES Semaphorin 3Ebranching involved in blood vessel morphogenesis,cell differentiation,extracellular region,extracellular space,negative chemotaxis,negative regulation of angiogenesis,negative regulation of cell-matrix adhesion,nervous system development,neuropilin binding,protein binding,regulation of actin cytoskeleton reorganization,regulation of cell shape,semaphorin receptor binding,semaphorin-plexin signaling pathway,sprouting angiogenesis,synapse organizationAbnormalities, Multiple;CHARGE Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, InbornT=41, G=41 T=0.5, G=0.5 0.00001 436.184 82 T=12/29, G=19/22

chr7:83035177 G/A G A SNV SEMA3E SEMA3E:intronic:NM_012431.2 1 50 intronic NM_012431.2c.928+84C>Tp.? -0.4 Immunoglobulin domain,Sema domainrs3735512 YES Semaphorin 3Ebranching involved in blood vessel morphogenesis,cell differentiation,extracellular region,extracellular space,negative chemotaxis,negative regulation of angiogenesis,negative regulation of cell-matrix adhesion,nervous system development,neuropilin binding,protein binding,regulation of actin cytoskeleton reorganization,regulation of cell shape,semaphorin receptor binding,semaphorin-plexin signaling pathway,sprouting angiogenesis,synapse organizationAbnormalities, Multiple;CHARGE Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, InbornG=25, A=25 G=0.5, A=0.5 0.00001 288.837 50 G=21/4, A=24/1

chr11:2435946 G/G A G SNV TRPM5 TRPM5:exonic:NM_014555.3 1 100 11 synonymous NM_014555.3c.1743T>C p.(=) 0.02 0.67(COSM3752297)Ion transport proteinrs4929981 0.2552 YES 8.947E-1;0.0 (pos.2435946)adenocarcinoma,neoplasmTransient receptor potential cation channel, subfamily M, member 5 (MLSN1- and TRP-related gene 1)calcium activated cation channel activity,calcium ion transmembrane transport,cation transmembrane transport,dendrite,integral component of membrane,ion channel activity,neuronal cell body,plasma membrane,potassium channel activity,potassium ion transmembrane transport,regulation of ion transmembrane transport,sensory perception of taste,sodium channel activity,sodium ion transmembrane transport,voltage-gated ion channel activityA=0, G=57 A=0.0, G=1.0 0.00001 849.607 57 A=0/0, G=11/46

chr7:83592491 C/C T C SNV SEMA3A SEMA3A:intronic:NM_006080.2 1 100 intronic NM_006080.2c.1860+30A>Gp.? 0.07 Sema domain rs7809708 0.2735 YES 4.53E-2 (pos.83592491) Semaphorin 3Aapoptotic process,axon,axon extension involved in axon guidance,axon guidance,axonal fasciculation,axonogenesis involved in innervation,branchiomotor neuron axon guidance,chemorepellent activity,dendrite,dendrite morphogenesis,dichotomous subdivision of terminal units involved in salivary gland branching,extracellular region,extracellular space,facial nerve structural organization,facioacoustic ganglion development,gonadotrophin-releasing hormone neuronal migration to the hypothalamus,negative chemotaxis,negative regulation of axon extension involved in axon guidance,negative regulation of epithelial cell migration,negative regulation of neuron projection development,nerve development,neural crest cell migration involved in autonomic nervous system development,neural crest cell migration involved in sympathetic nervous system development,neuron migration,neuropilin binding,olfactory bulb development,positive regulation of male gonad development,positive regulation of neuron migration,regulation of axon extens46, XY Disorders of Sex Development;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gonadal Disorders;Hypogonadism;Kallmann Syndrome;Male Urogenital Diseases;Urogenital AbnormalitiesT=0, C=22 T=0.0, C=1.0 0.00001 298.892 22 T=0/0, C=14/8

chr7:84644346 C/G C G SNV SEMA3D SEMA3D:intronic:NM_152754.2 1 50 intronic NM_152754.2c.1703+29G>Cp.? -0.38 Sema domain rs6468008 0.455 YES 7.53E-1;0.0 (pos.84644346) Semaphorin 3Dcell differentiation,extracellular space,integral component of membrane,negative chemotaxis,nervous system development,neuropilin bindingColonic Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Abnormalities;Digestive System Diseases;Gastrointestinal Diseases;Hirschsprung Disease;Intestinal Diseases;MegacolonC=11, G=11 C=0.5, G=0.5 0.00001 94.6067 22 C=9/2, G=1/10

chr7:86795947 T/T TAG T INDEL DMTF1 DMTF1:intronic:NM_001142327.1 2 100 intronic NM_001142327.1c.232+26TAG>Tp.? -3.39, -0.12, 0.89 Myb-like DNA-binding domainrs3058402,rs397781101,rs762498793,rs7668042620.2307 YES 0.0 (pos.86795948),0.0 (pos.86795949),5.371E-1 (pos.86795947)Cyclin D-binding MYB-like transcription factor 1DNA binding,DNA binding transcription factor activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cell cycle,cell differentiation,cytosol,nucleoplasm,nucleus,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription factor activity, RNA polymerase II transcription factor recruiting,transcription regulatory region DNA binding,transcription, DNA-templatedTAG=0, T=21TAG=0.0, T=1.0 0.00001 289.688 21 TAG=0/0, T=9/12

chr2:234915540 C/G C G SNV TRPM8 TRPM8:exonic:NM_024080.4 1 50 23 synonymous NM_024080.4c.3174C>G p.(=) 1.45 0.72(COSM4419398)Ion transport proteinrs11563071 0.0966 YES 1.126E-1 (pos.234915540)acute_myeloid_leukaemiaTransient receptor potential cation channel, subfamily M, member 8calcium channel activity,calcium ion transmembrane transport,cation transport,cellular calcium ion homeostasis,detection of temperature stimulus,endoplasmic reticulum membrane,external side of plasma membrane,integral component of membrane,ion channel activity,ion transmembrane transport,membrane raft,plasma membrane,protein binding,protein homodimerization activity,protein homotetramerization,protein homotrimerization,response to cold,sensory perception of temperature stimulus,thermoceptionBrain Diseases;Central Nervous System Diseases;Headache Disorders;Headache Disorders, Primary;Migraine Disorders;Migraine with Aura;Migraine without Aura;Nervous System DiseasesMenthol C=18, G=18 C=0.5, G=0.5 0.00001 185.873 36 C=4/14, G=10/8

chr7:87069758 T/C T C SNV ABCB4 ABCB4:intronic:NM_018849.2 1 53.13 intronic NM_018849.2c.1357-40A>Gp.? -0.01 ABC transporter,ABC transporter transmembrane region,Predicted ATPase of the ABC classrs31675 0.0785 YES 7.185E-1 (pos.87069758) ATP-binding cassette, subfamily B, member 4 (P-glycoprotein-3/multiple drug resistance-3)ATP binding,ATPase activity, coupled to transmembrane movement of substances,actin cytoskeleton,apical plasma membrane,bile acid secretion,brain development,brush border membrane,carbohydrate export,cellular hyperosmotic salinity response,cellular response to L-glutamate,cellular response to alkaloid,cellular response to antibiotic,cellular response to bile acid,cellular response to borneol,cellular response to dexamethasone stimulus,cellular response to estradiol stimulus,cellular response to external biotic stimulus,cellular response to mycotoxin,ceramide translocation,ceramide-translocating ATPase activity,circadian rhythm,clathrin-coated vesicle,cytoplasm,cytosol,daunorubicin transport,drug export,drug transmembrane transport,drug transport across blood-brain barrier,establishment of blood-brain barrier,establishment of blood-retinal barrier,extracellular exosome,focal adhesion,hormone transport,integral component of plasma membrane,intercellular canaliculus,intestinal absorption,lactation,lipid homeostasAdenocarcinoma;Bile Duct Diseases;Biliary Tract Diseases;Carcinoma;Carcinoma, Hepatocellular;Cholangitis;Cholangitis, Sclerosing;Cholecystitis;Cholestasis;Cholestasis, Intrahepatic;Colonic Diseases;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;End Stage Liver Disease;Fatty Liver;Female Urogenital Diseases and Pregnancy Complications;Gallbladder Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Hepatic Insufficiency;Intestinal Diseases;Intestinal Neoplasms;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Liver Failure;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neuromuscular Diseases;Non-alcoholic Fatty Liver Disease;Peripheral Nervous System Diseases;Pregnancy Complications;Rectal DiseasesColchicine,Etravirine,SilodosinT=15, C=17 T=0.4688, C=0.5313 0.00001 173.56 32 T=9/6, C=9/8

chr8:116635942 T/T C T SNV TRPS1 TRPS1:utr_5:NM_014112.4 1 100 2 utr_5 NM_014112.4c.-78G>A p.? -0.87 GATA zinc fingerrs2721939 YES Zinc finger transcription factor TRPS1DNA binding transcription factor activity,NLS-bearing protein import into nucleus,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription factor binding,cell differentiation,chromatin binding,negative regulation of transcription from RNA polymerase II promoter,nuclear chromatin,nucleic acid binding,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein complex,protein domain specific binding,protein heterooligomerization,regulation of chondrocyte differentiation,regulation of transcription, DNA-templated,sequence-specific DNA binding,skeletal system development,transcription factor complex,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific binding,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,zinc ion bindingBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Foot Deformities;Foot Deformities, Congenital;Hair Diseases;Hand Deformities;Hand Deformities, Congenital;Langer-Giedion Syndrome;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nervous System Diseases;Neuromuscular Diseases;Osteochondrodysplasias;Peripheral Nervous System Diseases;Skin Diseases;Skin and Connective Tissue Diseases;Upper Extremity Deformities, CongenitalBenign C=0, T=60 C=0.0, T=1.0 0.00001 903.529 60 C=0/0, T=25/35

chr7:87215114 C/C A C SNV ABCB1 ABCB1:intronic:NM_000927.4 1 100 intronic NM_000927.4c.118-118T>Gp.? -1.45 ABC transporter,ABC transporter transmembrane region,Predicted ATPase of the ABC classrs1211152 YES ATP-binding cassette, subfamily B, member 1 (P-glycoprotein-1/multiple drug resistance-1)ATP binding,ATPase activity, coupled to transmembrane movement of substances,G2/M transition of mitotic cell cycle,apical plasma membrane,cell surface,ceramide translocation,ceramide-translocating ATPase activity,drug transmembrane transport,extracellular exosome,integral component of membrane,membrane,phosphatidylcholine-translocating ATPase activity,phosphatidylethanolamine-translocating ATPase activity,phospholipid translocation,plasma membrane,positive regulation of anion channel activity,protein binding,regulation of chloride transport,regulation of response to osmotic stress,response to drug,stem cell proliferation,transmembrane transport,transport,transporter activity,xenobiotic transmembrane transporting ATPase activity,xenobiotic transportAdenocarcinoma;Adrenal Cortex Diseases;Adrenal Cortex Neoplasms;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Adrenocortical Carcinoma;Agranulocytosis;Arthritis;Arthritis, Experimental;Arthritis, Rheumatoid;Autoimmune Diseases;Autonomic Nervous System Diseases;Basal Ganglia Diseases;Brain Diseases;Breast Diseases;Breast Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Bronchogenic;Carcinoma, Hepatocellular;Carcinoma, Non-Small-Cell Lung;Carcinoma, Squamous Cell;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Drug-Induced Liver Injury;Endocrine Gland Neoplasms;Endocrine System Diseases;Epilepsy;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;GastrointesATP,Acebutolol,Acetaminophen,Acetylsalicylic acid,Afatinib,Albendazole,Aldosterone,Alectinib,Alfentanil,Alitretinoin,Amantadine,Ambrisentan,Aminohippuric acid,Amiodarone,Amitriptyline,Amlodipine,Amprenavir,Amsacrine,Apixaban,Arsenic trioxide,Astemizole,Atazanavir,Atenolol,Atorvastatin,Axitinib,Azelastine,Azithromycin,Belinostat,Benzocaine,Bepridil,Betamethasone,Biperiden,Boceprevir,Bosutinib,Brentuximab vedotin,Bromocriptine,Buprenorphine,Buspirone,Cabazitaxel,Caffeine,Camptothecin,Canagliflozin,Candesartan,Captopril,Carbamazepine,Carfilzomib,Carvedilol,Caspofungin,Ceritinib,Cerivastatin,Chloroquine,Chlorpromazine,Chlorpropamide,Chlorprothixene,Cholesterol,Cholic Acid,Cilazapril,Cimetidine,Ciprofloxacin,Cisplatin,Citalopram,Clarithromycin,Clobazam,Clofazimine,Clomifene,Clomipramine,Clonidine,Clopidogrel,Clotrimazole,Clozapine,Cobicistat,Cobimetinib,Colchicine,Colforsin,Conjugated estrogens,Crizotinib,Cyclophosphamide,Cyclosporine,Dabigatran etexilate,Dabrafenib,Daclatasvir,Dactinomycin,Dapagliflozin,DasatinibA=0, C=91 A=0.0, C=1.0 0.00001 1513.77 91 A=0/0, C=48/43

chr7:87840263 C/C T C SNV SRI SRI:intronic:NM_003130.3 1 100 intronic NM_003130.3c.206-23A>Gp.? -0.45 EF hand,EF-hand domain,EF-hand domain pairrs6964163 0.428 YES 1.84E-1 (pos.87840263) Sorcin (class 4 gene)T-tubule,Z disc,action potential,axon,axon terminus,calcium channel regulator activity,calcium ion binding,calcium ion transport,calcium-dependent cysteine-type endopeptidase activity,chromaffin granule membrane,cytoplasm,cytoplasmic sequestering of transcription factor,cytosol,dendritic spine neck,endoplasmic reticulum membrane,extracellular exosome,heart development,identical protein binding,intracellular sequestering of iron ion,ion channel binding,membrane,mitochondrion,muscle organ development,negative regulation of cardiac muscle contraction,negative regulation of heart rate,negative regulation of ryanodine-sensitive calcium-release channel activity,negative regulation of transcription regulatory region DNA binding,nucleoplasm,positive regulation of insulin secretion involved in cellular response to glucose stimulus,positive regulation of release of sequestered calcium ion into cytosol,protease binding,protein binding,protein heterodimerization activity,proteolysis,receptor binding,regulation of calciumCalcium Citrate,Calcium PhosphateT=0, C=26 T=0.0, C=1.0 0.00001 371.419 26 T=0/0, C=16/10

chr7:882895 C/G C G SNV SUN1 SUN1:intronic:NM_001130965.2 1 59.09 intronic NM_001130965.2c.478+26C>Gp.? -1.61 Apolipoprotein A1/A4/E domain,Mitochondrial RNA binding protein MRP,Sad1 / UNC-like C-terminalrs6970511 0.4367 YES 6.516E-1 (pos.882895) UNC84, C. elegans, homolog of, ALINC complex,acrosomal membrane,centrosome localization,cytoskeletal anchoring at nuclear membrane,integral component of nuclear inner membrane,intracellular membrane-bounded organelle,lamin binding,meiotic attachment of telomere to nuclear envelope,nuclear envelope,nuclear envelope organization,nuclear matrix anchoring at nuclear membrane,nuclear membrane,nucleokinesis involved in cell motility in cerebral cortex radial glia guided migration,ossification,protein binding,protein membrane anchor,response to mechanical stimulus,spermatogenesis,synapsisC=18, G=26 C=0.4091, G=0.5909 0.00001 312.072 44 C=11/7, G=18/8

chr17:3445901 G/G T G SNV TRPV3 TRPV3:exonic:NM_001258205.1 1 100 6 synonymous NM_001258205.1c.558A>C p.(=) -3.85 0(COSM6339898),0(COSM6339899)Ankyrin repeat,Ankyrin repeats (3 copies),Ion transport proteinrs11078458 0.3936 YES 7.247E-1;0.0 (pos.3445901)neoplasm Transient receptor potential cation channel, subfamily V, member 3Menthol Benign T=0, G=51 T=0.0, G=1.0 0.00001 754.58 51 T=0/0, G=22/29

chr7:88424291 T/T C T SNV

TEX47,ZNF8

04B ZNF804B:intronic:NM_181646.3, TEX47:utr_5:NM_152706.3 1
100

intronic NM_181646.3, NM_152706.3c.108+34893C>T, c.-35G>Ap.?, p.? -3.41 Zinc-finger double-stranded RNA-bindingrs4363132 0.1437 YES 8.565E-2 (pos.88424291) metal ion binding,nucleic acid binding C=0, T=120 C=0.0, T=1.0 0.00001 1928.28 120 C=0/0, T=65/55

chr17:3458072 C/C T C SNV TRPV3 TRPV3:exonic:NM_001258205.1 1 100 2 missense NM_001258205.1c.73A>G p.Ile25Val -2 0.57 29 0 Ankyrin repeat,Ankyrin repeats (3 copies),Ion transport proteinrs322965 0 1.0 (pos.3458072) Transient receptor potential cation channel, subfamily V, member 3Menthol Benign T=0, C=35 T=0.0, C=1.0 0.00001 543.903 35 T=0/0, C=10/25

chr7:142572908 T/C T C SNV TRPV6 TRPV6:exonic:NM_018646.5 1 57.63 9 missense NM_018646.5c.1252A>G p.Met418Val -1.22 1 21 0 0.02(COSM4985202)Ankyrin repeat,Ankyrin repeats (3 copies),Ion transport proteinrs4987667 0.0784 YES 1.78E-2 (pos.142572908) rhabdomyosarcomaTransient receptor potential cation channel, subfamily V, member 6calcium channel activity,calcium ion homeostasis,calcium ion import across plasma membrane,calcium ion transmembrane transport,calcium ion transport,calmodulin binding,extracellular exosome,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,metal ion binding,plasma membrane,protein binding,regulation of calcium ion-dependent exocytosis,response to calcium ionAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeCalcium Citrate,Calcium PhosphateT=25, C=34 T=0.4237, C=0.5763 0.00001 356.496 59 T=7/18, C=10/24

chr1:184023529 C/C A C SNV TSEN15 TSEN15:exonic:NM_052965.3 1 100 2 missense NM_052965.3c.177A>C p.Gln59His 1.48 0 24 0.002 0.66(COSM3746694),0.66(COSM3746695)Sen15 proteinrs1046934 0.3476 YES 4.861E-1;0.0 (pos.184023529)adenocarcinoma,hepatocellular_carcinomatRNA splicing endonuclease 15, S. cerevisiae, homolog ofRNA phosphodiester bond hydrolysis, endonucleolytic,mRNA processing,nucleolus,nucleoplasm,tRNA splicing, via endonucleolytic cleavage and ligation,tRNA-intron endonuclease activityA=0, C=86 A=0.0, C=1.0 0.00001 1410.87 86 A=0/0, C=30/56

chr1:115576023 G/G A G SNV TSHB TSHB:exonic:NM_000549.4 1 100 2 missense NM_000549.4c.40A>G p.Thr14Ala 0.23 0.22 58 0 Cystine-knot domainrs10776792 0.0345 YES 1.0 (pos.115576023) Thyroid-stimulating hormone, beta polypeptideG-protein coupled receptor signaling pathway,anatomical structure morphogenesis,cell-cell signaling,cytoplasm,extracellular region,extracellular space,hormone activity,hormone-mediated signaling pathway,peptide hormone processing,regulation of receptor activity,response to calcium ion,response to estrogen,response to vitamin ABipolar Disorder;Bipolar and Related Disorders;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Coma;Congenital Hypothyroidism;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Consciousness Disorders;Core Conditions;Dwarfism;Endocrine Disorder;Endocrine System Diseases;Genetic Diseases, Inborn;Hypothyroidism;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Primary Congenital Hypothyroidism;Recommended Newborn Screening Panels;Thyroid Diseases;UnconsciousnessBenign A=0, G=80 A=0.0, G=1.0 0.00001 1289.35 80 A=0/0, G=40/40

chr7:89887587 T/T G T SNV CFAP69 CFAP69:intronic:NM_001039706.2 1 100 intronic NM_001039706.2c.246+110G>Tp.? -0.03 rs11771963 YES G=0, T=24 G=0.0, T=1.0 0.00001 334.768 24 G=0/0, T=16/8

chr14:81610583 C/C G C SNV TSHR TSHR:exonic:NM_000369.2 1 100 10 missense NM_000369.2c.2181G>C p.Glu727Asp -0.13 1 45 0 7 transmembrane receptor (rhodopsin family),Leucine rich repeats (6 copies)rs1991517 0.0866 YES 8.252E-1 (pos.81610583) Thyroid-stimulating hormone receptorB cell differentiation,G-protein coupled peptide receptor activity,G-protein coupled receptor signaling pathway,G-protein coupled receptor signaling pathway, coupled to cyclic nucleotide second messenger,activation of adenylate cyclase activity,adenylate cyclase-activating G-protein coupled receptor signaling pathway,adult locomotory behavior,basolateral plasma membrane,cell surface,cell surface receptor signaling pathway,cell-cell signaling,cellular response to glycoprotein,cellular response to thyrotropin-releasing hormone,cochlea morphogenesis,dopaminergic neuron differentiation,hormone-mediated signaling pathway,inner ear receptor stereocilium organization,integral component of membrane,integral component of plasma membrane,intracellular,nervous system development,plasma membrane,positive regulation of adenylate cyclase activity,positive regulation of cAMP biosynthetic process,positive regulation of cell proliferation,positive regulation of multicellular organism growth,protein binding,protein complex binAdenoma;Adrenal Gland Diseases;Adrenal Gland Neoplasms;Autoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Congenital Abnormalities;Congenital Hypothyroidism;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Dwarfism;Endocrine Disorder;Endocrine Gland Neoplasms;Endocrine System Diseases;Exophthalmos;Eye Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Goiter;Goiter, Nodular;Graves Disease;Head and Neck Neoplasms;Hyperthyroidism;Hypothyroidism;Immune System Diseases;Lung Diseases;Lung Neoplasms;Lymphatic Metastasis;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Orbital Diseases;Pregnancy Complications;Primary Congenital Hypothyroidism;Recommended Newborn Screening Panels;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic Neoplasms;Thyroid Diseases;Thyroid Dysgenesis;Thyroid NeoplasmsThyrotropin AlfaBenign/Likely benignG=0, C=36 G=0.0, C=1.0 0.00001 563.74 36 G=0/0, C=18/18

chr17:79612397 G/G A G SNV TSPAN10 TSPAN10:exonic:NM_031945.4 1 100 2 missense NM_031945.4c.416A>G p.Tyr139Cys 4.68 194 0.05(COSM1564129)Tetraspanin familyrs6420484 0.3474 YES 9.973E-1;0.0 (pos.79612397)neoplasm cell surface receptor signaling pathway,enzyme binding,establishment of protein localization to organelle,integral component of membrane,integral component of plasma membraneA=0, G=96 A=0.0, G=1.0 0.00001 1617.49 96 A=0/0, G=46/50

chr7:16823095 A/A G A SNV TSPAN13 TSPAN13:exonic:NM_014399.3 1 100 6 synonymous NM_014399.3c.594G>A p.(=) 0.41 0.66(COSM150239)Tetraspanin familyrs11491 0.4451 YES 3.096E-1 (pos.16823095) NS,adenocarcinoma,carcinomaTetraspanin 13calcium channel regulator activity,cell surface receptor signaling pathway,integral component of plasma membrane,membrane,regulation of calcium ion transmembrane transport,regulation of molecular functionG=0, A=21 G=0.0, A=1.0 0.00001 278.411 21 G=0/0, A=9/12

chr19:19625547 G/G A G SNV TSSK6 TSSK6:exonic:NM_032037.3 1 100 1 synonymous NM_032037.3c.690T>C p.(=) 1.5 0.16(COSM439019)Kinase-like,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinasers7250893 0.3495 YES 2.952E-1 (pos.19625547) adenocarcinoma,neoplasmTestis-specific serine/threonine kinase 6ATP binding,cytoplasm,intracellular signal transduction,magnesium ion binding,multicellular organism development,nucleus,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,sperm chromatin condensationA=0, G=60 A=0.0, G=1.0 0.00001 898.024 60 A=0/0, G=35/25

chr3:180319981 T/T G T SNV TTC14 TTC14:utr_5:NM_133462.3 1 100 1 utr_5 NM_133462.3c.-69G>T p.? -0.01 TPR repeat,Tetratricopeptide repeatrs1532485 YES nucleic acid binding G=0, T=69 G=0.0, T=1.0 0.00001 1077.03 69 G=0/0, T=28/41

chr7:91736794 T/A T A SNV AKAP9 AKAP9:intronic:NM_005751.4 1 50 intronic NM_005751.4c.11546+58T>Ap.? 0.13 Pericentrin-AKAP-450 domain of centrosomal targeting proteinrs7785971 YES A-kinase anchor protein 9DNA binding,G2/M transition of mitotic cell cycle,Golgi apparatus,Golgi stack,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,cardiac conduction,cellular response to cAMP,centrosome,chemical synaptic transmission,ciliary basal body-plasma membrane docking,cis-Golgi network,cytoskeleton,cytosol,dendritic branch,intracellular membrane-bounded organelle,ion channel binding,kinase activity,maintenance of centrosome location,microtubule nucleation,negative regulation of adenylate cyclase activity,neuronal cell body,phosphorylation,positive regulation of peptidyl-serine phosphorylation,positive regulation of potassium ion transmembrane transporter activity,potassium channel regulator activity,protein binding,protein complex scaffold activity,protein kinase A regulatory subunit binding,receptor binding,regulation of G2/M transition of mitotic cell cycle,regulation of Golgi organization,regulation of cardiac muscle cell action potential involved in regulation of contraction,regulation of heart rate by carArrhythmias, Cardiac;Arsenic Poisoning;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Heart Defects, Congenital;Heart Diseases;Heavy Metal Poisoning, Nervous System;Long QT Syndrome;Nervous System Diseases;Neurotoxicity Syndromes;Romano-Ward Syndrome;Skin Diseases;Skin and Connective Tissue DiseasesT=16, A=16 T=0.5, A=0.5 0.00001 158.148 32 T=13/3, A=4/12

chr2:166788336 C/C T C SNV TTC21B TTC21B:exonic:NM_024753.4 1 100 8 missense NM_024753.4c.826A>G p.Thr276Ala 1.68 1 58 0 Tetratricopeptide repeatrs7592429 0 YES 1.0 (pos.166788336) Tetratricopeptide repeat domain 21Bciliary tip,cilium,cytoplasm,cytoskeleton,forebrain dorsal/ventral pattern formation,intraciliary retrograde transport,intraciliary transport involved in cilium assembly,intraciliary transport particle A,nuclear chromatin,protein localization to cilium,regulation of smoothened signaling pathway,regulation of transcription from RNA polymerase II promoter,smoothened signaling pathway,ventricular system developmentAbnormalities, Multiple;Bardet-Biedl Syndrome;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hypothalamic Diseases;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Osteochondrodysplasias;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Substance-Related Disorders;Urologic DiseasesBenign/Likely benignT=0, C=62 T=0.0, C=1.0 0.00001 940.32 62 T=0/0, C=33/29

chr2:166773971 G/A G A SNV TTC21B TTC21B:exonic:NM_024753.4 1 53.13 14 synonymous NM_024753.4c.1695C>T p.(=) 2.08 0.4(COSM4001281)Tetratricopeptide repeatrs6750044 0.389 YES 1.982E-1 (pos.166773971)acute_myeloid_leukaemiaTetratricopeptide repeat domain 21Bciliary tip,cilium,cytoplasm,cytoskeleton,forebrain dorsal/ventral pattern formation,intraciliary retrograde transport,intraciliary transport involved in cilium assembly,intraciliary transport particle A,nuclear chromatin,protein localization to cilium,regulation of smoothened signaling pathway,regulation of transcription from RNA polymerase II promoter,smoothened signaling pathway,ventricular system developmentAbnormalities, Multiple;Bardet-Biedl Syndrome;Bone Diseases;Bone Diseases, Developmental;Brain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hypothalamic Diseases;Kidney Diseases;Male Urogenital Diseases;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Osteochondrodysplasias;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Substance-Related Disorders;Urologic DiseasesBenign/Likely benignG=15, A=17 G=0.4688, A=0.5313 0.00001 173.491 32 G=5/10, A=9/8

chr1:55251689 C/C T C SNV TTC22 TTC22:exonic:NM_001114108.1 1 100 5 synonymous NM_001114108.1c.987A>G p.(=) 0.35 rs586462 0 1.0 (pos.55251689) T=0, C=82 T=0.0, C=1.0 0.00001 1329.65 82 T=0/0, C=53/29

chr2:32983526 C/T C T SNV TTC27 TTC27:exonic:NM_017735.4 1 50 13 synonymous NM_017735.4c.1620C>T p.(=) 6.09 0.99(COSM148836)Tetratricopeptide repeatrs2273665 0.4102 YES 3.465E-1 (pos.32983526) adenocarcinoma,neoplasm biological_process,cellular_component,molecular_functionC=33, T=33 C=0.5, T=0.5 0.00001 329.772 66 C=22/11, T=10/23

chr21:38563639 C/T C T SNV

TTC3,TTC3-

AS1 TTC3-AS1:intronic_nc:NR_046651.1, TTC3:exonic:NM_001001894.2 1
46.43

40 missense NM_001001894.2, NR_046651.1c.5029C>T p.Pro1677Ser 0.08 0.8 74 0 RING-type zinc-finger,Ring finger domain,Zinc finger, C3HC4 type (RING finger)rs61740519 0.0274 YES 0.0 (pos.38563639) Tetratricopeptide repeat domain 3cytosol,metal ion binding,nucleolus,nucleus,protein K48-linked ubiquitination,protein binding,ubiquitin-dependent protein catabolic process,ubiquitin-protein transferase activityAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsC=15, T=13 C=0.5357, T=0.4643 0.00001 117.927 28 C=11/4, T=7/6

chr2:178481818 T/T G T SNV TTC30A TTC30A:exonic:NM_152275.3 1 100 1 synonymous NM_152275.3c.1612C>A p.(=) 4.85 Tetratricopeptide repeatrs10497497,rs7471926390.1323 YES 0.0 (pos.178481817),9.822E-1 (pos.178481818) cilium,cilium assembly,intraciliary transport,intraciliary transport particle BG=0, T=89 G=0.0, T=1.0 0.00001 1472.46 89 G=0/0, T=43/46

chr7:97498535 G/G A G SNV

ASNS,CZ1P-

ASNS ASNS:intronic:NM_001673.4, CZ1P-ASNS:intronic_nc:NR_147989.1 1
100

intronic NM_001673.4, NR_147989.1c.-22-44T>Cp.? -0.69 Aluminium induced protein,Asparagine synthase,Glutamine amidotransferase domainrs6465630 YES Asparagine synthetaseATP binding,L-asparagine biosynthetic process,PERK-mediated unfolded protein response,asparagine biosynthetic process,asparagine synthase (glutamine-hydrolyzing) activity,cellular amino acid biosynthetic process,cellular response to glucose starvation,cellular response to hormone stimulus,cofactor binding,cytosol,glutamine metabolic process,liver development,negative regulation of apoptotic process,positive regulation of mitotic cell cycle,protein binding,protein homodimerization activity,response to amino acid,response to follicle-stimulating hormone,response to light stimulus,response to mechanical stimulus,response to methotrexate,response to toxic substanceCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Metabolic Diseases;Metabolism, Inborn Errors;Nutritional and Metabolic DiseasesATP,Glutamic Acid,L-Asparagine,L-Aspartic Acid,L-GlutamineA=0, G=120 A=0.0, G=1.0 0.00001 1906.97 120 A=0/0, G=63/57

chr7:97846857 G/G GAGG G INDEL TECPR1 TECPR1:intronic:NM_015395.2 3 100 intronic NM_015395.2c.3385-42CCTC>Cp.? -1.65, 0.59, 2.71, 0.5 Integral peroxisomal membrane peroxin,Propellerrs1029962951,rs11471393,rs35432830,rs546216330,rs755064957,rs773900915,rs896416532YES  (pos.97846857),0.0 (pos.97846859),9.489E-1 (pos.97846856)Tectonin beta-propeller repeat-containing 1autophagosome maturation,autophagosome membrane,autophagy,cytoplasmic vesicle,integral component of membrane,intracellular membrane-bounded organelle,lysosomal membrane,nucleoplasm,phosphatidylinositol-3-phosphate binding,protein bindingGAGG=0, G=22GAGG=0.0, G=1.0 0.00001 307.497 22 GAGG=0/0, G=14/8

chr7:97851109 C/C T C SNV TECPR1 TECPR1:intronic:NM_015395.2 1 100 intronic NM_015395.2c.3065-44A>Gp.? -0.33 Integral peroxisomal membrane peroxin,Propellerrs4729416 0 1.0 (pos.97851109) Tectonin beta-propeller repeat-containing 1autophagosome maturation,autophagosome membrane,autophagy,cytoplasmic vesicle,integral component of membrane,intracellular membrane-bounded organelle,lysosomal membrane,nucleoplasm,phosphatidylinositol-3-phosphate binding,protein bindingT=0, C=36 T=0.0, C=1.0 0.00001 563.726 36 T=0/0, C=9/27

chr22:46677607 C/C T C SNV TTC38 TTC38:exonic:NM_017931.2 1 100 7 missense NM_017931.2c.727T>C p.Phe243Leu 1.16 0.02 22 0 rs130642 0 1.0;0.0 (pos.46677607) extracellular exosome T=0, C=36 T=0.0, C=1.0 0.00001 563.353 36 T=0/0, C=13/23

chr7:97874094 C/T C T SNV TECPR1 TECPR1:intronic:NM_015395.2 1 50 intronic NM_015395.2c.409-89G>Ap.? -0.32 Integral peroxisomal membrane peroxin,Propellerrs903592 YES Tectonin beta-propeller repeat-containing 1autophagosome maturation,autophagosome membrane,autophagy,cytoplasmic vesicle,integral component of membrane,intracellular membrane-bounded organelle,lysosomal membrane,nucleoplasm,phosphatidylinositol-3-phosphate binding,protein bindingC=11, T=11 C=0.5, T=0.5 0.00001 94.6067 22 C=6/5, T=6/5

chr7:97874143 C/A C A SNV TECPR1 TECPR1:intronic:NM_015395.2 1 56 intronic NM_015395.2c.408+54G>Tp.? -0.09 Integral peroxisomal membrane peroxin,Propellerrs3816944 YES Tectonin beta-propeller repeat-containing 1autophagosome maturation,autophagosome membrane,autophagy,cytoplasmic vesicle,integral component of membrane,intracellular membrane-bounded organelle,lysosomal membrane,nucleoplasm,phosphatidylinositol-3-phosphate binding,protein bindingC=11, A=14 C=0.44, A=0.56 0.00001 134.35 25 C=6/5, A=6/8

chr18:21710321 T/T C T SNV TTC39C TTC39C:exonic:NM_001135993.1 1 100 12 synonymous NM_001135993.1c.1563C>T p.(=) 1.83 Cohesin loading factor,Protein of unknown function (DUF3808)rs12970083 0 1.0 (pos.21710321) C=0, T=53 C=0.0, T=1.0 0.00001 781.65 53 C=0/0, T=23/30

chr14:20770036 C/C T C SNV TTC5 TTC5:exonic:NM_138376.2 1 100 2 missense NM_138376.2c.140A>G p.Gln47Arg -0.34 0.46 43 0 0.04(COSM1179594)Tetratricopeptide repeat,Tetratricopeptide repeat protein 5 OB fold domainrs3742945 0.2681 YES 8.004E-1 (pos.20770036) adenoma DNA binding,DNA repair,chromatin binding,cytoplasm,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of signal transduction by p53 class mediatorT=0, C=41 T=0.0, C=1.0 0.00001 664.497 41 T=0/0, C=21/20

chr7:98553739 TC/TC T TC INDEL TRRAP TRRAP:intronic:NM_001244580.1 1 100 intronic NM_001244580.1c.5917-30T>TCp.? -0.3 FAT domain,Phosphatidylinositol 3- and 4-kinasers200160654,rs786581850.0823 YES 7.577E-1;0.0 (pos.98553739) Transformation/transcription domain-associated proteinDNA repair,Golgi apparatus,NuA4 histone acetyltransferase complex,PCAF complex,STAGA complex,Swr1 complex,beta-catenin-TCF complex assembly,histone H2A acetylation,histone H4 acetylation,histone acetylation,histone acetyltransferase complex,histone deubiquitination,kinase activity,nucleoplasm,nucleus,phosphorylation,protein binding,protein deubiquitination,regulation of transcription, DNA-templated,thiol-dependent ubiquitinyl hydrolase activity,transcription cofactor activity,transcription factor TFTC complex,transcription, DNA-templatedMelanoma;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersT=0, TC=111T=0.0, TC=1.0 0.00001 1381.05 111 T=0/0, TC=34/77

chr7:98645517 G/A G A SNV SMURF1 SMURF1:intronic:NM_020429.2 1 57.14 intronic NM_020429.2c.1032-12C>Tp.? -0.27 C2 domain,HECT-domain (ubiquitin-transferase),WW domainrs219824,rs747009199 0.3328 YES 1.165E-4;0.0 (pos.98645516),4.014E-1 (pos.98645517)SMAD ubiquitination regulatory factor 1BMP signaling pathway,I-SMAD binding,R-SMAD binding,Wnt signaling pathway, planar cell polarity pathway,activin binding,axon,cell differentiation,cytoplasm,cytosol,ectoderm development,engulfment of target by autophagosome,extracellular exosome,mitochondrion,negative regulation of BMP signaling pathway,negative regulation of ossification,negative regulation of transforming growth factor beta receptor signaling pathway,neuronal cell body,nucleoplasm,parkin-mediated stimulation of mitophagy in response to mitochondrial depolarization,phospholipid binding,plasma membrane,positive regulation of dendrite extension,positive regulation of protein ubiquitination involved in ubiquitin-dependent protein catabolic process,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein export from nucleus,protein localization to cell surface,protein localization to plasma membrane,protein polyubiquitination,protein targeting to vacuole involved in autophagy,protein ubiquitination,protein ubiquitG=12, A=16 G=0.4286, A=0.5714 0.00001 161.77 28 G=3/9, A=2/14

chr9:135263573 T/T G T SNV TTF1 TTF1:exonic:NM_007344.3 1 100 8 synonymous NM_007344.3c.2265C>A p.(=) -3.98 Myb-like DNA-binding domainrs556386 0.006 YES 9.768E-1 (pos.135263573) NK2 homeobox 1,Transcription termination factor, RNA polymerase IDNA-templated transcription, termination,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cell differentiation,cellular protein metabolic process,chromatin binding,chromatin remodeling,cytosol,negative regulation of DNA replication,nucleolus,nucleoplasm,nucleus,plasma membrane,regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,termination of RNA polymerase I transcription,transcription factor activity, RNA polymerase II transcription factor recruiting,transcription initiation from RNA polymerase I promoter,transcription regulatory region DNA bindingG=0, T=50 G=0.0, T=1.0 0.00001 852.739 50 G=0/0, T=25/25

chr7:99315276 T/T C T SNV

CYP3A7,CYP

3A7-

CYP3A51P CYP3A7-CYP3A51P:intronic:NM_001256497.2, CYP3A7:intronic:NM_000765.41

100

intronic NM_001256497.2, NM_000765.4c.319-14G>A, c.319-14G>Ap.?, p.? -0.05 Cytochrome P450rs41279866 0.0652 YES 3.134E-2 (pos.99315276) Cytochrome P450, subfamily IIIA, polypeptide 7aromatase activity,endoplasmic reticulum membrane,estrogen 16-alpha-hydroxylase activity,heme binding,iron ion binding,lipid hydroxylation,monooxygenase activity,organelle membrane,oxidation-reduction process,oxygen binding,steroid hydroxylase activity,steroid metabolic process,xenobiotic metabolic processAlfentanil,Alprazolam,Aminophenazone,Amiodarone,Amlodipine,Aprepitant,Aripiprazole,Astemizole,Atorvastatin,Buprenorphine,Buspirone,Caffeine,Carbamazepine,Cerivastatin,Chloramphenicol,Chlorphenamine,Cilostazol,Cimetidine,Ciprofloxacin,Cisapride,Clarithromycin,Clotrimazole,Cobimetinib,Cocaine,Codeine,Cyclophosphamide,Cyclosporine,Daclatasvir,Dapsone,Delavirdine,Dexamethasone,Dextromethorphan,Dextropropoxyphene,Diacerein,Diazepam,Diltiazem,Docetaxel,Dolutegravir,Domperidone,Eplerenone,Erythromycin,Estradiol,Ethosuximide,Ethylmorphine,Felodipine,Fentanyl,Finasteride,Fluconazole,Fluticasone propionate,Fluvoxamine,Gestodene,Haloperidol,Hydrocortisone,Ifosfamide,Iloperidone,Imatinib,Imipramine,Indinavir,Irinotecan,Itraconazole,Ketoconazole,Lercanidipine,Levomethadyl Acetate,Lidocaine,Lovastatin,Methadone,Mibefradil,Midazolam,Mifepristone,Myrrh,Nateglinide,Nefazodone,Nelfinavir,Nifedipine,Nisoldipine,Nitrendipine,Norethisterone,Norfloxacin,Ondansetron,Oxazepam,Oxycodone,Paclitaxel,Phenelzine,Phenobarbital,Phenytoin,PC=0, T=30 C=0.0, T=1.0 0.00001 446.63 30 C=0/0, T=21/9

chr7:99361466 T/T C T SNV CYP3A4 CYP3A4:intronic:NM_017460.5 1 100 intronic NM_017460.5c.1026+12G>Ap.? -2.54 Cytochrome P450rs2242480 0.0966 YES 2.639E-1 (pos.99361466) Cytochrome P450, subfamily IIIA (nifedipine oxidase) polypeptide 41,8-cineole 2-exo-monooxygenase activity,albendazole monooxygenase activity,alkaloid catabolic process,androgen metabolic process,aromatase activity,caffeine oxidase activity,calcitriol biosynthetic process from calciol,cytoplasm,drug catabolic process,drug metabolic process,endoplasmic reticulum membrane,enzyme binding,estrogen 16-alpha-hydroxylase activity,exogenous drug catabolic process,heme binding,heterocycle metabolic process,integral component of membrane,intracellular membrane-bounded organelle,iron ion binding,lipid hydroxylation,lipid metabolic process,monooxygenase activity,monoterpenoid metabolic process,organelle membrane,oxidation-reduction process,oxidative demethylation,oxidoreductase activity,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygen,oxygen binding,quinine 3-monooxygenase activity,steroid binding,steroid catabolic process,steroid hydroxylase activity,steroid metabolic process,taurochenodeoxycholate 6alpha-hydroxylase activity,testosArrhythmias, Cardiac;Breast Diseases;Breast Neoplasms;Cardiovascular Diseases;Digestive System Diseases;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Hepatitis;Hepatitis C;Hepatitis, Viral, Human;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Nutritional and Metabolic Diseases;Osteosarcoma;Prostatic Diseases;Prostatic Neoplasms;Sarcoma;Skin Diseases;Skin and Connective Tissue Diseases;Tachycardia;Tachycardia, Ventricular;Torsades de Pointes;Urogenital NeoplasmsAbiraterone,Acenocoumarol,Acetaminophen,Acetazolamide,Adinazolam,Albendazole,Alclometasone,Aldesleukin,Alfentanil,Alfuzosin,Alimemazine,Aliskiren,Allylestrenol,Almotriptan,Alogliptin,Alosetron,Alprazolam,Ambrisentan,Ambroxol,Aminoglutethimide,Aminophenazone,Aminophylline,Amiodarone,Amitriptyline,Amlodipine,Amprenavir,Anastrozole,Antipyrine,Apixaban,Apremilast,Aprepitant,Argatroban,Aripiprazole,Armodafinil,Arsenic trioxide,Artemether,Asenapine,Astemizole,Atazanavir,Atomoxetine,Atorvastatin,Avanafil,Axitinib,Azatadine,Azelastine,Azimilide,Azithromycin,Banoxantrone,Bedaquiline,Benzphetamine,Benzyl alcohol,Betamethasone,Bexarotene,Bezafibrate,Bicalutamide,Bifonazole,Bisoprolol,Boceprevir,Bortezomib,Bosentan,Bosutinib,Brentuximab vedotin,Brexpiprazole,Brinzolamide,Brivaracetam,Bromazepam,Bromocriptine,Brompheniramine,Budesonide,Bupivacaine,Buprenorphine,Bupropion,Buspirone,Busulfan,Cabazitaxel,Cabergoline,Cabozantinib,Caffeine,Calanolide A,Calcitriol,Canagliflozin,Capravirine,Capsaicin,Carbamazepine,Carbinoxamine,C=0, T=79 C=0.0, T=1.0 0.00001 1269.33 79 C=0/0, T=41/38

chr7:99459144 T/C T C SNV CYP3A43 CYP3A43:intronic:NM_022820.4 1 50 intronic NM_022820.4c.1027-92T>Cp.? 0.07 Cytochrome P450rs503115 YES Cytochrome P450, subfamily IIIa, polypeptide 43aromatase activity,endoplasmic reticulum membrane,heme binding,integral component of membrane,iron ion binding,monooxygenase activity,organelle membrane,oxidation-reduction process,oxidoreductase activity, acting on paired donors, with incorporation or reduction of molecular oxygenGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsCobimetinib,Daclatasvir,Dexamethasone,Diacerein,Dolutegravir,Ethosuximide,Myrrh,Netupitant,Oxazepam,Phenelzine,Praziquantel,Rhein,Rifampicin,Rifapentine,Simeprevir,Testosterone,Troleandomycin,ZalcitabineT=47, C=47 T=0.5, C=0.5 0.00001 522.231 94 T=24/23, C=22/25

chr7:99696370 G/G C G SNV MCM7 MCM7:intronic:NM_005916.4 1 100 intronic NM_005916.4c.583-32G>Cp.? -0.95 AAA domain (dynein-related subfamily),MCM N-terminal domain,MCM OB domain,MCM2/3/5 family,Magnesium chelatase, subunit ChlIrs1534309 0.1835 YES 8.806E-1;0.0;0.0 (pos.99696370) Minichromosome maintenance deficient, S. cerevisiae, homolog of, 7ATP binding,ATP-dependent DNA helicase activity,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA replication,DNA replication initiation,DNA unwinding involved in DNA replication,G1/S transition of mitotic cell cycle,MCM complex,cell proliferation,cellular response to DNA damage stimulus,cellular response to epidermal growth factor stimulus,cellular response to xenobiotic stimulus,chromatin,cytosol,membrane,nuclear chromosome, telomeric region,nucleolus,nucleoplasm,nucleus,protein binding,regulation of phosphorylation,response to drug,single-stranded DNA bindingC=0, G=64 C=0.0, G=1.0 0.00001 977.63 64 C=0/0, G=30/34

chr7:99751017 G/G A G SNV LAMTOR4 LAMTOR4:intronic:NM_001008395.3 1 100 intronic NM_001008395.3c.85-6A>G p.? -3.56 rs3736591 0.3928 YES 6.756E-1 (pos.99751017) Ragulator complex,cell cycle arrest,cellular response to amino acid stimulus,guanyl-nucleotide exchange factor activity,intracellular membrane-bounded organelle,lysosomal membrane,lysosome,positive regulation of TOR signaling,protein binding,protein complex scaffold activity,protein localization to lysosome,regulation of cell size,regulation of macroautophagy,regulation of molecular functionA=0, G=26 A=0.0, G=1.0 0.00001 371.41 26 A=0/0, G=18/8

chr6:167754661 G/G A G SNV TTLL2 TTLL2:exonic:NM_031949.4 1 100 3 missense NM_031949.4c.1273A>G p.Arg425Gly 0.32 0.08 125 0.005 Tubulin-tyrosine ligase familyrs909545 0.2272 YES 8.092E-1 (pos.167754661) ATP binding,cellular protein modification process,ligase activityA=0, G=123 A=0.0, G=1.0 0.00001 1993.76 123 A=0/0, G=61/62

chr14:76330181 G/A G A SNV TTLL5 TTLL5:exonic:NM_015072.4 1 56 29 synonymous NM_015072.4c.3498G>A p.(=) 2.73 0.91(COSM5480302)Tubulin-tyrosine ligase familyrs3742764,rs752932663 0.084 YES 0.0 (pos.76330180),4.153E-1 (pos.76330181)adenocarcinomaTubulin tyrosine ligase-like family, member 5ATP binding,cellular protein modification process,centrosome,cilium,cytosol,fertilization,microtubule,nucleus,plasma membrane,protein polyglutamylation,retina development in camera-type eye,sperm axoneme assembly,transcription, DNA-templated,tubulin-glutamic acid ligase activityArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=11, A=14 G=0.44, A=0.56 0.00001 134.35 25 G=7/4, A=2/12

chr7:99780283 G/A G A SNV STAG3 STAG3:intronic:NM_012447.3 1 53.33 intronic NM_012447.3c.220-63G>Ap.? 0.36 STAG domain rs2056726 YES Stromalin 3 chromosome, centromeric region,extracellular space,lateral element,male germ cell nucleus,meiotic cohesin complex,nuclear meiotic cohesin complex,nucleus,protein localization to chromosome,synapsis,synaptonemal complex,synaptonemal complex assembly,transverse filamentG=14, A=16 G=0.4667, A=0.5333 0.00001 159.925 30 G=13/1, A=12/4

chr2:179623758 T/T C T SNV TTN TTN:exonic:NM_001256850.1 1 100 44 missense NM_001256850.1c.10256G>Ap.Ser3419Asn 0.4 46 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,PPAK motif,Protein kinase domain,Protein tyrosine kinase,Titin Zrs2291310 0.0676 YES 7.636E-1 (pos.179623758) Titin ATP binding,I band,M band,Z disc,actin filament binding,actinin binding,calcium ion binding,calmodulin binding,cardiac muscle contraction,cardiac muscle fiber development,cardiac muscle hypertrophy,cardiac muscle tissue morphogenesis,cardiac myofibril assembly,condensed nuclear chromosome,cytosol,detection of muscle stretch,enzyme binding,extracellular exosome,extracellular region,identical protein binding,mitotic chromosome condensation,muscle alpha-actinin binding,muscle contraction,muscle filament sliding,muscle myosin complex,peptidyl-tyrosine phosphorylation,platelet degranulation,positive regulation of gene expression,positive regulation of protein secretion,protease binding,protein binding,protein kinase A signaling,protein kinase activity,protein kinase binding,protein phosphorylation,protein self-association,protein serine/threonine kinase activity,protein tyrosine kinase activity,regulation of catalytic activity,regulation of protein kinase activity,response to calcium ion,sarcomere organization,sarAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Bone Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Muscle Weakness;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Respiration Disorders;Respiratory Insufficiency;Respiratory Tract Diseases;Scoliosis;Spinal Curvatures;Spinal DiseasesBenign/Likely benignC=0, T=57 C=0.0, T=1.0 0.00001 849.612 57 C=0/0, T=21/36

chr2:179629363 C/C T C SNV TTN TTN:exonic:NM_001256850.1 1 100 42 synonymous NM_001256850.1c.9879A>G p.(=) 0.4 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,PPAK motif,Protein kinase domain,Protein tyrosine kinase,Titin Zrs4894043 8.00E-04 1.0 (pos.179629363) Titin ATP binding,I band,M band,Z disc,actin filament binding,actinin binding,calcium ion binding,calmodulin binding,cardiac muscle contraction,cardiac muscle fiber development,cardiac muscle hypertrophy,cardiac muscle tissue morphogenesis,cardiac myofibril assembly,condensed nuclear chromosome,cytosol,detection of muscle stretch,enzyme binding,extracellular exosome,extracellular region,identical protein binding,mitotic chromosome condensation,muscle alpha-actinin binding,muscle contraction,muscle filament sliding,muscle myosin complex,peptidyl-tyrosine phosphorylation,platelet degranulation,positive regulation of gene expression,positive regulation of protein secretion,protease binding,protein binding,protein kinase A signaling,protein kinase activity,protein kinase binding,protein phosphorylation,protein self-association,protein serine/threonine kinase activity,protein tyrosine kinase activity,regulation of catalytic activity,regulation of protein kinase activity,response to calcium ion,sarcomere organization,sarAortic Stenosis, Subvalvular;Aortic Valve Stenosis;Bone Diseases;Cardiomegaly;Cardiomyopathies;Cardiomyopathy, Dilated;Cardiomyopathy, Hypertrophic;Cardiomyopathy, Hypertrophic, Familial;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Muscle Weakness;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Neuromuscular Manifestations;Respiration Disorders;Respiratory Insufficiency;Respiratory Tract Diseases;Scoliosis;Spinal Curvatures;Spinal DiseasesBenign/Likely benignT=0, C=78 T=0.0, C=1.0 0.00001 1247.31 78 T=0/0, C=21/57

chr7:99821381 G/G C G SNV GATS GATS:intronic:NM_178831.6 1 100 intronic NM_178831.6c.412-60G>Cp.? -1.08 ACT domain rs858508 0.2637 YES C=0, G=28 C=0.0, G=1.0 0.00001 408.718 28 C=0/0, G=15/13

chr7:99821470 G/G A G SNV GATS GATS:intronic:NM_178831.6 1 100 intronic NM_178831.6c.411+35T>Cp.? -2.99 ACT domain rs858509 0.2594 YES 3.78E-1 (pos.99821470) A=0, G=24 A=0.0, G=1.0 0.00001 334.756 24 A=0/0, G=12/12

chr2:130951548 A/A G A SNV TUBA3E TUBA3E:exonic:NM_207312.2 1 100 4 synonymous NM_207312.2c.867C>T p.(=) -2.39 0.03(COSM4133073)Tubulin C-terminal domain,Tubulin/FtsZ family, GTPase domainrs1052319 YES 9.922E-1 (pos.130951548)neoplasm,squamous_cell_carcinomaGTP binding,GTPase activity,biological_process,cytoplasm,cytoskeleton organization,microtubule,microtubule cytoskeleton,microtubule-based process,molecular_function,nucleus,protein binding,structural constituent of cytoskeletonCYT997 G=0, A=31 G=0.0, A=1.0 0.00001 465.819 31 G=0/0, A=10/21

chr10:5435918 A/A G A SNV TUBAL3 TUBAL3:exonic:NM_024803.2 1 100 4 synonymous NM_024803.2c.903C>T p.(=) -0.05 0.37(COSM1128035)Tubulin C-terminal domain,Tubulin/FtsZ family, GTPase domainrs7097775 0.3577 YES 6.377E-1 (pos.5435918) adenocarcinoma GTP binding,GTPase activity,cytoplasm,cytoskeleton organization,microtubule,microtubule-based process,structural constituent of cytoskeletonG=0, A=21 G=0.0, A=1.0 0.00001 281.228 21 G=0/0, A=8/13

chr8:100133706 G/G T G SNV VPS13B VPS13B:intronic:NM_017890.4 1 100 intronic NM_017890.4c.1206+33T>Gp.? 0.04 N-terminal region of Chorein or VPS13,SHR-binding domain of vacuolar-sorting associated protein 13,Vacuolar-sorting-associated 13 protein C-terminalrs7460625,rs750619814 0.2062 YES 0.0 (pos.100133690),5.476E-1 (pos.100133706)Vacuolar protein sorting 13, yeast, homolog of, Bprotein transportCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Developmental Disabilities;Eye Diseases;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Microcephaly;Muscle Hypotonia;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myopia;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Refractive ErrorsBenign T=0, G=25 T=0.0, G=1.0 0.00001 353.019 25 T=0/0, G=6/19

chr10:5436260 G/G A G SNV TUBAL3 TUBAL3:exonic:NM_024803.2 1 100 4 synonymous NM_024803.2c.561T>C p.(=) -2.56 Tubulin C-terminal domain,Tubulin/FtsZ family, GTPase domainrs7910290 0.3049 YES 8.305E-1 (pos.5436260) GTP binding,GTPase activity,cytoplasm,cytoskeleton organization,microtubule,microtubule-based process,structural constituent of cytoskeletonA=0, G=27 A=0.0, G=1.0 0.00001 389.983 27 A=0/0, G=11/16



chr19:6495732 A/AG A AG INDEL TUBB4A TUBB4A:exonic:NM_006087.3 1 50 4 frameshiftInsertion NM_006087.3c.777_778insCp.Phe260fs 9.08 Tubulin C-terminal domain,Tubulin/FtsZ family, GTPase domain Tubulin, beta-4AG2/M transition of mitotic cell cycle,GTP binding,GTPase activity,axoneme,calcium ion binding,ciliary basal body-plasma membrane docking,cytoskeleton organization,cytosol,extracellular exosome,internode region of axon,microtubule,microtubule cytoskeleton,microtubule-based process,myelin sheath,negative regulation of microtubule polymerization,neuronal cell body,nucleus,protein binding,regulation of G2/M transition of mitotic cell cycle,structural constituent of cytoskeletonBasal Ganglia Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Diseases;Dystonia Musculorum Deformans;Dystonic Disorders;Genetic Diseases, Inborn;Hereditary Central Nervous System Demyelinating Diseases;Heredodegenerative Disorders, Nervous System;Leukoencephalopathies;Metabolic Diseases;Metabolism, Inborn Errors;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Nutritional and Metabolic DiseasesCYT997,Epothilone D,Patupilone,ZEN-012A=31, AG=31A=0.5, AG=0.5 0.00001 87.0375 62 A=18/13, AG=13/18

chr17:57963537 G/G A G SNV TUBD1 TUBD1:exonic:NM_016261.3 1 100 3 missense NM_016261.3c.227T>C p.Met76Thr 4.17 1 81 0 0.46(COSM148311)Tubulin/FtsZ family, GTPase domainrs1292053 0.4362 YES 5.814E-1 (pos.57963537) acute_myeloid_leukaemia,adenocarcinomaTubulin, delta-1GTP binding,GTPase activity,cell differentiation,centriole,cytoskeleton organization,cytosol,integral component of membrane,microtubule,microtubule-based process,multicellular organism development,nucleoplasm,spermatogenesis,structural constituent of cytoskeletonDigestive System Diseases;Gastroenteritis;Gastrointestinal Diseases;Inflammatory Bowel Diseases;Intestinal DiseasesVinblastine A=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=10/12

chr10:135097434 G/G A G SNV TUBGCP2 TUBGCP2:exonic:NM_001256617.1 1 100 15 synonymous NM_001256617.1c.2181T>C p.(=) 0.36 Spc97 / Spc98 familyrs2995326 0.1088 YES 9.548E-1;0.0 (pos.135097434) centrosome,centrosome duplication,cytoplasm,cytoplasmic microtubule,cytoplasmic microtubule organization,cytosol,equatorial microtubule organizing center,gamma-tubulin binding,gamma-tubulin small complex,interphase microtubule nucleation by interphase microtubule organizing center,meiotic cell cycle,membrane,microtubule,microtubule minus-end binding,microtubule nucleation,microtubule organizing center,mitotic spindle assembly,nucleoplasm,protein binding,protein complex assembly,spindle pole,spindle pole body,structural constituent of cytoskeletonA=0, G=26 A=0.0, G=1.0 0.00001 371.41 26 A=0/0, G=13/13

chr16:28857645 A/G A G SNV TUFM TUFM:utr_5:NM_003321.4 1 59.09 1 utr_5 NM_003321.4c.-55T>C p.? -0.35 Elongation factor Tu C-terminal domain,Elongation factor Tu GTP binding domain,Elongation factor Tu domain 2,Nuclear pore complex interacting protein (NPIP)rs7187776 YES Tu translation elongation factor, mitochondrialGTP binding,GTPase activity,RNA binding,extracellular exosome,membrane,mitochondrial inner membrane,mitochondrial nucleoid,mitochondrion,myelin sheath,protein binding,response to ethanol,translation elongation factor activity,translational elongationAcid-Base Imbalance;Acidosis;Acidosis, Lactic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Head and Neck Neoplasms;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic DiseasesGuanosine-5'-DiphosphateBenign A=9, G=13 A=0.4091, G=0.5909 0.00001 122.563 22 A=1/8, G=9/4

chr6:158735087 T/T C T SNV TULP4 TULP4:exonic:NM_020245.4 1 100 1 synonymous NM_020245.4c.39C>T p.(=) -0.25 Tub family rs9364951 0.0991 YES 8.956E-1 (pos.158735087) cilium,cytoplasm,cytosol,phosphatidylinositol binding,post-translational protein modification,protein localization to cilium,protein ubiquitinationC=0, T=46 C=0.0, T=1.0 0.00001 768.307 46 C=0/0, T=18/28

chr6:158735090 C/C T C SNV TULP4 TULP4:exonic:NM_020245.4 1 100 1 synonymous NM_020245.4c.42T>C p.(=) 0.93 Tub family rs7756620 0.0991 YES 8.957E-1 (pos.158735090) cilium,cytoplasm,cytosol,phosphatidylinositol binding,post-translational protein modification,protein localization to cilium,protein ubiquitinationT=0, C=46 T=0.0, C=1.0 0.00001 768.312 46 T=0/0, C=18/28

chr6:158923434 C/C G C SNV TULP4 TULP4:exonic:NM_020245.4 1 100 13 synonymous NM_020245.4c.2739G>C p.(=) 0 0.14(COSM4160329)Tub family rs9364968 0.241 YES 8.9E-1 (pos.158923434) ductal_carcinoma,neoplasmcilium,cytoplasm,cytosol,phosphatidylinositol binding,post-translational protein modification,protein localization to cilium,protein ubiquitinationG=0, C=24 G=0.0, C=1.0 0.00001 330.928 24 G=0/0, C=15/9

chr9:25677698 C/C A C SNV TUSC1 TUSC1:exonic:NM_001004125.2 1 100 1 missense NM_001004125.2c.622T>G p.Ser208Ala -0.23 99 0.02(COSM3763864) rs72631815 0.2618 YES 2.906E-1;0.0 (pos.25677698)adenocarcinoma,neoplasmTumor suppressor candidate 1 A=0, C=20 A=0.0, C=1.0 0.00001 263.785 20 A=0/0, C=13/7

chr9:25677933 C/C T C SNV TUSC1 TUSC1:exonic:NM_001004125.2 1 100 1 synonymous NM_001004125.2c.387A>G p.(=) 0.36 0(COSM3750169) rs35110225 0.4192 YES 3.617E-1 (pos.25677933) adenocarcinoma,neoplasmTumor suppressor candidate 1 T=0, C=57 T=0.0, C=1.0 0.00001 849.363 57 T=0/0, C=37/20

chr9:25677953 C/C T C SNV TUSC1 TUSC1:exonic:NM_001004125.2 1 100 1 missense NM_001004125.2c.367A>G p.Asn123Asp 0.36 23 0(COSM3750170) rs34498078 0.055 YES 8.698E-1 (pos.25677953) adenocarcinomaTumor suppressor candidate 1 T=0, C=60 T=0.0, C=1.0 0.00001 903.526 60 T=0/0, C=34/26

chr9:25678122 C/C G C SNV TUSC1 TUSC1:exonic:NM_001004125.2 1 100 1 synonymous NM_001004125.2c.198C>G p.(=) 0.44 0.13(COSM4163713) rs72631814 0.2308 YES 1.646E-1;0.0 (pos.25678122)carcinoma,neoplasmTumor suppressor candidate 1 G=0, C=44 G=0.0, C=1.0 0.00001 726.465 44 G=0/0, C=23/21

chr8:105367096 T/C T C SNV DCSTAMP DCSTAMP:intronic:NM_030788.3 1 97.56 intronic NM_030788.3c.1030-9T>Cp.? 0.42 DC-STAMP-like proteinrs2458431 0.2843 YES 5.877E-1 (pos.105367096) Transmembrane 7 superfamily, member 4cell surface,cellular response to interleukin-4,cellular response to macrophage colony-stimulating factor stimulus,cellular response to tumor necrosis factor,endoplasmic reticulum membrane,endoplasmic reticulum-Golgi intermediate compartment membrane,endosome membrane,integral component of endoplasmic reticulum membrane,integral component of membrane,membrane fusion,myeloid dendritic cell differentiation,negative regulation of cell growth,osteoclast differentiation,osteoclast fusion,plasma membrane,positive regulation of bone resorption,positive regulation of macrophage fusion,positive regulation of monocyte differentiation,protein bindingAmphetamine-Related Disorders;Bone Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Mental Disorders;Musculoskeletal Diseases;Osteitis Deformans;Substance-Related DisordersT=1, C=40 T=0.0244, C=0.9756 0.00001 631.605 41 T=1/0, C=24/16

chr8:107754583 G/G T G SNV OXR1 OXR1:intronic:NM_001198532.1 1 100 intronic NM_001198532.1c.2415+38T>Gp.? -0.13 LysM domain,TLDrs1784468 0.1838 YES 9.571E-1 (pos.107754583) Oxidation resistance 1adult walking behavior,cellular response to hydroperoxide,cellular_component,mitochondrion,molecular_function,negative regulation of neuron apoptotic process,negative regulation of oxidative stress-induced neuron death,negative regulation of peptidyl-cysteine S-nitrosylation,neuron apoptotic process,nucleolus,oxidation-reduction process,oxidoreductase activity,protein binding,response to oxidative stressT=0, G=32 T=0.0, G=1.0 0.00001 484.56 32 T=0/0, G=22/10

chr8:109455802 G/A G A SNV EMC2 EMC2:upstream:NM_014673.4 1 59.09 intronic NM_014673.4c.-86G>A p.? -0.31 rs3737501 YES ER membrane protein complex subunit 2ER membrane protein complex,cytoplasm,endoplasmic reticulum,mitochondrion,nucleus,protein binding,protein folding in endoplasmic reticulumG=9, A=13 G=0.4091, A=0.5909 0.00001 123.817 22 G=6/3, A=4/9

chr4:48069696 G/C G C SNV TXK TXK:exonic:NM_003328.2 1 50 15 synonymous NM_003328.2c.1542C>G p.(=) -0.19 Protein kinase domain,Protein tyrosine kinase,SH2 domain,SH3 domain,Variant SH3 domainrs2230594,rs752521636 0.474 YES 0.0 (pos.48069695),4.36E-1 (pos.48069696)TXK tyrosine kinaseATP binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II regulatory region DNA binding,T cell receptor signaling pathway,activation of phospholipase C activity,adaptive immune response,cell differentiation,cytokine production,cytoplasm,extrinsic component of cytoplasmic side of plasma membrane,integrin-mediated signaling pathway,non-membrane spanning protein tyrosine kinase activity,nucleus,peptidyl-tyrosine autophosphorylation,peptidyl-tyrosine phosphorylation,positive regulation of interferon-gamma production,positive regulation of interferon-gamma-mediated signaling pathway,positive regulation of transcription from RNA polymerase II promoter,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein tyrosine kinase activity,receptor binding,regulation of cell proliferation,regulation of platelet activation,regulation of transcription from RNA polymerase II promoter,tissue regeneration,transcription from RNA polymeraG=23, C=23 G=0.5, C=0.5 0.00001 258.452 46 G=14/9, C=9/14

chr8:110505886 C/T C T SNV PKHD1L1 PKHD1L1:intronic:NM_177531.4 1 57.14 intronic NM_177531.4c.10237-4C>Tp.? 0.3 G8 domain,IPT/TIG domain,PA14 domainrs2607628 0.3667 YES 3.284E-1 (pos.110505886) PKHD1-like 1cilium,cytosol,extracellular space,immune response,integral component of membrane,receptor activityC=9, T=12 C=0.4286, T=0.5714 0.00001 109.1 21 C=4/5, T=7/5

chr14:52907353 T/T C T SNV TXNDC16 TXNDC16:exonic:NM_020784.2 1 100 19 synonymous NM_020784.2c.1932G>A p.(=) -0.43 Thioredoxin,Thioredoxin-like domainrs1952254 0.4104 YES 7.039E-1 (pos.52907353) Thioredoxin domain-containing protein 16biological_process,cell,cell redox homeostasis,endoplasmic reticulum lumen,extracellular exosome,protein bindingC=0, T=32 C=0.0, T=1.0 0.00001 485.015 32 C=0/0, T=16/16

chr8:11164012 C/C T C SNV MTMR9 MTMR9:intronic:NM_015458.3 1 100 intronic NM_015458.3c.809+96T>Cp.? 0.08 Myotubularin-like phosphatase domainrs17797443,rs370445200,rs529042036YES Myotubularin-related protein 9cytosol,dephosphorylation,enzyme regulator activity,phosphatidylinositol biosynthetic process,phosphatidylinositol-3,5-bisphosphate 3-phosphatase activity,phosphatidylinositol-3-phosphatase activity,protein binding,regulation of catalytic activityT=0, C=37 T=0.0, C=1.0 0.00001 583.654 37 T=0/0, C=12/25

chr18:9886890 G/G A G SNV TXNDC2 TXNDC2:exonic:NM_001098529.1 1 100 2 synonymous NM_001098529.1c.414A>G p.(=) -0.37 0.01(COSM3756234),0.01(COSM3756235)Thioredoxin rs601874 0.2806 YES 8.089E-4 (pos.9886890) adenocarcinomaThioredoxin domain-containing protein 2cell,cell differentiation,cell redox homeostasis,cellular oxidant detoxification,cellular response to oxidative stress,cytoplasm,glycerol ether metabolic process,multicellular organism development,oxidation-reduction process,oxidoreductase activity, acting on a sulfur group of donors, disulfide as acceptor,protein disulfide oxidoreductase activity,protein-disulfide reductase activity,spermatogenesis,thioredoxin-disulfide reductase activityA=0, G=79 A=0.0, G=1.0 0.00001 1269.33 79 A=0/0, G=29/50

chr9:113091523 T/G T G SNV TXNDC8 TXNDC8:exonic:NM_001003936.3 1 50 3 missense NM_001003936.3c.178A>C p.Asn60His 0.38 0.05 68 0.988 0.26(COSM6352308),0.26(COSM6352309)Thioredoxin rs7041938 0.1243 YES 8.188E-2 (pos.113091523)carcinoma Thioredoxin domain-containing protein 8Golgi apparatus,acrosomal vesicle,acrosome assembly,cell,cell redox homeostasis,cellular oxidant detoxification,cellular response to oxidative stress,cytoplasm,extracellular exosome,glycerol ether metabolic process,multicellular organism development,oxidation-reduction process,oxidoreductase activity, acting on a sulfur group of donors, disulfide as acceptor,protein disulfide oxidoreductase activity,protein-disulfide reductase activity,sperm flagellum,spermatogenesis,thioredoxin-disulfide reductase activityT=11, G=11 T=0.5, G=0.5 0.00001 94.6067 22 T=4/7, G=4/7

chr8:113259132 T/T A T SNV CSMD3 CSMD3:intronic:NM_198123.1 1 100 intronic NM_198123.1c.10222+117T>Ap.? 0.19 CUB domain,Sushi repeat (SCR repeat)rs1895014 YES Cub and Sushi multiple domains 3integral component of membrane,plasma membrane,regulation of dendrite developmentAdenocarcinoma;Autistic Disorder;Carcinoma;Carcinoma, Renal Cell;Child Development Disorders, Pervasive;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Substance-Related Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, T=20 A=0.0, T=1.0 0.00001 263.786 20 A=0/0, T=7/13

chr8:11629119 T/C T C SNV NEIL2 NEIL2:intronic:NM_001135746.2 1 47.62 intronic NM_001135746.2c.138+25T>Cp.? -1.32 Formamidopyrimidine-DNA glycosylase H2TH domainrs804269 0.3279 YES 9.74E-1 (pos.11629119) Endonuclease VIII-like 2DNA N-glycosylase activity,class I DNA-(apurinic or apyrimidinic site) lyase activity,class III/IV DNA-(apurinic or apyrimidinic site) lyase activity,cytoplasm,damaged DNA binding,depyrimidination,microtubule binding,nucleolus,nucleoplasm,nucleotide-excision repair,nucleus,protein binding,spindle microtubule,zinc ion bindingT=11, C=10 T=0.5238, C=0.4762 0.00001 82.2883 21 T=1/10, C=6/4

chr8:11629129 C/G C G SNV NEIL2 NEIL2:intronic:NM_001135746.2 1 47.62 intronic NM_001135746.2c.138+35C>Gp.? -0.25 Formamidopyrimidine-DNA glycosylase H2TH domainrs804268 0.4043 YES 5.507E-1;0.0 (pos.11629129) Endonuclease VIII-like 2DNA N-glycosylase activity,class I DNA-(apurinic or apyrimidinic site) lyase activity,class III/IV DNA-(apurinic or apyrimidinic site) lyase activity,cytoplasm,damaged DNA binding,depyrimidination,microtubule binding,nucleolus,nucleoplasm,nucleotide-excision repair,nucleus,protein binding,spindle microtubule,zinc ion bindingC=11, G=10 C=0.5238, G=0.4762 0.00001 82.2894 21 C=1/10, G=6/4

chr12:104645405 C/C T C SNV TXNRD1 TXNRD1:exonic:NM_001093771.2 1 100 2 synonymous NM_001093771.2c.192T>C p.(=) -0.18 FAD binding domain,Glutaredoxin,Pyridine nucleotide-disulphide oxidoreductase,Pyridine nucleotide-disulphide oxidoreductase, dimerisation domainrs7975161 0.1578 YES 8.884E-1 (pos.104645405) Thioredoxin reductase-1cell,cell proliferation,cell redox homeostasis,cellular oxidant detoxification,cellular response to oxidative stress,cytosol,electron transfer activity,electron transport chain,extracellular exosome,fibrillar center,flavin adenine dinucleotide binding,mesoderm formation,methylseleninic acid reductase activity,methylselenol reductase activity,mitochondrion,nucleobase-containing small molecule interconversion,nucleoplasm,oxidation-reduction process,oxidoreductase activity, acting on a sulfur group of donors, NAD(P) as acceptor,protein binding,protein disulfide oxidoreductase activity,regulation of lipid metabolic process,response to oxygen radical,selenium compound metabolic process,signal transduction,thioredoxin-disulfide reductase activityAdenoma;Arthritis;Brain Diseases;Carcinoma;Carcinoma, Lewis Lung;Cardiovascular Diseases;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Dermatitis;Dermatitis, Contact;Digestive System Diseases;Digestive System Neoplasms;Epilepsy;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Heart Diseases;Intestinal Diseases;Intestinal Neoplasms;Joint Diseases;Mesothelioma;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Experimental;Neoplasms, Glandular and Epithelial;Neoplasms, Mesothelial;Nervous System Diseases;Osteoarthritis;Rectal Diseases;Rheumatic Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Vascular DiseasesArsenic trioxide,Flavin adenine dinucleotide,Fotemustine,Nadph Dihydro-Nicotinamide-Adenine-Dinucleotidephosphate,PX-12,Selenium,Spermidine,motexafin gadoliniumT=0, C=61 T=0.0, C=1.0 0.00001 919.888 61 T=0/0, C=34/27

chr22:19907099 C/A C A SNV TXNRD2 TXNRD2:exonic:NM_006440.4 1 57.14 3 missense NM_006440.4c.196G>T p.Ala66Ser 2.56 99 FAD binding domain,Pyridine nucleotide-disulphide oxidoreductase,Pyridine nucleotide-disulphide oxidoreductase, dimerisation domainrs5748469 0.3312 YES 7.942E-1 (pos.19907099) Thioredoxin reductase 2cell,cell redox homeostasis,cellular oxidant detoxification,cellular response to oxidative stress,cytosol,electron transfer activity,electron transport chain,flavin adenine dinucleotide binding,mitochondrial matrix,mitochondrion,oxidation-reduction process,oxidoreductase activity,oxidoreductase activity, acting on a sulfur group of donors, NAD(P) as acceptor,protein binding,response to oxygen radical,thioredoxin-disulfide reductase activityEye Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Glaucoma;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Ocular Hypertension;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasmsmotexafin gadoliniumBenign C=15, A=20 C=0.4286, A=0.5714 0.00001 218.712 35 C=8/7, A=14/6

chr3:126329910 G/G A G SNV TXNRD3 TXNRD3:exonic:NM_052883.1 1 100 14 synonymous NM_052883.1c.1698T>C p.(=) -1.17 FAD binding domain,Glutaredoxin,Pyridine nucleotide-disulphide oxidoreductase,Pyridine nucleotide-disulphide oxidoreductase, dimerisation domainrs777241 YES 8.889E-1 (pos.126329910) Thioredoxin reductase 3cell,cell differentiation,cell redox homeostasis,cellular oxidant detoxification,cytosol,electron transfer activity,electron transport chain,endoplasmic reticulum,flavin adenine dinucleotide binding,mitochondrion,multicellular organism development,nucleoplasm,nucleus,protein disulfide oxidoreductase activity,response to oxygen radical,spermatogenesis,thioredoxin-disulfide reductase activityA=0, G=72 A=0.0, G=1.0 0.00001 1130.95 72 A=0/0, G=35/37

chr8:11695872 C/C T C SNV FDFT1 FDFT1:intronic:NM_004462.4 1 100 intronic NM_004462.4c.1033-25T>Cp.? -1.66 Squalene/phytoene synthasers10903343,rs7550370360.4519 YES 0.0 (pos.11695871),9.6E-1;4.64E-4;0.0 (pos.11695872)Farnesyl-diphosphate farnesyltransferase 1 (squalene synthase)biosynthetic process,cholesterol biosynthetic process,endoplasmic reticulum,endoplasmic reticulum membrane,ergosterol biosynthetic process,farnesyl diphosphate metabolic process,farnesyl-diphosphate farnesyltransferase activity,integral component of membrane,isoprenoid biosynthetic process,oxidation-reduction process,oxidoreductase activity,protein binding,regulation of cholesterol biosynthetic process,regulation of lipid metabolic process,squalene synthase activity,steroid biosynthetic process,transferase activityAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Cocaine-Related Disorders;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Marijuana Abuse;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Phencyclidine Abuse;Substance-Related DisordersTAK-475 T=0, C=21 T=0.0, C=1.0 0.00001 281.012 21 T=0/0, C=13/8

chr8:119938725 T/G T G SNV TNFRSF11B TNFRSF11B:intronic:NM_002546.3 1 50 intronic NM_002546.3c.817+8A>Cp.? -0.17 Death domain,TNFR/NGFR cysteine-rich regionrs7844539 0.1324 YES 7.055E-3 (pos.119938725) Tumor necrosis factor receptor superfamily, member 11B,Tumor necrosis factor receptor superfamily, member 11B (osteoprotegerin)apoptotic signaling pathway,cytokine activity,extracellular matrix organization,extracellular region,extracellular space,immune response,inflammatory response,integral component of plasma membrane,negative regulation of bone resorption,negative regulation of odontogenesis of dentin-containing tooth,plasma membrane,protein binding,proteinaceous extracellular matrix,receptor activity,regulation of apoptotic process,regulation of cell proliferation,regulation of receptor activity,response to arsenic-containing substance,response to drug,response to estrogen,response to lipopolysaccharide,response to magnesium ion,response to nutrient,signal transduction,skeletal system development,tumor necrosis factor-activated receptor activity,tumor necrosis factor-mediated signaling pathwayArthritis;Arthritis, Experimental;Arthritis, Rheumatoid;Autoimmune Diseases;Bone Diseases;Bone Diseases, Metabolic;Bone Resorption;Calcium Metabolism Disorders;Cardiovascular Diseases;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Heart Diseases;Hyperalgesia;Hypercalcemia;Immune System Diseases;Joint Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Osteitis Deformans;Osteolysis;Osteoporosis;Rheumatic Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Somatosensory Disorders;Uremia;Urologic Diseases;Water-Electrolyte ImbalanceBenign/Likely benignT=19, G=19 T=0.5, G=0.5 0.00001 200.777 38 T=10/9, G=17/2

chr8:119945166 G/A G A SNV TNFRSF11B TNFRSF11B:intronic:NM_002546.3 1 50 intronic NM_002546.3c.400+4C>Tp.? -1.85 Death domain,TNFR/NGFR cysteine-rich regionrs1564858 0.1307 YES 7.086E-3 (pos.119945166) Tumor necrosis factor receptor superfamily, member 11B,Tumor necrosis factor receptor superfamily, member 11B (osteoprotegerin)apoptotic signaling pathway,cytokine activity,extracellular matrix organization,extracellular region,extracellular space,immune response,inflammatory response,integral component of plasma membrane,negative regulation of bone resorption,negative regulation of odontogenesis of dentin-containing tooth,plasma membrane,protein binding,proteinaceous extracellular matrix,receptor activity,regulation of apoptotic process,regulation of cell proliferation,regulation of receptor activity,response to arsenic-containing substance,response to drug,response to estrogen,response to lipopolysaccharide,response to magnesium ion,response to nutrient,signal transduction,skeletal system development,tumor necrosis factor-activated receptor activity,tumor necrosis factor-mediated signaling pathwayArthritis;Arthritis, Experimental;Arthritis, Rheumatoid;Autoimmune Diseases;Bone Diseases;Bone Diseases, Metabolic;Bone Resorption;Calcium Metabolism Disorders;Cardiovascular Diseases;Connective Tissue Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Heart Diseases;Hyperalgesia;Hypercalcemia;Immune System Diseases;Joint Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Osteitis Deformans;Osteolysis;Osteoporosis;Rheumatic Diseases;Sensation Disorders;Skin and Connective Tissue Diseases;Somatosensory Disorders;Uremia;Urologic Diseases;Water-Electrolyte ImbalanceBenign/Likely benignG=14, A=14 G=0.5, A=0.5 0.00001 131.941 28 G=6/8, A=4/10

chr15:41857303 C/C T C SNV TYRO3 TYRO3:exonic:NM_006293.3 1 100 6 synonymous NM_006293.3c.747T>C p.(=) -0.5 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers2277536 0.2855 YES 1.57E-1 (pos.41857303) TYRO3 protein tyrosine kinaseATP binding,apoptotic cell clearance,cell adhesion,endoplasmic reticulum membrane,forebrain cell migration,integral component of membrane,integral component of plasma membrane,natural killer cell differentiation,negative regulation of inflammatory response,negative regulation of innate immune response,negative regulation of lymphocyte activation,negative regulation of neuron apoptotic process,negative regulation of toll-like receptor signaling pathway,neuron cellular homeostasis,neuropeptide signaling pathway,nuclear envelope,nucleus,ovulation cycle,peptidyl-tyrosine phosphorylation,phosphatidylinositol 3-kinase binding,phosphatidylinositol 3-kinase signaling,platelet activation,platelet aggregation,protein autophosphorylation,protein binding,protein heterodimerization activity,protein kinase B signaling,protein tyrosine kinase activity,secretion by cell,signal transducer, downstream of receptor, with protein tyrosine kinase activity,signal transduction,signal transduction by protein phosphorylation,spermatogCardiovascular Diseases;Embolism and Thrombosis;Thrombosis;Vascular DiseasesT=0, C=71 T=0.0, C=1.0 0.00001 1111.48 71 T=0/0, C=31/40

chr8:120602908 T/T C T SNV ENPP2 ENPP2:intronic:NM_006209.4 1 100 intronic NM_006209.4c.1238-38G>Ap.? -0.51 DNA/RNA non-specific endonuclease,Somatomedin B domain,Type I phosphodiesterase / nucleotide pyrophosphatasers935359 0.0878 YES 9.999E-1 (pos.120602908) Ectonucleotide pyrophosphatase/phosphodiesterase 2G-protein coupled receptor signaling pathway,alkylglycerophosphoethanolamine phosphodiesterase activity,calcium ion binding,cell motility,chemotaxis,extracellular space,hydrolase activity,immune response,integral component of membrane,integral component of plasma membrane,lysophospholipase activity,metal ion binding,nucleic acid binding,nucleic acid phosphodiester bond hydrolysis,nucleotide diphosphatase activity,phosphate-containing compound metabolic process,phosphatidylcholine catabolic process,phosphodiesterase I activity,phospholipid catabolic process,plasma membrane,polysaccharide binding,positive regulation of epithelial cell migration,positive regulation of lamellipodium morphogenesis,positive regulation of peptidyl-tyrosine phosphorylation,receptor-mediated endocytosis,regulation of angiogenesis,regulation of cell migration,scavenger receptor activity,transcription factor binding,zinc ion bindingDigestive System Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Head and Neck Neoplasms;Hepatitis;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Neoplasm Metastasis;Neoplasms;Neoplasms by Site;Neoplastic Processes;Thyroid Diseases;Thyroid NeoplasmsC=0, T=39 C=0.0, T=1.0 0.00001 623.979 39 C=0/0, T=16/23

chr19:34959979 G/G A G SNV UBA2 UBA2:exonic:NM_005499.2 1 100 17 synonymous NM_005499.2c.1776A>G p.(=) -0.83 SUMO-activating enzyme subunit 2 C-terminus,ThiF family,Ubiquitin/SUMO-activating enzyme ubiquitin-like domainrs7259160 0.1228 YES 8.252E-1 (pos.34959979) Ubiquitin-like modifier-activating enzyme 2ATP binding,SUMO activating enzyme activity,SUMO activating enzyme complex,SUMO binding,acid-amino acid ligase activity,cytoplasm,enzyme activator activity,magnesium ion binding,nucleoplasm,positive regulation of catalytic activity,protein binding,protein heterodimerization activity,protein sumoylation,small protein activating enzyme binding,transcription factor binding,ubiquitin-like modifier activating enzyme activity,ubiquitin-like protein conjugating enzyme bindingA=0, G=113 A=0.0, G=1.0 0.00001 1795.11 113 A=0/0, G=38/75

chr8:121534786 A/G A G SNV MTBP MTBP:intronic:NM_022045.4 1 50 intronic NM_022045.4c.2611-108A>Gp.? 0.33 MDM2-bindingrs4285526 YES Mouse double minute 2 homolog, binding protein ofcell cycle arrest,chromatin,kinetochore,negative regulation of cell proliferation,negative regulation of mitotic nuclear division,protein localization to kinetochore,traversing start control point of mitotic cell cycleA=10, G=10 A=0.5, G=0.5 0.00001 82.8861 20 A=4/6, G=2/8

chr9:34241742 TG/T TG T INDEL UBAP1 UBAP1:exonic:NM_001171201.1 1 45.83 3 frameshiftDeletion NM_001171201.1c.914delG p.Gly305fs 6.91, 2.61 Ubiquitin-associated protein 1ESCRT I complex,Golgi apparatus,cytoplasm,cytosol,endosomal transport,endosome membrane,host cell,intracellular transport of virus,plasma membrane,protein binding,protein transport,ubiquitin binding,ubiquitin-dependent protein catabolic process via the multivesicular body sorting pathway,viral life cycleTG=13, T=11TG=0.5417, T=0.4583 0.00005 42.8127 24 TG=4/9, T=2/9

chr15:65398658 A/AC A AC INDEL UBAP1L UBAP1L:utr_5:NM_001163692.1 1 47.62 1 utr_5 NM_001163692.1c.-105T>GT p.? 0.48 rs201198440,rs397723277,rs5813338YES ESCRT I complex,ubiquitin binding,ubiquitin-dependent protein catabolic process via the multivesicular body sorting pathwayA=11, AC=10A=0.5238, AC=0.4762 0.00001 63.223 21 A=6/5, AC=6/4

chr8:124140806 ATAA/ATAA A ATAA INDEL TBC1D31 TBC1D31:intronic:NM_145647.3 3 100 intronic NM_145647.3c.2117+53A>ATAAp.? 1.12 Rab-GTPase-TBC domainrs943079206 centrosome A=0, ATAA=23A=0.0, ATAA=1.0 0.00001 316.747 23 A=0/0, ATAA=10/13

chr9:33941759 T/C T C SNV UBAP2 UBAP2:exonic:NM_018449.3 1 97.5 16 missense NM_018449.3c.1817A>G p.Asn606Ser 2.12 1 46 0.02 0.14(COSM150593),0.14(COSM3763896)Ubiquitin-associated protein 2rs307658 0.3827 YES 1.708E-1 (pos.33941759) adenocarcinoma,ductal_carcinomaRNA binding,cadherin binding,cytoplasm,nucleus,positive regulation of gene expressionT=1, C=39 T=0.025, C=0.975 0.00001 611.635 40 T=1/0, C=12/27

chr12:125397750 G/G A G SNV UBC UBC:exonic:NM_021009.6 1 100 2 missense NM_021009.6c.568T>C p.Ser190Pro 3.18 1 74 0 0.03(COSM4591876)Ubiquitin family,Ubiquitin-2 like Rad60 SUMO-like,Ubiquitin-like domainrs7137123 YES 1.0 (pos.125397750) squamous_cell_carcinomaUbiquitin C DNA damage response, detection of DNA damage,DNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,ERBB2 signaling pathway,Fc-epsilon receptor signaling pathway,G2/M transition of mitotic cell cycle,I-kappaB kinase/NF-kappaB signaling,JNK cascade,MAPK cascade,MyD88-dependent toll-like receptor signaling pathway,MyD88-independent toll-like receptor signaling pathway,NIK/NF-kappaB signaling,Notch signaling pathway,RNA binding,SCF-dependent proteasomal ubiquitin-dependent protein catabolic process,T cell receptor signaling pathway,TRIF-dependent toll-like receptor signaling pathway,Wnt signaling pathway,Wnt signaling pathway, planar cell polarity pathway,activation of MAPK activity,anaphase-promoting complex-dependent catabolic process,cellular iron ion homeostasis,cellular protein metabolic process,cytosol,endocytic vesicle membrane,endoplasmic reticulum mannose trimming,endoplasmic reticulum membrane,endoplasmic reticulum quality control compartment,endosomal transport,eN-Formylmethionine A=0, G=36 A=0.0, G=1.0 0.00001 563.731 36 A=0/0, G=21/15

chr8:124206394 G/G C G SNV FAM83A FAM83A:intronic:NM_032899.6 1 100 intronic NM_032899.6c.773+6C>Gp.? -0.43 0.14(COSM3982380),0.14(COSM3982381),0.14(COSM3982382)Protein of unknown function (DUF1669)rs7813460 0.2058 YES 2.379E-1 (pos.124206394)acute_myeloid_leukaemia cell proliferation,cytoplasm,epidermal growth factor receptor signaling pathway,phosphatidylinositol 3-kinase regulatory subunit binding,protein binding,protein kinase bindingC=0, G=31 C=0.0, G=1.0 0.00001 465.793 31 C=0/0, G=12/19

chr8:124381525 T/T C T SNV ATAD2 ATAD2:intronic:NM_014109.3 1 100 intronic NM_014109.3c.932-110G>Ap.? 0.01 AAA domain (Cdc48 subfamily),ATPase family associated with various cellular activities (AAA),Bromodomainrs3857956 YES ATPase family, AAA domain-containing, member 2ATP binding,ATPase activity,chromatin binding,chromatin organization,extracellular exosome,histone binding,negative regulation of chromatin silencing,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein binding,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription, DNA-templatedAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=32 C=0.0, T=1.0 0.00001 485.138 32 C=0/0, T=8/24

chr16:1374818 G/G A G SNV UBE2I UBE2I:utr_3:NM_194260.2 1 100 7 utr_3 NM_194260.2c.501A>G p.? 0.47 Ubiquitin-conjugating enzymers770412443,rs8063 0.2769 YES 9.456E-1;1.158E-4 (pos.1374818) Ubiquitin-conjugating enzyme E2I (homologous to yeast UBC9)ATP binding,HLH domain binding,PML body,RING-like zinc finger domain binding,RNA binding,SUMO conjugating enzyme activity,SUMO transferase activity,bHLH transcription factor binding,cell cycle,cell division,cellular protein modification process,chromosome segregation,cytoplasm,cytosol,dendrite,enzyme binding,fibrillar center,global genome nucleotide-excision repair,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear envelope,nucleoplasm,nucleus,positive regulation of DNA binding transcription factor activity,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of SUMO transferase activity,positive regulation of intracellular steroid hormone receptor signaling pathway,proteasome-mediated ubiquitin-dependent protein catabolic process,protein C-terminus binding,protein binding,protein sumoylation,protein ubiquitination,regulation of receptor activity,small protein activating enzyme binding,sumoylated E2 ligase Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, ExperimentalA=0, G=27 A=0.0, G=1.0 0.00001 389.849 27 A=0/0, G=12/15

chr6:90039670 C/C G C SNV UBE2J1 UBE2J1:exonic:NM_016021.2 1 100 8 missense NM_016021.2c.685C>G p.Leu229Val -0.94 0.44 32 0 Ubiquitin-conjugating enzymers10502 0.378 YES 6.987E-1 (pos.90039670) Ubiquitin-conjugating enzyme E2J 1ATP binding,cytoplasm,endoplasmic reticulum membrane,integral component of membrane,negative regulation of retrograde protein transport, ER to cytosol,protein N-linked glycosylation via asparagine,protein ubiquitination,regulation of tumor necrosis factor biosynthetic process,spermatid development,ubiquitin conjugating enzyme activity,ubiquitin protein ligase activity,ubiquitin protein ligase binding,ubiquitin-dependent ERAD pathwayG=0, C=22 G=0.0, C=1.0 0.00001 298.892 22 G=0/0, C=13/9

chr17:47000251 T/T C T SNV UBE2Z UBE2Z:exonic:NM_023079.4 1 100 6 synonymous NM_023079.4c.846C>T p.(=) -0.09 0.3(COSM5437806),0.3(COSM5437807)Ubiquitin-conjugating enzymers1058018 0.4245 YES 7.471E-1 (pos.47000251) adenocarcinoma,squamous_cell_carcinomaUbiquitin-conjugating enzyme E2ZATP binding,apoptotic process,cytoplasm,cytosol,nucleoplasm,nucleus,positive regulation of apoptotic process,protein binding,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,ubiquitin conjugating enzyme activity,ubiquitin protein ligase activity,ubiquitin protein ligase bindingCardiovascular Diseases;Coronary Disease;Heart Diseases;Myocardial Ischemia;Vascular DiseasesC=0, T=36 C=0.0, T=1.0 0.00001 563.744 36 C=0/0, T=17/19

chr8:124665211 T/T C T SNV KLHL38 KLHL38:upstream:NM_001081675.2 1 100 intronic NM_001081675.2c.-45G>A p.? -0.31 rs7387855 0.1529 YES 7.02E-1;0.0 (pos.124665211) Cul3-RING ubiquitin ligase complex,protein binding,protein ubiquitination,ubiquitin-protein transferase activityC=0, T=40 C=0.0, T=1.0 0.00001 644.286 40 C=0/0, T=10/30

chr20:3102855 C/T C T SNV

UBOX5,UBO

X5-AS1 UBOX5:exonic:NM_014948.3, UBOX5-AS1:intronic_nc:NR_038395.1 1
45.83

3 missense NR_038395.1, NM_014948.3c.430G>A p.Ala144Thr 3.13 0.06 58 0.045 RING-type zinc-finger,U-box domainrs146513940 0.001 0.0 (pos.3102855) focal adhesion,metal ion binding,nuclear body,nucleoplasm,nucleus,protein binding,protein polyubiquitination,ubiquitin protein ligase binding,ubiquitin-ubiquitin ligase activityC=13, T=11 C=0.5417, T=0.4583 0.00001 93.4392 24 C=5/8, T=7/4

chr11:5536537 C/C A C SNV UBQLNL UBQLNL:exonic:NM_145053.4 1 100 1 missense NM_145053.4c.1135T>G p.Trp379Gly 0.09 184 Ubiquitin familyrs393044 0.0014 1.0 (pos.5536537) A=0, C=23 A=0.0, C=1.0 0.00001 320.842 23 A=0/0, C=10/13

chr8:124786259 A/G A G SNV FAM91A1 FAM91A1:intronic:NM_144963.3 1 45.83 intronic NM_144963.3c.73-61A>Gp.? -0.76 FAM91 C-terminus,FAM91 N-terminus A=13, G=11 A=0.5417, G=0.4583 0.00001 63.0912 24 A=7/6, G=7/4

chr11:5536848 A/A G A SNV UBQLNL UBQLNL:exonic:NM_145053.4 1 100 1 missense NM_145053.4c.824C>T p.Ala275Val 0.59 64 0.05(COSM147120)Ubiquitin familyrs2017433 0.2879 YES 3.738E-1 (pos.5536848) acute_myeloid_leukaemia,adenocarcinoma G=0, A=32 G=0.0, A=1.0 0.00001 485.141 32 G=0/0, A=16/16

chr6:42559926 G/A G A SNV UBR2 UBR2:exonic:NM_015255.2 1 51.85 3 missense NM_015255.2c.376G>A p.Glu126Lys 1.72 0.02 56 0.001 0.8(COSM3762080),0.8(COSM3762081)ATP-dependent Clp protease adaptor protein ClpS,Putative zinc finger in N-recognin (UBR box)rs62414610 0.0326 YES 2.314E-4;0.0 (pos.42559926)adenocarcinomaUbiquitin-protein ligase E3 component N-recognin 2cellular response to leucine,chromatin,chromatin silencing,cytoplasm,cytosol,histone H2A ubiquitination,leucine binding,male meiosis I,male meiotic nuclear division,negative regulation of TOR signaling,negative regulation of transposition,nucleus,protein binding,protein polyubiquitination,reciprocal meiotic recombination,spermatogenesis,ubiquitin ligase complex,ubiquitin protein ligase activity,ubiquitin-dependent protein catabolic process via the N-end rule pathway,ubiquitin-protein transferase activity,zinc ion bindingG=52, A=56 G=0.4815, A=0.5185 0.00001 583.1 108 G=28/24, A=32/24

chr8:12592956 A/A C A SNV LONRF1 LONRF1:intronic:NM_152271.4 1 100 intronic NM_152271.4c.1452-47G>Tp.? -1.7 ATP-dependent protease La (LON) substrate-binding domain,RING-type zinc-finger,Tetratricopeptide repeat,Zinc finger, C3HC4 type (RING finger)rs13251315 0.0503 YES 9.514E-1 (pos.12592956) cytosol,intracellular,metal ion binding,positive regulation of proteasomal ubiquitin-dependent protein catabolic process,protein binding,protein polyubiquitination,ubiquitin conjugating enzyme binding,ubiquitin protein ligase activity,ubiquitin-protein transferase activityC=0, A=30 C=0.0, A=1.0 0.00001 446.625 30 C=0/0, A=14/16

chr8:126056215 GC/GC G GC INDEL WASHC5 WASHC5:intronic:NM_014846.3 1 100 intronic NM_014846.3c.2770+19C>GCp.? 0.24 Hereditary spastic paraplegia protein strumpellinrs11370883 0 1.0 (pos.126056215) WASH complex,cytosol,early endosome,endoplasmic reticulum,endosomal transport,oocyte maturation,polar body extrusion after meiotic divisions,protein binding,protein transport,spindle assembly involved in meiosisG=0, GC=134G=0.0, GC=1.0 0.00001 2208.62 134 G=0/0, GC=58/76

chr1:19411129 G/G A G SNV UBR4 UBR4:exonic:NM_020765.2 1 100 102 synonymous NM_020765.2c.14877T>Cp.(=) -0.64 0.1(COSM3750713),0.1(COSM3750714),0.1(COSM4783669),0.1(COSM5827644)E3 ubiquitin-protein ligase UBR4,Putative zinc finger in N-recognin (UBR box)rs1043905 0.3978 YES 8.122E-1;0.0 (pos.19411129)adenocarcinomaUbiquitin protein ligase E3 component n-recognin 4calmodulin binding,centrosome,cytosol,ficolin-1-rich granule membrane,integral component of membrane,membrane,neutrophil degranulation,nucleoplasm,plasma membrane,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,specific granule membrane,tertiary granule membrane,ubiquitin-protein transferase activity,viral process,zinc ion bindingHspE7,PCL-016 A=0, G=37 A=0.0, G=1.0 0.00001 583.706 37 A=0/0, G=19/18

chr1:19413261 A/A T A SNV UBR4 UBR4:exonic:NM_020765.2 1 100 100 missense NM_020765.2c.14599A>Tp.Met4867Leu 2.62 15 0 0.75(COSM3750715),0.75(COSM3750716),0.75(COSM4783674),0.75(COSM5827646)E3 ubiquitin-protein ligase UBR4,Putative zinc finger in N-recognin (UBR box)rs12584 0.4342 YES 7.618E-1;0.0 (pos.19413261)adenocarcinoma,neoplasmUbiquitin protein ligase E3 component n-recognin 4calmodulin binding,centrosome,cytosol,ficolin-1-rich granule membrane,integral component of membrane,membrane,neutrophil degranulation,nucleoplasm,plasma membrane,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,specific granule membrane,tertiary granule membrane,ubiquitin-protein transferase activity,viral process,zinc ion bindingHspE7,PCL-016 T=0, A=69 T=0.0, A=1.0 0.00001 1072.78 69 T=0/0, A=35/34

chr8:12990518 A/A T A SNV DLC1 DLC1:intronic:NM_182643.2 1 100 intronic NM_182643.2c.1349-17352A>Tp.? -0.11 RhoGAP domain,SAM domain (Sterile alpha motif),START domainrs13275331 0.2876 YES 4.226E-1 (pos.12990518) Deleted in liver cancer 1,Deleted in lung and esophageal cancer 1,Dynein, light chain, LC8-type 1GTPase activator activity,SH2 domain binding,actin cytoskeleton organization,activation of cysteine-type endopeptidase activity involved in apoptotic process,apoptotic process,caveola,cortical actin cytoskeleton,cytoplasm,cytosol,focal adhesion,focal adhesion assembly,forebrain development,heart morphogenesis,hindbrain morphogenesis,lipid binding,negative regulation of Rho protein signal transduction,negative regulation of cell migration,negative regulation of cell proliferation,negative regulation of focal adhesion assembly,negative regulation of stress fiber assembly,neural tube closure,nucleus,positive regulation of GTPase activity,positive regulation of execution phase of apoptosis,positive regulation of protein dephosphorylation,protein binding,regulation of actin cytoskeleton organization,regulation of cell shape,regulation of small GTPase mediated signal transduction,ruffle membrane,signal transductionAdnexal Diseases;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Neoplasms;Neoplasms by Site;Ovarian Diseases;Ovarian Neoplasms;Stomach Diseases;Stomach Neoplasms;Urogenital NeoplasmsT=0, A=51 T=0.0, A=1.0 0.00001 754.584 51 T=0/0, A=15/36

chr8:130764791 A/G A G SNV GSDMC GSDMC:intronic:NM_031415.2 1 45.83 intronic NM_031415.2c.844+153T>Cp.? 0.08 Gasdermin familyrs4285452 YES Gasdermin Cbiological_process,cytoplasm,cytosol,microtubule organizing center,mitochondrion,molecular_function,plasma membrane,programmed cell deathA=26, G=22 A=0.5417, G=0.4583 0.00001 240.508 48 A=17/9, G=9/13

chr1:19433449 G/G A G SNV UBR4 UBR4:exonic:NM_020765.2 1 100 82 synonymous NM_020765.2c.12117T>Cp.(=) -2.56 0.08(COSM3750719),0.08(COSM3750720),0.08(COSM4783664),0.08(COSM5827655)E3 ubiquitin-protein ligase UBR4,Putative zinc finger in N-recognin (UBR box)rs6426677 0.3974 YES 8.107E-1 (pos.19433449) acute_myeloid_leukaemia,adenocarcinomaUbiquitin protein ligase E3 component n-recognin 4calmodulin binding,centrosome,cytosol,ficolin-1-rich granule membrane,integral component of membrane,membrane,neutrophil degranulation,nucleoplasm,plasma membrane,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,specific granule membrane,tertiary granule membrane,ubiquitin-protein transferase activity,viral process,zinc ion bindingHspE7,PCL-016 A=0, G=36 A=0.0, G=1.0 0.00001 563.715 36 A=0/0, G=15/21

chr1:19447843 G/G C G SNV UBR4 UBR4:exonic:NM_020765.2 1 100 68 synonymous NM_020765.2c.9981G>C p.(=) 0.35 0.92(COSM1337405),0.92(COSM3750721),0.92(COSM4783706),0.92(COSM5827658)E3 ubiquitin-protein ligase UBR4,Putative zinc finger in N-recognin (UBR box)rs1044010 0.4342 YES 7.611E-1 (pos.19447843) adenocarcinomaUbiquitin protein ligase E3 component n-recognin 4calmodulin binding,centrosome,cytosol,ficolin-1-rich granule membrane,integral component of membrane,membrane,neutrophil degranulation,nucleoplasm,plasma membrane,protein binding,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,specific granule membrane,tertiary granule membrane,ubiquitin-protein transferase activity,viral process,zinc ion bindingHspE7,PCL-016 C=0, G=35 C=0.0, G=1.0 0.00001 543.903 35 C=0/0, G=9/26

chr8:132996359 T/T C T SNV EFR3A EFR3A:intronic:NM_015137.5 1 100 intronic NM_015137.5c.1576-27C>Tp.? 0.05 rs11783016 0.1557 YES 3.025E-2 (pos.132996359) EFR3, S. cerevisiae, homolog of, Acytosol,extracellular exosome,phosphatidylinositol phosphorylation,plasma membrane,protein localization to plasma membraneAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=20 C=0.0, T=1.0 0.00001 263.786 20 C=0/0, T=11/9

chr8:133008823 A/A G A SNV EFR3A EFR3A:intronic:NM_015137.5 1 100 intronic NM_015137.5c.2157+79G>Ap.? 0.22 rs2270873 YES EFR3, S. cerevisiae, homolog of, Acytosol,extracellular exosome,phosphatidylinositol phosphorylation,plasma membrane,protein localization to plasma membraneAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesG=0, A=29 G=0.0, A=1.0 0.00001 427.563 29 G=0/0, A=16/13

chr8:133046926 A/AC A AC INDEL OC90 OC90:intronic:NM_001080399.2 1 100 intronic NM_001080399.2c.733+102T>GTp.? 0.51 Phospholipase A2 Otoconin 90 (phospholipase A2-like)arachidonic acid secretion,biological_process,calcium ion binding,cellular_component,extracellular region,lipid catabolic process,molecular_function,phospholipase A2 activity,phospholipid metabolic processEar Diseases;Labyrinth Diseases;Otorhinolaryngologic Diseases;Vestibular DiseasesA=0, AC=27 A=0.0, AC=1.0 0.00001 222.966 27 A=0/0, AC=4/23

chr8:133046977 G/G A G SNV OC90 OC90:intronic:NM_001080399.2 1 100 intronic NM_001080399.2c.733+51T>Cp.? -0.31 Phospholipase A2rs7834841 0.2824 YES Otoconin 90 (phospholipase A2-like)arachidonic acid secretion,biological_process,calcium ion binding,cellular_component,extracellular region,lipid catabolic process,molecular_function,phospholipase A2 activity,phospholipid metabolic processEar Diseases;Labyrinth Diseases;Otorhinolaryngologic Diseases;Vestibular DiseasesA=0, G=37 A=0.0, G=1.0 0.00001 583.706 37 A=0/0, G=13/24

chr8:133049810 G/G A G SNV OC90 OC90:intronic:NM_001080399.2 1 100 intronic NM_001080399.2c.629-75T>Cp.? 1.8 Phospholipase A2rs6992506 0.2841 YES Otoconin 90 (phospholipase A2-like)arachidonic acid secretion,biological_process,calcium ion binding,cellular_component,extracellular region,lipid catabolic process,molecular_function,phospholipase A2 activity,phospholipid metabolic processEar Diseases;Labyrinth Diseases;Otorhinolaryngologic Diseases;Vestibular DiseasesA=0, G=45 A=0.0, G=1.0 0.00001 747.393 45 A=0/0, G=6/39

chr17:42287519 T/T C T SNV UBTF UBTF:exonic:NM_014233.3 1 100 15 synonymous NM_014233.3c.1599G>A p.(=) 0.74 0.8(COSM3755576)HMG (high mobility group) box,HMG (high mobility group) box 5,HMG-box domainrs2071167 0.2528 YES 7.153E-1 (pos.42287519) adenocarcinomaUpstream binding transcription factor, RNA polymerase IDNA binding,RNA binding,RNA polymerase I CORE element sequence-specific DNA binding,RNA polymerase I upstream control element sequence-specific DNA binding,chromatin binding,fibrillar center,nucleolus,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase I promoter,protein binding,regulation of glucose mediated signaling pathway,regulation of transcription from RNA polymerase I promoter,scaffold protein binding,termination of RNA polymerase I transcription,transcription elongation from RNA polymerase I promoter,transcription from RNA polymerase I promoter,transcription initiation from RNA polymerase I promoterC=0, T=60 C=0.0, T=1.0 0.00001 903.425 60 C=0/0, T=26/34

chr1:26610891 C/C A C SNV UBXN11 UBXN11:exonic:NM_183008.2 1 100 12 missense NM_183008.2c.935T>G p.Leu312Arg -0.44 1 102 0 0(COSM3997450)SEP domain,UBX domainrs4332350 0.0627 YES 4.478E-1;0.0 (pos.26610891)acute_myeloid_leukaemia,carcinoma,neoplasmUBX domain protein 11cytoplasm,cytoskeleton,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,ubiquitin bindingA=0, C=45 A=0.0, C=1.0 0.00001 747.39 45 A=0/0, C=17/28

chr1:26609259 C/T C T SNV UBXN11 UBXN11:exonic:NM_183008.2 1 50 15 synonymous NM_183008.2c.1173G>A p.(=) -2.87 0.02(COSM4143717)SEP domain,UBX domainrs7522905 0.3388 YES 2.9E-1 (pos.26609259) carcinoma,neoplasmUBX domain protein 11cytoplasm,cytoskeleton,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,ubiquitin bindingC=22, T=22 C=0.5, T=0.5 0.00001 243.598 44 C=16/6, T=18/4

chr19:4454083 T/T C T SNV UBXN6 UBXN6:exonic:NM_025241.2 1 100 2 missense NM_025241.2c.91G>A p.Ala31Thr 0.55 0.34 58 0.001 PUB domain,UBX domainrs1127888 0.2709 YES 5.419E-2 (pos.4454083) UBX domain protein 6ERAD pathway,cytoplasm,cytosol,early endosome membrane,endosome to lysosome transport via multivesicular body sorting pathway,extracellular exosome,extrinsic component of membrane,late endosome membrane,lysosomal membrane,macroautophagy,microtubule organizing center,nucleus,protein binding,protein complexC=0, T=22 C=0.0, T=1.0 0.00001 298.729 22 C=0/0, T=6/16

chr8:133107893 G/G A G SNV HHLA1 HHLA1:intronic:NM_001145095.1 1 100 intronic NM_001145095.1c.365-44T>Cp.? -0.09 rs10956634 0.0484 YES 6.624E-1 (pos.133107893) Human endogenous retrovirus-H long terminal repeat-associating 1extracellular region A=0, G=25 A=0.0, G=1.0 0.00001 357.408 25 A=0/0, G=10/15

chr19:4454002 C/T C T SNV UBXN6 UBXN6:exonic:NM_025241.2 1 57.14 2 missense NM_025241.2c.172G>A p.Ala58Thr 6.86 0 58 0.978 PUB domain,UBX domain UBX domain protein 6ERAD pathway,cytoplasm,cytosol,early endosome membrane,endosome to lysosome transport via multivesicular body sorting pathway,extracellular exosome,extrinsic component of membrane,late endosome membrane,lysosomal membrane,macroautophagy,microtubule organizing center,nucleus,protein binding,protein complexC=12, T=16 C=0.4286, T=0.5714 0.00001 161.804 28 C=6/6, T=5/11

chr8:133769560 A/A AGA A INDEL TMEM71 TMEM71:intronic:NM_144649.2 2 100 intronic NM_144649.2c.41-20TCT>Tp.? 0.92, 0.04, 3.65 TMEM71 protein family integral component of membrane,mitochondrion AGA=0, A=57AGA=0.0, A=1.0 0.00001 849.615 57 AGA=0/0, A=25/32

chr9:134401335 T/T C T SNV UCK1 UCK1:exonic:NM_001261451.2 1 100 6 synonymous NM_001261451.2c.648G>A p.(=) -1.78 0.06(COSM1674912),0.06(COSM1674913)Phosphoribulokinase / Uridine kinase familyrs2296957 0.0507 YES 9.127E-1;0.0 (pos.134401335)bronchioloalveolar_adenocarcinoma,hairy_cell_leukaemia,squamous_cell_carcinomaUridine/cytidine kinase 1ATP binding,CTP salvage,UMP salvage,cytosol,nucleoside kinase activity,nucleotide biosynthetic process,phosphorylation,pyrimidine nucleobase metabolic process,pyrimidine nucleoside salvage,uridine kinase activityC=0, T=27 C=0.0, T=1.0 0.00001 389.982 27 C=0/0, T=14/13

chr10:13275553 G/G T G SNV UCMA UCMA:exonic:NM_145314.2 1 100 3 synonymous NM_145314.2c.205A>C p.(=) 1.04 Unique cartilage matrix associated proteinrs3829925 0.0886 YES 8.193E-1;2.314E-4 (pos.13275553) aggresome,extracellular space,negative regulation of osteoblast differentiation,perinuclear region of cytoplasm,proteinaceous extracellular matrix,regulation of osteoblast differentiationT=0, G=27 T=0.0, G=1.0 0.00001 389.957 27 T=0/0, G=13/14

chr11:73715542 G/A G A SNV UCP3 UCP3:exonic:NM_003356.3 1 56 5 synonymous NM_003356.3c.630C>T p.(=) -1.16 0.04(COSM6353990)Mitochondrial carrier proteinrs2075577 0.4519 YES 4.16E-1 (pos.73715542) carcinoma Uncoupling protein-3adaptive thermogenesis,aging,cellular response to hormone stimulus,fatty acid metabolic process,integral component of membrane,lipid metabolic process,mitochondrial inner membrane,mitochondrial membrane,mitochondrial transmembrane transport,mitochondrial transport,mitochondrion,oxidative phosphorylation uncoupler activity,protein binding,proton transport,respiratory gaseous exchange,response to activity,response to cold,response to glucocorticoid,response to hypoxia,response to insulin,response to nutrient,response to superoxide,transporter activityCardiovascular Diseases;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Heart Diseases;Male Urogenital Diseases;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Obesity, Morbid;Overnutrition;Prostatic Diseases;Prostatic Neoplasms;Thyroid Diseases;Urogenital Neoplasms;Vascular DiseasesG=33, A=42 G=0.44, A=0.56 0.00001 460.827 75 G=9/24, A=16/26

chr2:234627937 C/C T C SNV

UGT1A10,U

GT1A4,UGT

1A5,UGT1A

6,UGT1A7,U

GT1A8,UGT

1A9 UGT1A10:intronic:NM_019075.2, UGT1A5:intronic:NM_019078.1, UGT1A4:exonic:NM_007120.2, UGT1A9:intronic:NM_021027.2, UGT1A8:intronic:NM_019076.4, UGT1A7:intronic:NM_019077.2, UGT1A6:intronic:NM_205862.11

100

1 synonymous NM_019076.4, NM_019075.2, NM_021027.2, NM_019077.2, NM_205862.1, NM_019078.1, NM_007120.2c.856-47743T>C, c.856-47743T>C, c.855+46502T>C, c.855+36499T>C, c.60+25426T>C, c.867+5433T>C, c.471T>Cp.?, p.?, p.?, p.?, p.?, p.?, p.(=) -0.55 Glycosyltransferase family 28 C-terminal domain,UDP-glucoronosyl and UDP-glucosyl transferasers2011404 0.1656 YES 9.88E-1;0.0 (pos.234627937) UDP-glycosyltransferase 1 family, polypeptide A10,UDP-glycosyltransferase 1 family, polypeptide A4,UDP-glycosyltransferase 1 family, polypeptide A5,UDP-glycosyltransferase 1 family, polypeptide A6,UDP-glycosyltransferase 1 family, polypeptide A7,UDP-glycosyltransferase 1 family, polypeptide A8,UDP-glycosyltransferase 1 family, polypeptide A9bilirubin conjugation,cellular glucuronidation,coumarin metabolic process,drug binding,drug metabolic process,endoplasmic reticulum,endoplasmic reticulum membrane,enzyme binding,enzyme inhibitor activity,excretion,extracellular exosome,fatty acid binding,fatty acid metabolic process,flavone metabolic process,flavonoid glucuronidation,glucuronosyltransferase activity,heme catabolic process,integral component of membrane,intracellular membrane-bounded organelle,metabolic process,negative regulation of catalytic activity,negative regulation of cellular glucuronidation,negative regulation of fatty acid metabolic process,negative regulation of glucuronosyltransferase activity,negative regulation of steroid metabolic process,protein heterodimerization activity,protein homodimerization activity,protein kinase C binding,regulation of lipid metabolic process,retinoic acid binding,retinoic acid metabolic process,steroid binding,steroid metabolic process,transferase activity, transferring hexosyl groups,xenobiotic glucuAcute Kidney Injury;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Crigler-Najjar Syndrome;Dermatitis;Dermatitis, Contact;Digestive System Diseases;Drug-Induced Liver Injury;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hyperbilirubinemia, Hereditary;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Renal Insufficiency;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsAcetaminophen,Ambrisentan,Asenapine,Buprenorphine,Canagliflozin,Clozapine,Dabigatran etexilate,Dapagliflozin,Deferiprone,Diflunisal,Entacapone,Etodolac,Ezogabine,Flurbiprofen,Gavestinel,Haloperidol,Human Serum Albumin,Hydromorphone,Ibuprofen,Indomethacin,Irinotecan,Ketobemidone,Lamotrigine,Losartan,Lumiracoxib,Midazolam,Morphine,Mycophenolate mofetil,Mycophenolic acid,Nateglinide,Niflumic Acid,Oxazepam,Paricalcitol,Phenolphthalein,Propofol,Regorafenib,Sorafenib,Sulfamethoxazole,Tamoxifen,Tapentadol,Topiroxostat,Trifluoperazine,Troglitazone,Vadimezan,Valdecoxib,Valproic Acid,ZileutonT=0, C=56 T=0.0, C=1.0 0.00001 832.086 56 T=0/0, C=35/21

chr8:133960991 T/T C T SNV TG TG:intronic:NM_003235.4 1 100 intronic NM_003235.4c.5234-30C>Tp.? -2.33 Carboxylesterase family,Putative ephrin-receptor like,Thyroglobulin type-1 repeatrs2246624 0.2148 YES 8.066E-1;0.0 (pos.133960991) Thyroglobulinextracellular region,extracellular space,hormone activity,hormone biosynthetic process,iodide transport,regulation of myelination,regulation of receptor activity,signal transduction,thyroid gland development,thyroid hormone metabolic processAutoimmune Diseases;Bone Diseases;Bone Diseases, Developmental;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Dwarfism;Endocrine Disorder;Endocrine System Diseases;Exophthalmos;Eye Diseases;Genetic Diseases, Inborn;Goiter;Graves Disease;Hyperthyroidism;Hypopigmentation;Hypothyroidism;Immune System Diseases;Musculoskeletal Diseases;Orbital Diseases;Pigmentation Disorders;Primary Congenital Hypothyroidism;Recommended Newborn Screening Panels;Skin Diseases;Skin and Connective Tissue Diseases;Thyroid Diseases;Thyroiditis;Thyroiditis, Autoimmune;VitiligoC=0, T=53 C=0.0, T=1.0 0.00001 782.02 53 C=0/0, T=30/23

chr4:69795626 T/T C T SNV UGT2A3 UGT2A3:exonic:NM_024743.3 1 100 6 missense NM_024743.3c.1489G>A p.Ala497Thr -0.15 0.31 58 0.63 0.04(COSM5426239)Glycosyltransferase family 28 C-terminal domain,UDP-glucoronosyl and UDP-glucosyl transferasers13128286 0.1414 YES 6.792E-1 (pos.69795626) acute_myeloid_leukaemia,adenocarcinomaUridine diphosphate glucuronosyltransferase 2 family, member A3cellular glucuronidation,glucuronosyltransferase activity,integral component of membrane,intracellular membrane-bounded organelle,metabolic process,transferase activity, transferring hexosyl groupsC=0, T=20 C=0.0, T=1.0 0.00001 263.776 20 C=0/0, T=11/9

chr8:134225396 TC/TC T TC INDEL WISP1 WISP1:intronic:NM_003882.3 1 100 intronic NM_003882.3c.349+10T>TCp.? 0.81 Cystine-knot domain,Insulin-like growth factor binding protein,Thrombospondin type 1 domain,von Willebrand factor type C domainrs55733525 1.00E-04 1.0 (pos.134225396) Wnt-1 inducible signaling pathway protein 1Wnt signaling pathway,cell adhesion,cell-cell signaling,cytosol,extracellular space,heparin binding,insulin-like growth factor binding,integrin binding,negative regulation of cell death,proteinaceous extracellular matrix,regulation of cell growth,signal transductionT=0, TC=29 T=0.0, TC=1.0 0.00001 398.6 29 T=0/0, TC=17/12

chr4:69687987 A/A C A SNV UGT2B10 UGT2B10:splicesite_3:NM_001075.5 1 100 3 utr_3 NM_001075.5c.868-2C>A p.? 4.54 Glycosyltransferase family 28 C-terminal domain,UDP-glucoronosyl and UDP-glucosyl transferasers2942857 0.003 YES 9.127E-1 (pos.69687987) Uridine diphosphate glycosyltransferase 2 family, member B10endoplasmic reticulum membrane,glucuronosyltransferase activity,integral component of membrane,intracellular membrane-bounded organelle,lipid metabolic process,organelle membraneMelanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and MelanomasC=0, A=45 C=0.0, A=1.0 0.00001 747.393 45 C=0/0, A=19/26

chr8:135595944 T/C T C SNV ZFAT ZFAT:intronic:NM_020863.3 1 50 intronic NM_020863.3c.2887+131A>Gp.? -0.71 C2H2-type zinc-finger domain,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers7825462 YES DNA binding,cytosol,hematopoietic progenitor cell differentiation,metal ion binding,nucleic acid binding,nucleus,positive regulation of transcription from RNA polymerase II promoter,spongiotrophoblast layer development,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingAutoimmune Diseases;Cardiovascular Diseases;Endocrine System Diseases;Hypertension;Immune System Diseases;Thyroid Diseases;Thyroiditis;Thyroiditis, Autoimmune;Vascular DiseasesT=22, C=22 T=0.5, C=0.5 0.00001 243.629 44 T=15/7, C=13/9

chr8:135612595 G/G A G SNV

ZFAT,ZFAT-

AS1 ZFAT:intronic:NM_020863.3, ZFAT-AS1:exonic_nc:NR_002438.1 1
100

intronic NM_020863.3, NR_002438.1c.2475+84T>Cp.? -0.34 C2H2-type zinc-finger domain,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers894343 0.2923 YES 9.142E-1 (pos.135612595) DNA binding,cytosol,hematopoietic progenitor cell differentiation,metal ion binding,nucleic acid binding,nucleus,positive regulation of transcription from RNA polymerase II promoter,spongiotrophoblast layer development,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingAutoimmune Diseases;Cardiovascular Diseases;Endocrine System Diseases;Hypertension;Immune System Diseases;Thyroid Diseases;Thyroiditis;Thyroiditis, Autoimmune;Vascular DiseasesA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=7/17

chr8:136561153 G/G A G SNV KHDRBS3 KHDRBS3:intronic:NM_006558.2 1 100 intronic NM_006558.2c.471+10A>Gp.? -1.87 KH domain,Qua1 domain,Tyrosine-rich domain of Sam68rs11166602 0.3699 YES 7.945E-1;2.343E-3 (pos.136561153) KH domain-containing, RNA-binding, signal transduction-associated protein 3RNA binding,SH3 domain binding,identical protein binding,mRNA processing,nucleoplasm,nucleus,protein binding,protein domain specific binding,protein oligomerization,regulation of mRNA splicing, via spliceosome,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=25 A=0.0, G=1.0 0.00001 352.983 25 A=0/0, G=18/7

chr4:69513007 G/A G A SNV UGT2B15 UGT2B15:exonic:NM_001076.3 1 50 6 missense NM_001076.3c.1408C>T p.Arg470Cys 0.15 0.01 180 0.862 Glycosyltransferase family 28 C-terminal domain,UDP-glucoronosyl and UDP-glucosyl transferasers147164238 0.0066 0.0 (pos.69513007) UDP-glucuronyltransferase, family 2, beta-15cellular glucuronidation,endoplasmic reticulum membrane,glucuronosyltransferase activity,integral component of membrane,intracellular membrane-bounded organelle,metabolic process,organelle membrane,retinoic acid binding,steroid metabolic process,xenobiotic metabolic processGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsAcetaminophen,Dabigatran etexilate,Delafloxacin,Ezetimibe,Lorazepam,Morphine,Oxazepam,Troglitazone,Valproic AcidG=25, A=25 G=0.5, A=0.5 0.00001 288.801 50 G=14/11, A=10/15

chr8:139617046 C/C A C SNV COL22A1 COL22A1:intronic:NM_152888.2 1 100 intronic NM_152888.2c.4105-34T>Gp.? -0.74 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs12546923 0.2244 YES 6.633E-1;2.591E-4 (pos.139617046) Collagen, type XXII, alpha-1 polypeptidecollagen trimer,endoplasmic reticulum lumen,extracellular region,proteinaceous extracellular matrixBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsA=0, C=92 A=0.0, C=1.0 0.00001 1537.97 92 A=0/0, C=52/40

chr8:139620049 G/G T G SNV COL22A1 COL22A1:intronic:NM_152888.2 1 100 intronic NM_152888.2c.4032+130A>Cp.? 1.26 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs12681582 YES Collagen, type XXII, alpha-1 polypeptidecollagen trimer,endoplasmic reticulum lumen,extracellular region,proteinaceous extracellular matrixBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsT=0, G=81 T=0.0, G=1.0 0.00001 1309.48 81 T=0/0, G=36/45

chr8:139626176 G/G C G SNV COL22A1 COL22A1:intronic:NM_152888.2 1 100 intronic NM_152888.2c.3925-13G>Cp.? -0.66 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs7000261,rs748431398 0.0644 YES 0.0;0.0 (pos.139626172),7.948E-1;0.0 (pos.139626176)Collagen, type XXII, alpha-1 polypeptidecollagen trimer,endoplasmic reticulum lumen,extracellular region,proteinaceous extracellular matrixBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsC=0, G=54 C=0.0, G=1.0 0.00001 798.129 54 C=0/0, G=32/22

chr8:139767349 T/C T C SNV COL22A1 COL22A1:intronic:NM_152888.2 1 57.89 intronic NM_152888.2c.2031+51A>Gp.? 0.15 Collagen triple helix repeat (20 copies),von Willebrand factor type A domainrs2318338 0.1844 YES 9.796E-1;0.0 (pos.139767349) Collagen, type XXII, alpha-1 polypeptidecollagen trimer,endoplasmic reticulum lumen,extracellular region,proteinaceous extracellular matrixBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsT=16, C=22 T=0.4211, C=0.5789 0.00001 249.051 38 T=9/7, C=10/12

chr8:141549291 G/G A G SNV AGO2 AGO2:intronic:NM_012154.4 1 100 intronic NM_012154.4c.2169+128T>Cp.? -2.93 Argonaute linker 1 domain,Argonaute linker 2 domain,Mid domain of argonaute,N-terminal domain of argonaute,PAZ domain,Piwi domainrs2977469 YES Argonaute 2, RISC catalytic componentP-body,RISC complex,RISC-loading complex,RNA 7-methylguanosine cap binding,RNA binding,RNA phosphodiester bond hydrolysis, endonucleolytic,RNA polymerase II core binding,RNA secondary structure unwinding,Wnt signaling pathway, calcium modulating pathway,cell junction,core promoter binding,cytoplasm,cytosol,dendrite,double-stranded RNA binding,endoribonuclease activity,endoribonuclease activity, cleaving miRNA-paired mRNA,endoribonuclease activity, cleaving siRNA-paired mRNA,extracellular exosome,gene silencing by RNA,intracellular ribonucleoprotein complex,mRNA cap binding,mRNA cap binding complex,mRNA cleavage involved in gene silencing by miRNA,mRNA cleavage involved in gene silencing by siRNA,membrane,metal ion binding,miRNA binding,miRNA loading onto RISC involved in gene silencing by miRNA,miRNA mediated inhibition of translation,miRNA metabolic process,micro-ribonucleoprotein complex,negative regulation of translational initiation,nucleoplasm,nucleus,polysome,positive regulation of miRNA mediated inhibiCocaine-Related Disorders;Leukemia;Leukemia, Myeloid;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Substance-Related DisordersA=0, G=38 A=0.0, G=1.0 0.00001 603.772 38 A=0/0, G=17/21

chr8:141549346 C/C CT C INDEL AGO2 AGO2:intronic:NM_012154.4 1 100 intronic NM_012154.4c.2169+73AG>Gp.? -2.1, -1.03 Argonaute linker 1 domain,Argonaute linker 2 domain,Mid domain of argonaute,N-terminal domain of argonaute,PAZ domain,Piwi domainrs35387146 YES Argonaute 2, RISC catalytic componentP-body,RISC complex,RISC-loading complex,RNA 7-methylguanosine cap binding,RNA binding,RNA phosphodiester bond hydrolysis, endonucleolytic,RNA polymerase II core binding,RNA secondary structure unwinding,Wnt signaling pathway, calcium modulating pathway,cell junction,core promoter binding,cytoplasm,cytosol,dendrite,double-stranded RNA binding,endoribonuclease activity,endoribonuclease activity, cleaving miRNA-paired mRNA,endoribonuclease activity, cleaving siRNA-paired mRNA,extracellular exosome,gene silencing by RNA,intracellular ribonucleoprotein complex,mRNA cap binding,mRNA cap binding complex,mRNA cleavage involved in gene silencing by miRNA,mRNA cleavage involved in gene silencing by siRNA,membrane,metal ion binding,miRNA binding,miRNA loading onto RISC involved in gene silencing by miRNA,miRNA mediated inhibition of translation,miRNA metabolic process,micro-ribonucleoprotein complex,negative regulation of translational initiation,nucleoplasm,nucleus,polysome,positive regulation of miRNA mediated inhibiCocaine-Related Disorders;Leukemia;Leukemia, Myeloid;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Substance-Related DisordersCT=0, C=41 CT=0.0, C=1.0 0.00001 642.557 41 CT=0/0, C=18/23

chr8:141679817 C/C T C SNV PTK2 PTK2:intronic:NM_005607.4 1 100 intronic NM_005607.4c.2776-1294A>Gp.? 0.18 0.25(COSM5497937)FERM central domain,Focal adhesion targeting region,Protein kinase domain,Protein tyrosine kinasers10283368 YES 3.646E-1 (pos.141679817)carcinoma PTK2 protein tyrosine kinaseAdenocarcinoma;Arthritis;Arthritis, Rheumatoid;Astrocytoma;Autoimmune Diseases;Carcinoma;Carcinoma, Hepatocellular;Carcinoma, Squamous Cell;Cardiomegaly;Cardiovascular Diseases;Connective Tissue Diseases;Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glioblastoma;Glioma;Heart Diseases;Immune System Diseases;Joint Diseases;Kidney Diseases;Liver Diseases;Liver Neoplasms;Male Urogenital Diseases;Musculoskeletal Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Neuroectodermal Tumors;Rheumatic Diseases;Skin and Connective Tissue Diseases;Urologic Diseases;Vascular Diseases2-({5-CHLORO-2-(2-METHOXY-4-MORPHOLIN-4-YLPHENYL)AMINOPYRIMIDIN-4-YL}AMINO)-N-METHYLBENZAMIDE,7-PYRIDIN-2-YL-N-(3,4,5-TRIMETHOXYPHENYL)-7H-PYRROLO2,3-DPYRIMIDIN-2-AMINET=0, C=40 T=0.0, C=1.0 0.00001 644.281 40 T=0/0, C=7/33

chr8:142202856 T/T C T SNV DENND3 DENND3:intronic:NM_014957.3 1 100 intronic NM_014957.3c.3396+94C>Tp.? -0.43 DENN (AEX-3) domain,WD domain, G-beta repeatrs6990186 YES 6.519E-1 (pos.142202856) DENN domain-containing protein 3Rab guanyl-nucleotide exchange factor activity,cellular protein catabolic process,cytosol,endosome to lysosome transport,regulation of molecular functionC=0, T=20 C=0.0, T=1.0 0.00001 263.757 20 C=0/0, T=7/13

chr4:115544714 G/G A G SNV UGT8 UGT8:exonic:NM_001128174.2 1 100 2 synonymous NM_001128174.2c.678A>G p.(=) -2.51 Glycosyltransferase family 28 C-terminal domain,UDP-glucoronosyl and UDP-glucosyl transferasers6851610,rs878976768 0.0014 9.997E-1 (pos.115544714) UDP glycosyltransferase 8 (cerebroside synthase)N-acylsphingosine galactosyltransferase activity,UDP-galactose:glucosylceramide beta-1,4-galactosyltransferase activity,central nervous system development,cytoskeleton organization,galactosylceramide biosynthetic process,glucuronosyltransferase activity,glycosphingolipid metabolic process,integral component of membrane,intracellular membrane-bounded organelle,metabolic process,neuron projection morphogenesis,paranodal junction assembly,peripheral nervous system development,plasma membrane,protein localization to paranode region of axon,transferase activity, transferring hexosyl groupsA=0, G=43 A=0.0, G=1.0 0.00001 705.839 43 A=0/0, G=22/21

chr6:34803946 CT/CT C CT INDEL UHRF1BP1 UHRF1BP1:exonic:NM_017754.3 1 100 8 frameshiftInsertion NM_017754.3c.854_855insTp.Ser287fs 5.36 N-terminal region of Chorein or VPS13 histone deacetylase binding,identical protein binding,protein bindingAutoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesC=0, CT=31 C=0.0, CT=1.0 0.00001 397.908 31 C=0/0, CT=16/15

chr6:34824636 G/G A G SNV UHRF1BP1 UHRF1BP1:exonic:NM_017754.3 1 100 11 missense NM_017754.3c.1361A>G p.Gln454Arg 2.54 1 43 0 0.22(COSM3762000)N-terminal region of Chorein or VPS13rs11755393 0.3499 YES 4.523E-1 (pos.34824636) adenocarcinoma,neoplasm histone deacetylase binding,identical protein binding,protein bindingAutoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesA=0, G=76 A=0.0, G=1.0 0.00001 1209.6 76 A=0/0, G=50/26

chr8:142437815 G/A G A SNV PTP4A3 PTP4A3:intronic:NM_032611.2 1 50 intronic NM_032611.2c.330-35G>Ap.? 1.14 Dual specificity phosphatase, catalytic domain,Protein-tyrosine phosphatasers7465455 0.1546 YES 1.424E-1 (pos.142437815) Protein-tyrosine phosphatase, type 4A, 3Notch signaling pathway,cellular response to leukemia inhibitory factor,cytoplasm,early endosome,endothelial cell migration,nucleus,peptidyl-tyrosine dephosphorylation,plasma membrane,positive regulation of NIK/NF-kappaB signaling,positive regulation of establishment of protein localization,positive regulation of vascular permeability,prenylated protein tyrosine phosphatase activity,protein binding,protein tyrosine/serine/threonine phosphatase activity,regulation of transcription, DNA-templated,regulation of vascular endothelial growth factor signaling pathwayColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by SiteG=12, A=12 G=0.5, A=0.5 0.00001 106.76 24 G=4/8, A=3/9

chr8:142437934 C/T C T SNV PTP4A3 PTP4A3:intronic:NM_032611.2 1 57.14 intronic NM_032611.2c.404+10C>Tp.? -0.64 Dual specificity phosphatase, catalytic domain,Protein-tyrosine phosphatasers7465654 0.1586 YES 1.483E-1 (pos.142437934) Protein-tyrosine phosphatase, type 4A, 3Notch signaling pathway,cellular response to leukemia inhibitory factor,cytoplasm,early endosome,endothelial cell migration,nucleus,peptidyl-tyrosine dephosphorylation,plasma membrane,positive regulation of NIK/NF-kappaB signaling,positive regulation of establishment of protein localization,positive regulation of vascular permeability,prenylated protein tyrosine phosphatase activity,protein binding,protein tyrosine/serine/threonine phosphatase activity,regulation of transcription, DNA-templated,regulation of vascular endothelial growth factor signaling pathwayColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by SiteC=9, T=12 C=0.4286, T=0.5714 0.00001 109.453 21 C=1/8, T=6/6

chr8:142444780 C/C G C SNV MROH5 MROH5:intronic:NM_207414.2 1 100 intronic NM_207414.2c.3782-55C>Gp.? -0.31 rs10104806 0.3862 YES G=0, C=21 G=0.0, C=1.0 0.00001 281.231 21 G=0/0, C=17/4

chr6:34831856 C/C T C SNV UHRF1BP1 UHRF1BP1:exonic:NM_017754.3 1 100 15 missense NM_017754.3c.3293T>C p.Met1098Thr 6.83 0 81 0.835 N-terminal region of Chorein or VPS13rs13205210 0.1112 YES 1.144E-1 (pos.34831856) histone deacetylase binding,identical protein binding,protein bindingAutoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Lupus Erythematosus, Systemic;Skin and Connective Tissue DiseasesT=0, C=49 T=0.0, C=1.0 0.00001 831.63 49 T=0/0, C=21/28

chr12:100452027 C/C T C SNV UHRF1BP1L UHRF1BP1L:exonic:NM_015054.1 1 100 14 missense NM_015054.1c.3028A>G p.Ile1010Val 0.53 1 29 0 0.18(COSM3752835)N-terminal region of Chorein or VPS13rs60592197 0.067 YES 0.0 (pos.100452027) adenocarcinoma Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, C=29 T=0.0, C=1.0 0.00001 427.601 29 T=0/0, C=13/16

chr8:143560895 A/A G A SNV ADGRB1 ADGRB1:intronic:NM_001702.2 1 100 intronic NM_001702.2c.1726+47G>Ap.? -1 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Hormone receptor domain,Thrombospondin type 1 domainrs12682337 0.1818 YES 7.581E-1 (pos.143560895) Adhesion G protein-coupled receptor B1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,PDZ domain binding,apoptotic cell clearance,axonogenesis,cell adhesion,cell surface receptor signaling pathway,cell-cell junction,defense response to Gram-negative bacterium,dendrite,dendritic spine,engulfment of apoptotic cell,extracellular space,focal adhesion,innate immune response,integral component of membrane,integral component of plasma membrane,lipopolysaccharide binding,muscle organ development,negative regulation of angiogenesis,negative regulation of cell proliferation,negative regulation of endothelial cell migration,negative regulation of protein catabolic process,negative regulation of protein ubiquitination,perinuclear region of cytoplasm,peripheral nervous system development,phagocytic cup,phagocytosis, recognition,phosphatidylserine binding,plasma membrane,positive regulation of myoblast fusion,positive regulation of reactive oxygen species biosynthetic process,positive regulation of synapse assembly,postsynapticG=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=9/14

chr8:143560898 C/C T C SNV ADGRB1 ADGRB1:intronic:NM_001702.2 1 100 intronic NM_001702.2c.1726+50T>Cp.? -3.12 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Hormone receptor domain,Thrombospondin type 1 domainrs12680973 0.1693 YES 7.941E-1 (pos.143560898) Adhesion G protein-coupled receptor B1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,PDZ domain binding,apoptotic cell clearance,axonogenesis,cell adhesion,cell surface receptor signaling pathway,cell-cell junction,defense response to Gram-negative bacterium,dendrite,dendritic spine,engulfment of apoptotic cell,extracellular space,focal adhesion,innate immune response,integral component of membrane,integral component of plasma membrane,lipopolysaccharide binding,muscle organ development,negative regulation of angiogenesis,negative regulation of cell proliferation,negative regulation of endothelial cell migration,negative regulation of protein catabolic process,negative regulation of protein ubiquitination,perinuclear region of cytoplasm,peripheral nervous system development,phagocytic cup,phagocytosis, recognition,phosphatidylserine binding,plasma membrane,positive regulation of myoblast fusion,positive regulation of reactive oxygen species biosynthetic process,positive regulation of synapse assembly,postsynapticT=0, C=23 T=0.0, C=1.0 0.00001 316.737 23 T=0/0, C=9/14

chr8:143560996 A/A AGCCAGCT A INDEL ADGRB1 ADGRB1:intronic:NM_001702.2 7 100 intronic NM_001702.2c.1727-58AGCCAGCT>Ap.? -0.55, 0.01, 0.5, -0.34, -0.11, 0.45, -1.02, 0.1 7 transmembrane receptor (Secretin family),GPCR proteolysis site, GPS, motif,GPCR-Autoproteolysis INducing (GAIN) domain,Hormone receptor domain,Thrombospondin type 1 domainrs113565610,rs373430969,rs60438841,rs62511457,rs66517676,rs751023838,rs751915519,rs754001733,rs758937223,rs761916530,rs766691514YES Adhesion G protein-coupled receptor B1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,PDZ domain binding,apoptotic cell clearance,axonogenesis,cell adhesion,cell surface receptor signaling pathway,cell-cell junction,defense response to Gram-negative bacterium,dendrite,dendritic spine,engulfment of apoptotic cell,extracellular space,focal adhesion,innate immune response,integral component of membrane,integral component of plasma membrane,lipopolysaccharide binding,muscle organ development,negative regulation of angiogenesis,negative regulation of cell proliferation,negative regulation of endothelial cell migration,negative regulation of protein catabolic process,negative regulation of protein ubiquitination,perinuclear region of cytoplasm,peripheral nervous system development,phagocytic cup,phagocytosis, recognition,phosphatidylserine binding,plasma membrane,positive regulation of myoblast fusion,positive regulation of reactive oxygen species biosynthetic process,positive regulation of synapse assembly,postsynapticAGCCAGCT=0, A=22AGCCAGCT=0.0, A=1.0 0.00001 298.245 22 AGCCAGCT=0/0, A=10/12

chr6:150263186 C/C A C SNV ULBP2 ULBP2:utr_5:NM_025217.3 1 100 1 utr_5 NM_025217.3c.-23A>C p.? -5.16 Class I Histocompatibility antigen, NKG2D ligand, domains 1 and 2,Class I Histocompatibility antigen, domains alpha 1 and 2rs4343924 0.0324 YES 1.0 (pos.150263186) UL16-binding protein 2C-terminal protein lipidation,anchored component of plasma membrane,cell surface,endoplasmic reticulum,extracellular region,extracellular space,natural killer cell activation,natural killer cell lectin-like receptor binding,natural killer cell mediated cytotoxicity,plasma membrane,viral processDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsA=0, C=28 A=0.0, C=1.0 0.00001 408.701 28 A=0/0, C=18/10

chr6:150267527 C/C A C SNV ULBP2 ULBP2:exonic:NM_025217.3 1 100 3 synonymous NM_025217.3c.369A>C p.(=) -0.55 0(COSM3761547)Class I Histocompatibility antigen, NKG2D ligand, domains 1 and 2,Class I Histocompatibility antigen, domains alpha 1 and 2rs2282235 YES 8.237E-1 (pos.150267527)adenocarcinoma,carcinoma,squamous_cell_carcinomaUL16-binding protein 2C-terminal protein lipidation,anchored component of plasma membrane,cell surface,endoplasmic reticulum,extracellular region,extracellular space,natural killer cell activation,natural killer cell lectin-like receptor binding,natural killer cell mediated cytotoxicity,plasma membrane,viral processDigestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Neoplasms;Neoplasms by Site;Stomach Diseases;Stomach NeoplasmsA=0, C=128 A=0.0, C=1.0 0.00001 2094.73 128 A=0/0, C=71/57

chr8:143857265 T/T G T SNV LYNX1 LYNX1:intronic:NM_177477.3 1 100 intronic NM_177477.3c.52+59C>Ap.? -2.09 Snake toxin and toxin-like protein,u-PAR/Ly-6 domainrs2585125 0 YES Lynx1, mouse, homolog ofacetylcholine receptor binding,acetylcholine receptor regulator activity,anchored component of membrane,dendrite,endoplasmic reticulum,plasma membrane,regulation of neurotransmitter receptor activityG=0, T=47 G=0.0, T=1.0 0.00001 788.844 47 G=0/0, T=22/25

chr8:143922788 C/T C T SNV GML GML:intronic:NM_002066.2 1 56 intronic NM_002066.2c.181+147C>Tp.? 0.02 u-PAR/Ly-6 domainrs3802226 YES Glycosylphosphatidylinositol-anchored molecule-like proteinDNA damage response, signal transduction by p53 class mediator resulting in cell cycle arrest,anchored component of membrane,apoptotic process,extrinsic component of membrane,intracellular,negative regulation of cell proliferation,plasma membraneC=11, T=14 C=0.44, T=0.56 0.00001 139.189 25 C=10/1, T=6/8

chr12:132401565 CT/CT C CT INDEL ULK1 ULK1:exonic:NM_003565.2 1 100 21 frameshiftInsertion NM_003565.2c.2140_2141insTp.Pro714fs 0.82 Domain of unknown function (DUF3543),Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinase,RIO1 familyUNC51-like kinase 1ATG1/ULK1 kinase complex,ATP binding,GTPase binding,Rab GTPase binding,autophagosome,autophagy,autophagy of host cells involved in interaction with symbiont,axon,axon extension,cellular response to nutrient levels,cytoplasm,cytosol,endoplasmic reticulum membrane,extrinsic component of autophagosome membrane,extrinsic component of omegasome membrane,extrinsic component of pre-autophagosomal structure membrane,guanyl-nucleotide exchange factor complex,identical protein binding,kinase activity,macroautophagy,mitochondrial outer membrane,negative regulation of protein complex assembly,neuron projection development,neuron projection regeneration,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,positive regulation of autophagosome assembly,pre-autophagosomal structure membrane,protein autophosphorylation,protein binding,protein complex binding,protein localization,protein phosphorylation,protein serine/threonine kinase activity,recycling endosome,regulation of macroautophagy,response to starvationC=0, CT=35 C=0.0, CT=1.0 0.00001 448.582 35 C=0/0, CT=5/30

chr12:132403161 G/G A G SNV ULK1 ULK1:exonic:NM_003565.2 1 100 23 missense NM_003565.2c.2446A>G p.Thr816Ala -0.28 0.44 58 0 0.03(COSM4146839)Domain of unknown function (DUF3543),Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinase,RIO1 familyrs11609348 4.00E-04 1.0 (pos.132403161) neoplasm UNC51-like kinase 1ATG1/ULK1 kinase complex,ATP binding,GTPase binding,Rab GTPase binding,autophagosome,autophagy,autophagy of host cells involved in interaction with symbiont,axon,axon extension,cellular response to nutrient levels,cytoplasm,cytosol,endoplasmic reticulum membrane,extrinsic component of autophagosome membrane,extrinsic component of omegasome membrane,extrinsic component of pre-autophagosomal structure membrane,guanyl-nucleotide exchange factor complex,identical protein binding,kinase activity,macroautophagy,mitochondrial outer membrane,negative regulation of protein complex assembly,neuron projection development,neuron projection regeneration,peptidyl-serine phosphorylation,peptidyl-threonine phosphorylation,positive regulation of autophagosome assembly,pre-autophagosomal structure membrane,protein autophosphorylation,protein binding,protein complex binding,protein localization,protein phosphorylation,protein serine/threonine kinase activity,recycling endosome,regulation of macroautophagy,response to starvationA=0, G=39 A=0.0, G=1.0 0.00001 628.362 39 A=0/0, G=12/27

chr15:75131661 G/G A G SNV ULK3 ULK3:exonic:NM_001099436.3 1 100 8 synonymous NM_001099436.3c.906T>C p.(=) -6.47 0.04(COSM1129112)MIT (microtubule interacting and transport) domain,Protein kinase domain,Protein tyrosine kinasers4886615 0.286 YES 6.978E-1 (pos.75131661) adenocarcinoma,neoplasmUNC51-like kinase 3ATP binding,autophagy,cellular senescence,ciliary tip,cytoplasm,negative regulation of smoothened signaling pathway,positive regulation of smoothened signaling pathway,pre-autophagosomal structure,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activityA=0, G=39 A=0.0, G=1.0 0.00001 623.616 39 A=0/0, G=25/14

chr8:144398029 G/G A G SNV TOP1MT TOP1MT:intronic:NM_052963.2 1 100 intronic NM_052963.2c.1459-38T>Cp.? -1.83 C-terminal topoisomerase domain,Eukaryotic DNA topoisomerase I, DNA binding fragment,Eukaryotic DNA topoisomerase I, catalytic corers13275896 0.4351 YES 7.73E-1 (pos.144398029) Topoisomerase I, mitochondrialDNA binding,DNA replication,DNA topoisomerase type I activity,DNA topological change,chromatin remodeling,chromosome,chromosome segregation,mitochondrial nucleoid,mitochondrion,nucleolus,nucleus,replication fork protection complexIrinotecan,Topotecan A=0, G=33 A=0.0, G=1.0 0.00001 508.881 33 A=0/0, G=15/18

chr8:144399885 CT/CT AG CT MNV TOP1MT TOP1MT:intronic:NM_052963.2 2 100 intronic NM_052963.2c.1330+8CT>AGp.? -0.94, -0.92 C-terminal topoisomerase domain,Eukaryotic DNA topoisomerase I, DNA binding fragment,Eukaryotic DNA topoisomerase I, catalytic corers2272636,rs2272637,rs374554271,rs386731183,rs770439568,rs8793756040.4501 YES 0.0 (pos.144399880),7.582E-1 (pos.144399885),7.584E-1;0.0 (pos.144399886)Topoisomerase I, mitochondrialDNA binding,DNA replication,DNA topoisomerase type I activity,DNA topological change,chromatin remodeling,chromosome,chromosome segregation,mitochondrial nucleoid,mitochondrion,nucleolus,nucleus,replication fork protection complexIrinotecan,Topotecan AG=0, CT=47AG=0.0, CT=1.0 0.00001 789.328 47 AG=0/0, CT=23/24

chr8:144406881 A/A G A SNV TOP1MT TOP1MT:intronic:NM_052963.2 1 100 intronic NM_052963.2c.672-82C>Tp.? -2.29 C-terminal topoisomerase domain,Eukaryotic DNA topoisomerase I, DNA binding fragment,Eukaryotic DNA topoisomerase I, catalytic corers12680498 YES Topoisomerase I, mitochondrialDNA binding,DNA replication,DNA topoisomerase type I activity,DNA topological change,chromatin remodeling,chromosome,chromosome segregation,mitochondrial nucleoid,mitochondrion,nucleolus,nucleus,replication fork protection complexIrinotecan,Topotecan G=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=5/15

chr8:144463686 T/T C T SNV RHPN1 RHPN1:intronic:NM_052924.2 1 100 intronic NM_052924.2c.1489-56C>Tp.? -0.72 BRO1-like domain,Hr1 repeat,PDZ domain (Also known as DHR or GLGF)rs3817720,rs533319215 YES Rhophilin 1 cytosol,protein binding,signal transductionAdnexal Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary SyndromeC=0, T=31 C=0.0, T=1.0 0.00001 465.812 31 C=0/0, T=12/19

chr8:144657152 C/G C G SNV NAPRT NAPRT:intronic:NM_145201.5 1 59.09 intronic NM_145201.5c.1554+4G>Cp.? -0.45 rs77951814 0.0657 YES 1.938E-1 (pos.144657152) NAD biosynthesis via nicotinamide riboside salvage pathway,NAD biosynthetic process,azurophil granule lumen,cytosol,extracellular exosome,extracellular region,ligase activity,neutrophil degranulation,nicotinate nucleotide salvage,nicotinate phosphoribosyltransferase activity,nicotinate-nucleotide diphosphorylase (carboxylating) activity,protein binding,response to oxidative stressC=45, G=65 C=0.4091, G=0.5909 0.00001 715.086 110 C=26/19, G=48/17

chr8:144660523 G/G A G SNV NAPRT NAPRT:upstream:NM_145201.5 1 100 intronic NM_145201.5c.-35T>C p.? 0.03 rs4475500,rs775807901,rs796801590YES  (pos.144660515), (pos.144660523) NAD biosynthesis via nicotinamide riboside salvage pathway,NAD biosynthetic process,azurophil granule lumen,cytosol,extracellular exosome,extracellular region,ligase activity,neutrophil degranulation,nicotinate nucleotide salvage,nicotinate phosphoribosyltransferase activity,nicotinate-nucleotide diphosphorylase (carboxylating) activity,protein binding,response to oxidative stressA=0, G=25 A=0.0, G=1.0 0.00001 359.839 25 A=0/0, G=13/12

chr3:41925423 C/C T C SNV ULK4 ULK4:exonic:NM_017886.3 1 100 17 synonymous NM_017886.3c.1599A>G p.(=) 1.81 Protein kinase domain,Protein tyrosine kinasers1716687 0.0046 YES 1.0 (pos.41925423) Unc51-like kinase 4ATP binding,microtubule cytoskeleton organization,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of JNK cascade,regulation of MAPK cascade,regulation of neuron migration,regulation of neuron projection development,regulation of p38MAPK cascade,regulation of protein kinase C signalingBlood Protein Disorders;Cardiovascular Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Immune System Diseases;Immunoproliferative Disorders;Lymphoproliferative Disorders;Multiple Myeloma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Plasma Cell;Paraproteinemias;Vascular DiseasesBenign T=0, C=31 T=0.0, C=1.0 0.00001 465.795 31 T=0/0, C=20/11

chr8:144695176 C/T C T SNV TSTA3 TSTA3:intronic:NM_003313.3 1 50 intronic NM_003313.3c.911-41G>Ap.? 0.21 GDP-mannose 4,6 dehydratase,NAD dependent epimerase/dehydratase family,RmlD substrate binding domainrs2242087 0.1876 YES 5.678E-1 (pos.144695176) Tissue-specific transplantation antigen-3'de novo' GDP-L-fucose biosynthetic process,GDP-4-dehydro-D-rhamnose reductase activity,GDP-L-fucose synthase activity,GDP-mannose metabolic process,catalytic activity,coenzyme binding,cytolysis,cytoplasm,cytosol,electron transfer activity,electron transport chain,extracellular exosome,identical protein binding,isomerase activity,leukocyte cell-cell adhesion,nucleotide-sugar biosynthetic process,oxidation-reduction process,oxidoreductase activityNADH C=17, T=17 C=0.5, T=0.5 0.00001 172.085 34 C=1/16, T=11/6

chr16:20360101 A/A G A SNV UMOD UMOD:exonic:NM_001008389.2 1 100 3 synonymous NM_001008389.2c.522C>T p.(=) 2.47 0.85(COSM3749348),0.85(COSM3749349)Calcium-binding EGF domain,EGF domain,EGF-like domain,Human growth factor-like EGF,Zona pellucida-like domainrs7193058 0.2322 YES 3.545E-1 (pos.20360101) adenocarcinomaUromodulin (uromucoid, Tamm-Horsfall glycoprotein)Golgi lumen,IgG binding,anchored component of membrane,apical plasma membrane,basolateral plasma membrane,calcium ion binding,cellular defense response,chemical homeostasis,ciliary membrane,cilium,excretion,extracellular exosome,extracellular region,extrinsic component of membrane,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,integral component of membrane,leukocyte cell-cell adhesion,metanephric ascending thin limb development,metanephric distal convoluted tubule development,metanephric thick ascending limb development,negative regulation of cell proliferation,neutrophil migration,protein N-linked glycosylation via asparagine,regulation of ion homeostasis,spindle poleArthritis;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gout;Hypertension;Joint Diseases;Kidney Diseases;Kidney Diseases, Cystic;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Polycystic Kidney Diseases;Polycystic Kidney, Autosomal Dominant;Purine-Pyrimidine Metabolism, Inborn Errors;Renal Insufficiency;Renal Insufficiency, Chronic;Rheumatic Diseases;Urologic Diseases;Vascular DiseasesBenign G=0, A=27 G=0.0, A=1.0 0.00001 389.988 27 G=0/0, A=19/8

chr21:43531008 C/C T C SNV UMODL1 UMODL1:exonic:NM_173568.3 1 100 11 missense NM_173568.3c.1676T>C p.Met559Thr -0.21 1 81 0 Calcium-binding EGF domain,SEA domain,WAP-type (Whey Acidic Protein) 'four-disulfide core',Zona pellucida-like domainrs220126,rs796996081 0.2009 YES 8.798E-1;0.0 (pos.43531008) Uromodulin-like 1adipose tissue development,calcium ion binding,cellular response to gonadotropin-releasing hormone,cytoplasm,external side of plasma membrane,extracellular space,integral component of membrane,multicellular organismal reproductive process,negative regulation of peptidase activity,peptidase inhibitor activity,regulation of apoptotic process,regulation of gene expression,regulation of ovarian follicle development,single fertilizationNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, C=40 T=0.0, C=1.0 0.00001 644.268 40 T=0/0, C=17/23

chr21:43531632 C/C T C SNV UMODL1 UMODL1:exonic:NM_173568.3 1 100 11 missense NM_173568.3c.2300T>C p.Ile767Thr -0.31 1 89 0 Calcium-binding EGF domain,SEA domain,WAP-type (Whey Acidic Protein) 'four-disulfide core',Zona pellucida-like domainrs220129 0.1854 YES 8.595E-1 (pos.43531632) Uromodulin-like 1adipose tissue development,calcium ion binding,cellular response to gonadotropin-releasing hormone,cytoplasm,external side of plasma membrane,extracellular space,integral component of membrane,multicellular organismal reproductive process,negative regulation of peptidase activity,peptidase inhibitor activity,regulation of apoptotic process,regulation of gene expression,regulation of ovarian follicle development,single fertilizationNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, C=45 T=0.0, C=1.0 0.00001 747.367 45 T=0/0, C=21/24

chr8:144873666 C/C G C SNV SCRIB SCRIB:intronic:NM_182706.4 1 100 intronic NM_182706.4c.4771-56C>Gp.? -1.97 Leucine rich repeat,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs9314416 0.0799 YES Scribble, Drosophila, homolog ofGDP metabolic process,GMP metabolic process,Scrib-APC-beta-catenin complex,activation of GTPase activity,apoptotic process involved in morphogenesis,astrocyte cell migration,auditory receptor cell stereocilium organization,basolateral plasma membrane,cadherin binding,cell junction,cell leading edge,cell migration,cell proliferation,cell-cell adherens junction,cell-cell adhesion,cell-cell contact zone,cell-cell junction,chemical synaptic transmission,cochlear nucleus development,establishment of apical/basal cell polarity,establishment or maintenance of epithelial cell apical/basal polarity,extracellular exosome,guanylate kinase activity,ionotropic glutamate receptor binding,ionotropic glutamate receptor complex,lamellipodium,mammary gland duct morphogenesis,myelin sheath abaxonal region,negative regulation of mitotic cell cycle,neural tube closure,neurotransmitter receptor transport postsynaptic membrane to endosome,neurotransmitter receptor transport, endosome to postsynaptic membrane,nucleoplasm,plasma membG=0, C=28 G=0.0, C=1.0 0.00001 398.261 28 G=0/0, C=16/12

chr8:144874366 C/C T C SNV SCRIB SCRIB:intronic:NM_182706.4 1 100 intronic NM_182706.4c.4514+24A>Gp.? -4.1 Leucine rich repeat,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs7461245 7.00E-04 9.999E-1 (pos.144874366) Scribble, Drosophila, homolog ofGDP metabolic process,GMP metabolic process,Scrib-APC-beta-catenin complex,activation of GTPase activity,apoptotic process involved in morphogenesis,astrocyte cell migration,auditory receptor cell stereocilium organization,basolateral plasma membrane,cadherin binding,cell junction,cell leading edge,cell migration,cell proliferation,cell-cell adherens junction,cell-cell adhesion,cell-cell contact zone,cell-cell junction,chemical synaptic transmission,cochlear nucleus development,establishment of apical/basal cell polarity,establishment or maintenance of epithelial cell apical/basal polarity,extracellular exosome,guanylate kinase activity,ionotropic glutamate receptor binding,ionotropic glutamate receptor complex,lamellipodium,mammary gland duct morphogenesis,myelin sheath abaxonal region,negative regulation of mitotic cell cycle,neural tube closure,neurotransmitter receptor transport postsynaptic membrane to endosome,neurotransmitter receptor transport, endosome to postsynaptic membrane,nucleoplasm,plasma membT=0, C=24 T=0.0, C=1.0 0.00001 334.751 24 T=0/0, C=15/9

chr21:43547788 C/C T C SNV UMODL1 UMODL1:exonic:NM_173568.3 1 100 19 synonymous NM_173568.3c.3921T>C p.(=) -4.49 Calcium-binding EGF domain,SEA domain,WAP-type (Whey Acidic Protein) 'four-disulfide core',Zona pellucida-like domainrs220158 0.0816 YES 7.839E-1;0.0 (pos.43547788) Uromodulin-like 1adipose tissue development,calcium ion binding,cellular response to gonadotropin-releasing hormone,cytoplasm,external side of plasma membrane,extracellular space,integral component of membrane,multicellular organismal reproductive process,negative regulation of peptidase activity,peptidase inhibitor activity,regulation of apoptotic process,regulation of gene expression,regulation of ovarian follicle development,single fertilizationNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionT=0, C=49 T=0.0, C=1.0 0.00001 821.296 49 T=0/0, C=32/17

chr8:144887656 G/G A G SNV SCRIB SCRIB:intronic:NM_182706.4 1 100 intronic NM_182706.4c.2347-51T>Cp.? -0.62 Leucine rich repeat,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs7830442 0.1175 YES 6.818E-1 (pos.144887656) Scribble, Drosophila, homolog ofGDP metabolic process,GMP metabolic process,Scrib-APC-beta-catenin complex,activation of GTPase activity,apoptotic process involved in morphogenesis,astrocyte cell migration,auditory receptor cell stereocilium organization,basolateral plasma membrane,cadherin binding,cell junction,cell leading edge,cell migration,cell proliferation,cell-cell adherens junction,cell-cell adhesion,cell-cell contact zone,cell-cell junction,chemical synaptic transmission,cochlear nucleus development,establishment of apical/basal cell polarity,establishment or maintenance of epithelial cell apical/basal polarity,extracellular exosome,guanylate kinase activity,ionotropic glutamate receptor binding,ionotropic glutamate receptor complex,lamellipodium,mammary gland duct morphogenesis,myelin sheath abaxonal region,negative regulation of mitotic cell cycle,neural tube closure,neurotransmitter receptor transport postsynaptic membrane to endosome,neurotransmitter receptor transport, endosome to postsynaptic membrane,nucleoplasm,plasma membA=0, G=36 A=0.0, G=1.0 0.00001 563.741 36 A=0/0, G=9/27

chr21:43510437 A/G A G SNV UMODL1 UMODL1:exonic:NM_173568.3 1 50 6 missense NM_173568.3c.820A>G p.Asn274Asp 1.86 0.01 23 0.983 0.16(COSM1414241),0.16(COSM1414242)Calcium-binding EGF domain,SEA domain,WAP-type (Whey Acidic Protein) 'four-disulfide core',Zona pellucida-like domainrs17114359 0.207 YES 3.492E-4;3.488E-1 (pos.43510437)acute_myeloid_leukaemia,carcinomaUromodulin-like 1adipose tissue development,calcium ion binding,cellular response to gonadotropin-releasing hormone,cytoplasm,external side of plasma membrane,extracellular space,integral component of membrane,multicellular organismal reproductive process,negative regulation of peptidase activity,peptidase inhibitor activity,regulation of apoptotic process,regulation of gene expression,regulation of ovarian follicle development,single fertilizationNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=122, G=122A=0.5, G=0.5 0.00001 1353.23 244 A=70/52, G=65/57

chr8:144894641 T/T C T SNV

MIR937,SCR

IB MIR937:downstream:NR_030633.1, SCRIB:intronic:NM_182706.4 1
100

intronic NM_182706.4, NR_030633.1c.788-87G>Ap.? -6.14 Leucine rich repeat,PDZ domain,PDZ domain (Also known as DHR or GLGF)rs4875061 YES Scribble, Drosophila, homolog ofGDP metabolic process,GMP metabolic process,Scrib-APC-beta-catenin complex,activation of GTPase activity,apoptotic process involved in morphogenesis,astrocyte cell migration,auditory receptor cell stereocilium organization,basolateral plasma membrane,cadherin binding,cell junction,cell leading edge,cell migration,cell proliferation,cell-cell adherens junction,cell-cell adhesion,cell-cell contact zone,cell-cell junction,chemical synaptic transmission,cochlear nucleus development,establishment of apical/basal cell polarity,establishment or maintenance of epithelial cell apical/basal polarity,extracellular exosome,guanylate kinase activity,ionotropic glutamate receptor binding,ionotropic glutamate receptor complex,lamellipodium,mammary gland duct morphogenesis,myelin sheath abaxonal region,negative regulation of mitotic cell cycle,neural tube closure,neurotransmitter receptor transport postsynaptic membrane to endosome,neurotransmitter receptor transport, endosome to postsynaptic membrane,nucleoplasm,plasma membC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=12/11

chr2:210843383 A/A G A SNV UNC80 UNC80:exonic:NM_032504.1 1 100 58 synonymous NM_032504.1c.8871G>A p.(=) 1.47 0.86(COSM5618669)Cation channel complex component UNC80rs2075117 0.3743 YES 6.205E-1 (pos.210843383)carcinoma,ductal_carcinomaUnc-80 homolog, NALCN activatorintegral component of membrane,ion transmembrane transport,plasma membraneG=0, A=65 G=0.0, A=1.0 0.00001 1000.27 65 G=0/0, A=25/40

chr6:167728774 C/C T C SNV UNC93A UNC93A:exonic:NM_018974.3 1 100 8 missense NM_018974.3c.1208T>C p.Met403Thr 0.53 1 81 0 0.01(COSM3774191)Ion channel regulatory protein UNC-93rs663606,rs71545154,rs879596504YES 7.755E-1 (pos.167728774)adenocarcinoma,clear_cell_renal_cell_carcinoma,neoplasm,squamous_cell_carcinomaUNC93, C. elegans, homolog of, Abiological_process,integral component of membrane,molecular_function,plasma membraneT=0, C=37 T=0.0, C=1.0 0.00001 583.698 37 T=0/0, C=10/27

chr6:167717440 C/T C T SNV UNC93A UNC93A:exonic:NM_018974.3 1 58.33 5 missense NM_018974.3c.659C>T p.Ala220Val 1.98 1 64 0.001 0(COSM1442222)Ion channel regulatory protein UNC-93rs34838751 2.00E-04 0.0 (pos.167717440) adenocarcinomaUNC93, C. elegans, homolog of, Abiological_process,integral component of membrane,molecular_function,plasma membraneC=10, T=14 C=0.4167, T=0.5833 0.00001 135.29 24 C=2/8, T=7/7



chr7:1275651 C/T C T SNV UNCX UNCX:exonic:NM_001080461.2 1 45.45 3 synonymous NM_001080461.2c.634C>T p.(=) 1.66 Homeobox domainrs151119092 2.00E-04 0.0 (pos.1275651) cartilage condensation,common myeloid progenitor cell proliferation,dorsal spinal cord development,nucleus,olfactory bulb interneuron differentiation,pattern specification process,regulation of cell differentiation,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templatedC=12, T=10 C=0.5455, T=0.4545 0.00001 81.7625 22 C=12/0, T=5/5

chr16:1447278 G/G A G SNV UNKL UNKL:exonic:NM_001193388.3 1 100 6 synonymous NM_001193388.3c.753T>C p.(=) 0.26 0.41(COSM3754659),0.41(COSM3754660)Zinc finger C-x8-C-x5-C-x3-H type (and similar),Zinc finger, C3HC4 type (RING finger)rs61738727 YES 1.81E-1 (pos.1447264),8.993E-1;0.0 (pos.1447278)adenocarcinoma,neoplasmUnkempt family-like zinc fingercytosol,metal ion binding,nucleus,protein binding,protein polyubiquitination,ubiquitin-protein transferase activityA=0, G=21 A=0.0, G=1.0 0.00001 281.234 21 A=0/0, G=8/13

chr8:145008342 C/A C A SNV PLEC PLEC:intronic:NM_201380.3 1 52.38 intronic NM_201380.3c.1581-83G>Tp.? -1.75 Calponin homology (CH) domain,Plectin repeat,Plectin/S10 domainrs11782331 YES Plectin 1 RNA binding,actin binding,ankyrin binding,brush border,cadherin binding,costamere,cytoskeletal protein binding,cytoskeleton,cytosol,extracellular exosome,extracellular matrix,focal adhesion,hemidesmosome,hemidesmosome assembly,intermediate filament cytoskeleton,plasma membrane,protein binding,sarcolemma,sarcoplasm,structural constituent of muscleCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Epidermolysis Bullosa;Epidermolysis Bullosa Simplex;Genetic Diseases, Inborn;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neuromuscular Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesC=10, A=11 C=0.4762, A=0.5238 0.00001 97.0749 21 C=8/2, A=7/4

chr19:18942888 C/G C G SNV UPF1 UPF1:utr_5:NM_002911.3 1 50 1 utr_5 NM_002911.3c.-131C>G p.? 0.25 AAA domain,RNA helicase (UPF2 interacting domain),Type III restriction enzyme, res subunitrs4808161 YES Upf1, yeast, homolog of3'-UTR-mediated mRNA destabilization,ATP binding,ATP-dependent RNA helicase activity,DNA repair,DNA replication,P-body,RNA binding,cell cycle phase transition,cellular response to interleukin-1,cellular response to lipopolysaccharide,chromatin,chromatin binding,cytoplasm,cytosol,dosage compensation by inactivation of X chromosome,exon-exon junction complex,helicase activity,histone mRNA catabolic process,mRNA export from nucleus,nuclear chromosome, telomeric region,nuclear-transcribed mRNA catabolic process,nuclear-transcribed mRNA catabolic process, endonucleolytic cleavage-dependent decay,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleoplasm,nucleus,positive regulation of mRNA catabolic process,protein binding,regulation of telomere maintenance,regulation of translational termination,supraspliceosomal complex,telomere maintenance via semi-conservative replication,telomeric DNA binding,zinc ion bindingC=29, G=29 C=0.5, G=0.5 0.00001 281.645 58 C=19/10, G=19/10

chrX:74494470 G/G T G SNV UPRT UPRT:exonic:NM_145052.3 1 100 1 synonymous NM_145052.3c.381T>G p.(=) 1.14 0.07(COSM4157019),0.07(COSM4157020)Uracil phosphoribosyltransferasers4892396 0.001 YES 1.0 (pos.74494470) neoplasm Uracil phosphoribosyltransferase, S. cerevisiae, homolog ofGTP binding,UMP biosynthetic process,cytosol,female pregnancy,lactation,nucleoside metabolic process,nucleus,protein binding,pyrimidine nucleobase metabolic process,pyrimidine nucleoside salvage,response to insulin,uridine kinase activityT=0, G=41 T=0.0, G=1.0 0.00001 664.7 41 T=0/0, G=19/22

chr8:145234508 C/C G C SNV MROH1 MROH1:intronic:NM_032450.2 1 100 intronic NM_032450.2c.300+19G>Cp.? 2.36 HEAT repeat,HEAT repeat associated with sister chromatid cohesionrs7842771 0.0268 YES 9.922E-1;0.0 (pos.145234508) G=0, C=39 G=0.0, C=1.0 0.00001 623.979 39 G=0/0, C=6/33

chr8:145649781 T/T A T SNV VPS28 VPS28:intronic:NM_183057.2 1 100 intronic NM_183057.2c.403-130T>Ap.? -2.52 VPS28 proteinrs2928377 YES Vacuolar protein sorting 28, yeast, homolog ofESCRT I complex,cytoplasm,cytosol,early endosome,endosomal transport,endosome,endosome membrane,extracellular exosome,host cell,intracellular transport of virus,late endosome membrane,macroautophagy,multivesicular body assembly,negative regulation of protein ubiquitination,plasma membrane,positive regulation of protein catabolic process,positive regulation of ubiquitin-dependent endocytosis,protein binding,protein complex binding,protein transport,protein transport to vacuole involved in ubiquitin-dependent protein catabolic process via the multivesicular body sorting pathway,ubiquitin binding,ubiquitin-dependent protein catabolic process via the multivesicular body sorting pathway,viral budding via host ESCRT complex,viral life cycleA=0, T=32 A=0.0, T=1.0 0.00001 485.138 32 A=0/0, T=14/18

chr8:145690111 CCTCT/C CCTCT C INDEL CYHR1 CYHR1:intronic:NM_138496.1 4 53.13 intronic NM_138496.1c.93+81AGAGG>Gp.? -0.01, -0.23, 0.16, -0.35, 0.2 rs112453572,rs201276388,rs35620924,rs3832555,rs397840747,rs540002338YES Cysteine- and histidine-rich protein 1integral component of membrane,nucleoplasm,perinuclear region of cytoplasm,protein binding,zinc ion bindingCCTCT=15, C=17CCTCT=0.4688, C=0.5313 0.00001 171.807 32 CCTCT=12/3, C=15/2

chr21:33694224 G/G C G SNV URB1 URB1:exonic:NM_014825.2 1 100 34 missense NM_014825.2c.5371G>C p.Val1791Leu -4.22 1 32 0 0.02(COSM149220),0.02(COSM4134880)Nucleolar pre-ribosomal-associated protein 1,Ribosome 60S biogenesis N-terminalrs3761342 0.0723 YES 7.663E-1 (pos.33694224) adenocarcinoma,neoplasmURB1 ribosome biogenesis 1 homolog (S. cerevisiae)RNA binding,biological_process,fibrillar center,nucleolusAbnormalities, Multiple;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Down Syndrome;Genetic Diseases, Inborn;Intellectual Disability;Muscle Weakness;Muscular Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Neuromuscular ManifestationsC=0, G=20 C=0.0, G=1.0 0.00001 263.593 20 C=0/0, G=7/13

chr1:229772693 G/G T G SNV URB2 URB2:exonic:NM_014777.3 1 100 4 missense NM_014777.3c.2333T>G p.Val778Gly -0.57 0.82 109 0 0.03(COSM5001335)Urb2/Npa2 familyrs3811473 0.4872 YES 7.64E-1 (pos.229772693) ductal_carcinoma aggresome,midbody,nucleolus,ribosome biogenesis T=0, G=31 T=0.0, G=1.0 0.00001 465.564 31 T=0/0, G=9/22

chr1:229795070 G/G T G SNV URB2 URB2:utr_3:NM_014777.3 1 100 10 utr_3 NM_014777.3c.4601T>G p.? -1.51 Urb2/Npa2 familyrs1048306 0.4841 YES 8.567E-1 (pos.229795070) aggresome,midbody,nucleolus,ribosome biogenesis T=0, G=33 T=0.0, G=1.0 0.00001 504.598 33 T=0/0, G=7/26

chr8:145699601 C/C T C SNV

FOXH1,KIFC

2 KIFC2:downstream:NM_145754.3, FOXH1:utr_3:NM_003923.2 1
100

intronic NM_145754.3, NM_003923.2c.*768T>C, c.1118A>Gp.?, p.? -1.52 Forkhead domainrs2721176,rs763529908 0.0011 YES 0.0 (pos.145699597),7.93E-1 (pos.145699601)Kinesin family member C2ATP binding,ATPase activity,DNA binding,DNA binding transcription factor activity,R-SMAD binding,RNA polymerase II transcription cofactor activity,SMAD binding,activin responsive factor complex,anatomical structure morphogenesis,androgen receptor binding,aorta morphogenesis,axial mesoderm development,bHLH transcription factor binding,cardiac right ventricle morphogenesis,cell differentiation,cellular response to cytokine stimulus,co-SMAD binding,cytoplasm,embryonic heart tube anterior/posterior pattern specification,enhancer binding,heart looping,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,negative regulation of androgen receptor activity,negative regulation of androgen receptor signaling pathway,negative regulation of intracellular estrogen receptor signaling pathway,negative regulation of transcription from RNA polymerase II promoter,nodal signaling pathway involved in determination of lateral mesoderm left/right asymmetry,nuclear chromatin,nucleoplaAbnormalities, Multiple;Agenesis of Corpus Callosum;Anodontia;Cardiovascular Abnormalities;Cardiovascular Diseases;Chromosome Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genetic Diseases, Inborn;Heart Defects, Congenital;Heart Diseases;Holoprosencephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tetralogy of Fallot;Tooth Abnormalities;Tooth DiseasesBenign T=0, C=20 T=0.0, C=1.0 0.00001 254.048 20 T=0/0, C=10/10

chr19:17330060 C/C T C SNV USE1 USE1:exonic:NM_018467.3 1 100 7 missense NM_018467.3c.461T>C p.Leu154Ser 4.78 1 145 0 Membrane fusion protein Use1rs414528 2.00E-04 9.246E-1 (pos.17330060) Ubiquitin-conjugating enzyme E2ZER to Golgi vesicle-mediated transport,endoplasmic reticulum,endoplasmic reticulum membrane,integral component of membrane,lysosomal transport,lysosome,protein binding,protein catabolic process,protein transport,retrograde vesicle-mediated transport, Golgi to ER,secretion by cellT=0, C=34 T=0.0, C=1.0 0.00001 524.184 34 T=0/0, C=17/17

chr11:17515833 G/G A G SNV USH1C USH1C:utr_3:NM_153676.3 1 100 27 utr_3 NM_153676.3c.2746T>C p.? -0.17 PDZ domain (Also known as DHR or GLGF)rs1055574 0.4718 YES 3.338E-1 (pos.17515833) Harmonin (Usher syndrome 1C gene)G2/M transition of mitotic cell cycle,actin filament binding,actin filament bundle assembly,apical part of cell,auditory receptor cell differentiation,brush border,brush border assembly,cellular protein complex assembly,cytoplasm,cytoskeleton,cytosol,equilibrioception,inner ear morphogenesis,inner ear receptor stereocilium organization,microvillus,parallel actin filament bundle assembly,photoreceptor cell maintenance,photoreceptor inner segment,photoreceptor outer segment,plasma membrane,protein binding,protein localization to microvillus,regulation of microvillus length,sensory perception of light stimulus,sensory perception of sound,spectrin binding,stereocilium,synapseAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersBenign/Likely benignA=0, G=34 A=0.0, G=1.0 0.00001 515.181 34 A=0/0, G=27/7

chr1:216348764 T/T C T SNV USH2A USH2A:exonic:NM_206933.2 1 100 21 missense NM_206933.2c.4457G>A p.Arg1486Lys -1.63 0.84 26 0.094 0.03(COSM3746788),0.03(COSM3746789),0.03(COSM3746790)Concanavalin A-like lectin/glucanases superfamily,Fibronectin type III domain,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs1805049 0.3883 YES 7.839E-1 (pos.216348764)adenocarcinoma,hepatocellular_carcinomaUsherin USH2 complex,apical plasma membrane,basement membrane,ciliary basal body,collagen binding,cytoplasm,establishment of protein localization,hair cell differentiation,inner ear receptor cell differentiation,integral component of membrane,maintenance of animal organ identity,myosin binding,periciliary membrane compartment,photoreceptor cell maintenance,photoreceptor connecting cilium,photoreceptor inner segment,protein binding,protein homodimerization activity,response to stimulus,sensory perception of light stimulus,sensory perception of sound,stereocilia ankle link complex,stereocilium bundle,stereocilium membrane,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Leber Congenital Amaurosis;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersBenign C=0, T=33 C=0.0, T=1.0 0.00001 504.597 33 C=0/0, T=18/15

chr1:216595306 T/T C T SNV USH2A USH2A:exonic:NM_206933.2 1 100 2 missense NM_206933.2c.373G>A p.Ala125Thr 0.35 0.86 58 0 Concanavalin A-like lectin/glucanases superfamily,Fibronectin type III domain,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs10779261 0.3009 YES 8.348E-1 (pos.216595306) Usherin USH2 complex,apical plasma membrane,basement membrane,ciliary basal body,collagen binding,cytoplasm,establishment of protein localization,hair cell differentiation,inner ear receptor cell differentiation,integral component of membrane,maintenance of animal organ identity,myosin binding,periciliary membrane compartment,photoreceptor cell maintenance,photoreceptor connecting cilium,photoreceptor inner segment,protein binding,protein homodimerization activity,response to stimulus,sensory perception of light stimulus,sensory perception of sound,stereocilia ankle link complex,stereocilium bundle,stereocilium membrane,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Leber Congenital Amaurosis;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersBenign C=0, T=29 C=0.0, T=1.0 0.00001 432.444 29 C=0/0, T=15/14

chr1:215901492 C/T C T SNV USH2A USH2A:exonic:NM_206933.2 1 50 61 synonymous NM_206933.2c.11946G>Ap.(=) 1.01 Concanavalin A-like lectin/glucanases superfamily,Fibronectin type III domain,Laminin EGF domain,Laminin G domain,Laminin N-terminal (Domain VI)rs2820718 0.1845 YES 1.388E-3 (pos.215901492) Usherin USH2 complex,apical plasma membrane,basement membrane,ciliary basal body,collagen binding,cytoplasm,establishment of protein localization,hair cell differentiation,inner ear receptor cell differentiation,integral component of membrane,maintenance of animal organ identity,myosin binding,periciliary membrane compartment,photoreceptor cell maintenance,photoreceptor connecting cilium,photoreceptor inner segment,protein binding,protein homodimerization activity,response to stimulus,sensory perception of light stimulus,sensory perception of sound,stereocilia ankle link complex,stereocilium bundle,stereocilium membrane,visual perceptionAbnormalities, Multiple;Blindness;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Deaf-Blind Disorders;Deafness;Ear Diseases;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Leber Congenital Amaurosis;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Sensation Disorders;Usher Syndromes;Vision DisordersBenign C=14, T=14 C=0.5, T=0.5 0.00001 131.938 28 C=8/6, T=3/11

chr19:17366278 C/C T C SNV USHBP1 USHBP1:exonic:NM_031941.3 1 100 10 synonymous NM_031941.3c.1608A>G p.(=) -3.37 0.02(COSM4131384)PDZ domain of MCC-2 bdg protein for Usher syndromers4430871 0.397 YES 8.2E-1 (pos.17366278) acute_myeloid_leukaemia,neoplasmUSH1C-binding protein 1PDZ domain binding,protein binding T=0, C=27 T=0.0, C=1.0 0.00001 389.986 27 T=0/0, C=12/15

chr8:1514170 C/C G C SNV

DLGAP2,DL

GAP2-AS1 DLGAP2-AS1:intronic_nc:NR_103863.1, DLGAP2:intronic:NM_001346810.11
100

intronic NM_001346810.1, NR_103863.1c.1442+110G>Cp.? -0.02 Guanylate-kinase-associated protein (GKAP) proteinrs2301964 YES Discs large associated protein 2Autistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersG=0, C=53 G=0.0, C=1.0 0.00001 782.03 53 G=0/0, C=28/25

chr8:1575196 C/C G C SNV DLGAP2 DLGAP2:intronic:NM_001346810.1 1 100 intronic NM_001346810.1c.1590+143G>Cp.? 2.67 Guanylate-kinase-associated protein (GKAP) proteinrs35821406 YES Discs large associated protein 2Autistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersG=0, C=46 G=0.0, C=1.0 0.00001 766.587 46 G=0/0, C=17/29

chr8:1581226 G/G A G SNV DLGAP2 DLGAP2:intronic:NM_001346810.1 1 100 intronic NM_001346810.1c.1810+14A>Gp.? 0 Guanylate-kinase-associated protein (GKAP) proteinrs6995760 0.2255 YES 1.743E-1 (pos.1581226) Discs large associated protein 2Autistic Disorder;Child Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersA=0, G=104 A=0.0, G=1.0 0.00001 1629.14 104 A=0/0, G=65/39

chr4:76649924 G/G C G SNV USO1 USO1:utr_5:NM_003715.3 1 100 1 utr_5 NM_003715.3c.-80C>G p.? 0.89 Uso1 / p115 like vesicle tethering protein, C terminal region,Uso1 / p115 like vesicle tethering protein, head regionrs2280095 YES USO1 vesicle docking protein, S. cerevisiae, homolog ofCOPII vesicle coating,ER to Golgi transport vesicle membrane,ER to Golgi vesicle-mediated transport,Golgi apparatus,Golgi membrane,Golgi organization,Golgi stack,Golgi vesicle docking,RNA binding,cadherin binding,cytosol,endoplasmic reticulum,fibrillar center,intracellular protein transport,membrane,membrane fusion,perinuclear region of cytoplasm,protein binding,protein transporter activity,transcytosis,transport vesicle,vesicle fusion with Golgi apparatusArsenic Poisoning;Genital Diseases, Male;Genital Neoplasms, Male;Heavy Metal Poisoning, Nervous System;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurotoxicity Syndromes;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Urogenital NeoplasmsC=0, G=48 C=0.0, G=1.0 0.00001 818.104 48 C=0/0, G=45/3

chr8:17063335 G/G A G SNV ZDHHC2 ZDHHC2:intronic:NM_016353.4 1 100 intronic NM_016353.4c.597+51A>Gp.? -1.28 DHHC palmitoyltransferasers2904674 0.276 YES Golgi apparatus,cellular protein metabolic process,endoplasmic reticulum,integral component of membrane,integral component of plasma membrane,palmitoyltransferase activity,plasma membrane,protein palmitoylation,protein-cysteine S-palmitoyltransferase activity,recycling endosome membraneDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteA=0, G=37 A=0.0, G=1.0 0.00001 583.692 37 A=0/0, G=13/24

chr11:119229964 A/A G A SNV USP2 USP2:exonic:NM_004205.4 1 100 5 synonymous NM_004205.4c.1038C>T p.(=) -0.48 Ubiquitin carboxyl-terminal hydrolasers2241646 0.2935 YES 8.375E-1 (pos.119229964) cell cortex,cell cycle,centrosome,circadian behavior,circadian regulation of gene expression,cyclin binding,cysteine-type endopeptidase activity,entrainment of circadian clock by photoperiod,identical protein binding,locomotor rhythm,membrane,metal ion binding,muscle organ development,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,perinuclear region of cytoplasm,positive regulation of mitotic cell cycle,protein binding,protein deubiquitination,protein stabilization,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin protein ligase binding,ubiquitin-dependent protein catabolic processAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialG=0, A=72 G=0.0, A=1.0 0.00001 1130.96 72 G=0/0, A=33/39

chr8:17406409 G/A G A SNV SLC7A2 SLC7A2:intronic:NM_001164771.1 1 51.85 intronic NM_001164771.1c.818+57G>Ap.? 0.01 Amino acid permease,C-terminus of AA_permeasers144868701 YES Solute carrier family 7 (cationic amino acid transporter, y+ system), member 2L-arginine import across plasma membrane,L-lysine import across plasma membrane,L-ornithine import across plasma membrane,amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,arginine transmembrane transport,basic amino acid transmembrane transporter activity,cell junction,cellular amino acid metabolic process,high-affinity L-ornithine transmembrane transporter activity,high-affinity arginine transmembrane transporter activity,high-affinity lysine transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,low-affinity L-arginine transmembrane transporter activity,macrophage activation,membrane,nitric oxide biosynthetic process,nitric oxide production involved in inflammatory response,plasma membrane,regulation of inflammatory response,regulation of macrophage activation,transportL-Lysine,Ornithine G=13, A=14 G=0.4815, A=0.5185 0.00001 132.666 27 G=4/9, A=5/9

chr8:17417756 GT/GT TA GT MNV SLC7A2 SLC7A2:intronic:NM_001164771.1 2 100 intronic NM_001164771.1c.1419-81TA>GTp.? 0.01, -2.02 Amino acid permease,C-terminus of AA_permeasers2301540,rs386723003,rs9792322YES Solute carrier family 7 (cationic amino acid transporter, y+ system), member 2L-arginine import across plasma membrane,L-lysine import across plasma membrane,L-ornithine import across plasma membrane,amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,arginine transmembrane transport,basic amino acid transmembrane transporter activity,cell junction,cellular amino acid metabolic process,high-affinity L-ornithine transmembrane transporter activity,high-affinity arginine transmembrane transporter activity,high-affinity lysine transmembrane transporter activity,integral component of membrane,integral component of plasma membrane,low-affinity L-arginine transmembrane transporter activity,macrophage activation,membrane,nitric oxide biosynthetic process,nitric oxide production involved in inflammatory response,plasma membrane,regulation of inflammatory response,regulation of macrophage activation,transportL-Lysine,Ornithine TA=0, GT=33TA=0.0, GT=1.0 0.00001 504.598 33 TA=0/0, GT=12/21

chr11:119252199 T/G T G SNV

USP2,USP2-

AS1 USP2-AS1:upstream:NR_034160.1, USP2:utr_5:NM_004205.4 1
57.14

1 utr_5 NM_004205.4, NR_034160.1c.-8009A>C p.? 2.29 Ubiquitin carboxyl-terminal hydrolasers670906 YES 9.646E-1 (pos.119252199) cell cortex,cell cycle,centrosome,circadian behavior,circadian regulation of gene expression,cyclin binding,cysteine-type endopeptidase activity,entrainment of circadian clock by photoperiod,identical protein binding,locomotor rhythm,membrane,metal ion binding,muscle organ development,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,perinuclear region of cytoplasm,positive regulation of mitotic cell cycle,protein binding,protein deubiquitination,protein stabilization,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin protein ligase binding,ubiquitin-dependent protein catabolic processAdenocarcinoma;Carcinoma;Carcinoma, Hepatocellular;Digestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialT=15, G=20 T=0.4286, G=0.5714 0.00001 218.571 35 T=8/7, G=10/10

chr8:17917346 T/T C T SNV ASAH1 ASAH1:intronic:NM_004315.5 1 100 intronic NM_004315.5c.834-134G>Ap.? -1.25 Linear amide C-N hydrolases, choloylglycine hydrolase family,beta subunit of N-acylethanolamine-hydrolyzing acid amidasers10448130 YES N-acylsphingosine amidohydrolase (acid ceramidase) 1catalytic activity,ceramidase activity,ceramide metabolic process,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule lumen,glycosphingolipid metabolic process,integral component of membrane,lipid metabolic process,lysosomal lumen,lysosome,neutrophil degranulation,tertiary granule lumenBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Dyskinesias;Farber Lipogranulomatosis;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myoclonus;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;SphingolipidosesC=0, T=79 C=0.0, T=1.0 0.00001 1268.05 79 C=0/0, T=31/48

chr9:132623868 C/C T C SNV USP20 USP20:exonic:NM_006676.7 1 100 8 synonymous NM_006676.7c.474T>C p.(=) -3.58 DUSP domain,Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs10115249 0.0964 YES 9.968E-1 (pos.132623868) Ubiquitin-specific protease 20G-protein coupled receptor binding,centrosome,cysteine-type endopeptidase activity,cytosol,endocytosis,perinuclear region of cytoplasm,protein K48-linked deubiquitination,protein K63-linked deubiquitination,protein binding,protein deubiquitination,regulation of G-protein coupled receptor protein signaling pathway,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic process,zinc ion bindingT=0, C=34 T=0.0, C=1.0 0.00001 524.18 34 T=0/0, C=23/11

chr8:17920623 T/T C T SNV ASAH1 ASAH1:intronic:NM_004315.5 1 100 intronic NM_004315.5c.551+71G>Ap.? -0.58 Linear amide C-N hydrolases, choloylglycine hydrolase family,beta subunit of N-acylethanolamine-hydrolyzing acid amidasers6586683 0.3504 YES N-acylsphingosine amidohydrolase (acid ceramidase) 1catalytic activity,ceramidase activity,ceramide metabolic process,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule lumen,glycosphingolipid metabolic process,integral component of membrane,lipid metabolic process,lysosomal lumen,lysosome,neutrophil degranulation,tertiary granule lumenBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Dyskinesias;Farber Lipogranulomatosis;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myoclonus;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;SphingolipidosesC=0, T=20 C=0.0, T=1.0 0.00001 263.195 20 C=0/0, T=14/6

chr8:17927294 T/T C T SNV ASAH1 ASAH1:intronic:NM_004315.5 1 100 intronic NM_004315.5c.351+7G>Ap.? 0.35 Linear amide C-N hydrolases, choloylglycine hydrolase family,beta subunit of N-acylethanolamine-hydrolyzing acid amidasers4921834 0.4901 YES 3.688E-1 (pos.17927294) N-acylsphingosine amidohydrolase (acid ceramidase) 1catalytic activity,ceramidase activity,ceramide metabolic process,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule lumen,glycosphingolipid metabolic process,integral component of membrane,lipid metabolic process,lysosomal lumen,lysosome,neutrophil degranulation,tertiary granule lumenBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Dyskinesias;Farber Lipogranulomatosis;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myoclonus;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;SphingolipidosesBenign C=0, T=38 C=0.0, T=1.0 0.00001 603.786 38 C=0/0, T=14/24

chr17:20924523 A/A G A SNV USP22 USP22:exonic:NM_015276.1 1 100 3 synonymous NM_015276.1c.321C>T p.(=) 1.42 0.52(COSM6351269)Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs2291037 0.2075 YES 4.305E-1 (pos.20924523) carcinoma Ubiquitin-specific protease 22H4 histone acetyltransferase activity,SAGA complex,SAGA-type complex,cell cycle,embryo development,enzyme binding,histone H4 acetylation,histone deubiquitination,histone ubiquitination,ligand-dependent nuclear receptor transcription coactivator activity,nucleoplasm,positive regulation of mitotic cell cycle,positive regulation of transcription, DNA-templated,protein binding,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,transcription coactivator activity,transcription, DNA-templated,ubiquitin-dependent protein catabolic process,zinc ion bindingG=0, A=36 G=0.0, A=1.0 0.00001 563.744 36 G=0/0, A=16/20

chr8:17930727 A/A G A SNV ASAH1 ASAH1:intronic:NM_004315.5 1 100 intronic NM_004315.5c.174-1828C>Tp.? 0.11 Linear amide C-N hydrolases, choloylglycine hydrolase family,beta subunit of N-acylethanolamine-hydrolyzing acid amidasers6586687 0.4859 YES 3.42E-1;0.0 (pos.17930727) N-acylsphingosine amidohydrolase (acid ceramidase) 1catalytic activity,ceramidase activity,ceramide metabolic process,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule lumen,glycosphingolipid metabolic process,integral component of membrane,lipid metabolic process,lysosomal lumen,lysosome,neutrophil degranulation,tertiary granule lumenBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Dyskinesias;Farber Lipogranulomatosis;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myoclonus;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;SphingolipidosesG=0, A=25 G=0.0, A=1.0 0.00001 353.015 25 G=0/0, A=17/8

chr8:17930734 A/A C A SNV ASAH1 ASAH1:intronic:NM_004315.5 1 100 intronic NM_004315.5c.174-1835G>Tp.? -0.23 Linear amide C-N hydrolases, choloylglycine hydrolase family,beta subunit of N-acylethanolamine-hydrolyzing acid amidasers7461977 0.48 YES 3.455E-1 (pos.17930734) N-acylsphingosine amidohydrolase (acid ceramidase) 1catalytic activity,ceramidase activity,ceramide metabolic process,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule lumen,glycosphingolipid metabolic process,integral component of membrane,lipid metabolic process,lysosomal lumen,lysosome,neutrophil degranulation,tertiary granule lumenBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Dyskinesias;Farber Lipogranulomatosis;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myoclonus;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;SphingolipidosesC=0, A=25 C=0.0, A=1.0 0.00001 353.018 25 C=0/0, A=17/8

chr8:17930772 T/T C T SNV ASAH1 ASAH1:intronic:NM_004315.5 1 100 intronic NM_004315.5c.174-1873G>Ap.? -1.05 0.01(COSM3763231)Linear amide C-N hydrolases, choloylglycine hydrolase family,beta subunit of N-acylethanolamine-hydrolyzing acid amidasers3753115,rs771458302 0.4866 YES 0.0 (pos.17930769),3.513E-1 (pos.17930772)adenocarcinoma,carcinoma,neoplasmN-acylsphingosine amidohydrolase (acid ceramidase) 1catalytic activity,ceramidase activity,ceramide metabolic process,extracellular exosome,extracellular region,extracellular space,ficolin-1-rich granule lumen,glycosphingolipid metabolic process,integral component of membrane,lipid metabolic process,lysosomal lumen,lysosome,neutrophil degranulation,tertiary granule lumenBrain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Distal Myopathies;Dyskinesias;Farber Lipogranulomatosis;Genetic Diseases, Inborn;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Lipidoses;Lysosomal Storage Diseases;Lysosomal Storage Diseases, Nervous System;Metabolic Diseases;Metabolism, Inborn Errors;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Musculoskeletal Diseases;Myoclonus;Nervous System Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;SphingolipidosesBenign C=0, T=27 C=0.0, T=1.0 0.00001 389.988 27 C=0/0, T=17/10

chr8:18430201 T/A T A SNV PSD3 PSD3:intronic:NM_015310.3 1 50 intronic NM_015310.3c.2640-19A>Tp.? 0.4 PH domain,Pleckstrin homology domain,Sec7 domainrs2277137 0.1634 YES 4.407E-1 (pos.18430201) Pleckstrin and Sec7 domains-containing protein 3ARF guanyl-nucleotide exchange factor activity,cell junction,phospholipid binding,postsynaptic density,postsynaptic membrane,regulation of ARF protein signal transduction,regulation of molecular function,ruffle membraneAmphetamine-Related Disorders;Glioma;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Substance-Related DisordersT=16, A=16 T=0.5, A=0.5 0.00001 158.383 32 T=10/6, A=10/6

chr11:113679119 T/T C T SNV USP28 USP28:exonic:NM_020886.3 1 100 18 synonymous NM_020886.3c.2205G>A p.(=) -4.77 Tetratricopeptide repeat,Ubiquitin carboxyl-terminal hydrolase,Ubiquitin interaction motifrs2465647 0.1818 YES 8.935E-1;0.0 (pos.113679119) Ubiquitin-specific protease 28DNA damage checkpoint,DNA repair,Ras protein signal transduction,cell proliferation,cellular response to DNA damage stimulus,cellular response to UV,intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,nuclear body,nucleoplasm,protein binding,protein complex,protein deubiquitination,regulation of protein stability,response to ionizing radiation,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processC=0, T=71 C=0.0, T=1.0 0.00001 1111.48 71 C=0/0, T=26/45

chr19:57642098 A/A G A SNV USP29 USP29:exonic:NM_020903.2 1 100 4 synonymous NM_020903.2c.2055G>A p.(=) 0.17 0.02(COSM3757307)N-terminal of ubiquitin carboxyl-terminal hydrolase 37,Ubiquitin carboxyl-terminal hydrolasers3764574 0.4683 YES 3.374E-1 (pos.57642098) acute_myeloid_leukaemia,adenocarcinomacellular_component,protein deubiquitination,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processG=0, A=38 G=0.0, A=1.0 0.00001 603.786 38 G=0/0, A=16/22

chr8:20028553 T/C T C SNV SLC18A1 SLC18A1:intronic:NM_003053.3 1 50 intronic NM_003053.3c.858+61A>Gp.? 0.01 Major Facilitator Superfamilyrs7828538 0.1879 YES Solute carrier family 18 (vesicular monoamine), member 1aminergic neurotransmitter loading into synaptic vesicle,clathrin-sculpted monoamine transport vesicle membrane,drug transmembrane transport,drug transmembrane transporter activity,endoplasmic reticulum membrane,integral component of membrane,integral component of plasma membrane,monoamine transmembrane transporter activity,monoamine transport,presynapse,serotonin transmembrane transporter activity,serotonin transportEphedra,MMDA,Methamphetamine,Norepinephrine,ReserpineT=37, C=37 T=0.5, C=0.5 0.00001 375.36 74 T=24/13, C=19/18

chr12:109511256 C/C T C SNV USP30 USP30:exonic:NM_032663.4 1 100 7 synonymous NM_032663.4c.639T>C p.(=) -0.49 Ubiquitin carboxyl-terminal hydrolasers7967322 0.199 YES 9.761E-1 (pos.109511256) Ubiquitin-specific protease 30autophagy of mitochondrion,cysteine-type endopeptidase activity,integral component of membrane,mitochondrial fusion,mitochondrial outer membrane,mitochondrion,negative regulation of mitophagy,protein K11-linked deubiquitination,protein K6-linked deubiquitination,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processT=0, C=26 T=0.0, C=1.0 0.00001 371.056 26 T=0/0, C=15/11

chr12:109520768 CG/CG C CG INDEL USP30 USP30:exonic:NM_032663.4 1 100 11 frameshiftInsertion NM_032663.4c.1069_1070insGp.His357fs 4.19 Ubiquitin carboxyl-terminal hydrolase Ubiquitin-specific protease 30autophagy of mitochondrion,cysteine-type endopeptidase activity,integral component of membrane,mitochondrial fusion,mitochondrial outer membrane,mitochondrion,negative regulation of mitophagy,protein K11-linked deubiquitination,protein K6-linked deubiquitination,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processC=0, CG=51 C=0.0, CG=1.0 0.00001 409.316 51 C=0/0, CG=29/22

chr8:20068163 G/G T G SNV ATP6V1B2 ATP6V1B2:intronic:NM_001693.3 1 100 intronic NM_001693.3c.463+6T>Gp.? -0.54 ATP synthase alpha/beta family, beta-barrel domain,ATP synthase alpha/beta family, nucleotide-binding domainrs7460146 0.0274 YES 9.999E-1 (pos.20068163) ATPase, H+ transporting, lysosomal, V1 subunit B, isoform 2ATP binding,ATP hydrolysis coupled proton transport,ATP metabolic process,cytosol,endomembrane system,extracellular exosome,hydrogen ion transmembrane transporter activity,insulin receptor signaling pathway,integral component of membrane,intracellular membrane-bounded organelle,ion transmembrane transport,lysosomal membrane,melanosome,microvillus,myelin sheath,phagosome acidification,plasma membrane,protein binding,proton transport,proton-transporting ATPase activity, rotational mechanism,proton-transporting V-type ATPase, V1 domain,regulation of macroautophagy,ruffle,transferrin transportAbnormalities, Multiple;Arthritis;Autoimmune Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Deafness;Depressive Disorder;Depressive Disorder, Major;Ear Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Fibromatosis, Gingival;Gingival Diseases;Gingival Overgrowth;Glomerulonephritis;Glomerulonephritis, IGA;Hand Deformities;Hand Deformities, Congenital;Hearing Disorders;Hearing Loss;Immune System Diseases;Joint Diseases;Kidney Diseases;Limb Deformities, Congenital;Male Urogenital Diseases;Mental Disorders;Mood Disorders;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nephritis;Nervous System Diseases;Neurologic Manifestations;Osteoarthritis;Otorhinolaryngologic Diseases;Periodontal Diseases;Rheumatic Diseases;Sensation Disorders;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth Diseases;Upper Extremity Deformities, Con4-(2-AMINOETHYL)BENZENESULFONYL FLUORIDE,Gallium nitrateT=0, G=76 T=0.0, G=1.0 0.00001 1206.25 76 T=0/0, G=17/59

chr8:20110219 G/A G A SNV LZTS1 LZTS1:intronic:NM_021020.3 1 50 intronic NM_021020.3c.1149+74C>Tp.? -0.73 Fez1 rs2645385 YES Leucine zipper, putative tumor suppressor 1DNA binding,DNA binding transcription factor activity,apical plasma membrane,cell body,cell junction,cytoplasm,dendritic shaft,dendritic spine,microtubule binding,mitotic cell cycle phase transition,negative regulation of macroautophagy,postsynaptic density,postsynaptic membrane,protein binding,regulation of dendrite morphogenesis,regulation of synaptic plasticity,regulation of transcription, DNA-templated,transcription, DNA-templatedDigestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Head and Neck Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=11, A=11 G=0.5, A=0.5 0.00001 94.6067 22 G=5/6, A=1/10

chr12:109520769 G/G A G SNV USP30 USP30:exonic:NM_032663.4 1 100 11 missense NM_032663.4c.1070A>G p.His357Arg -0.01 0.75 29 0 0.02(COSM4419308),0.38(COSM3998654)Ubiquitin carboxyl-terminal hydrolasers16939904 0.0829 YES 1.456E-1 (pos.109520769)acute_myeloid_leukaemia,carcinomaUbiquitin-specific protease 30autophagy of mitochondrion,cysteine-type endopeptidase activity,integral component of membrane,mitochondrial fusion,mitochondrial outer membrane,mitochondrion,negative regulation of mitophagy,protein K11-linked deubiquitination,protein K6-linked deubiquitination,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processA=0, G=51 A=0.0, G=1.0 0.00001 754.579 51 A=0/0, G=29/22

chr8:2046576 G/T G T SNV MYOM2 MYOM2:intronic:NM_003970.3 1 50 intronic NM_003970.3c.2314-111G>Tp.? -0.1 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs2294065 YES Myomesin 2 M band,Z disc,actin filament binding,actin filament organization,extraocular skeletal muscle development,kinase binding,mitochondrion,muscle alpha-actinin binding,muscle contraction,muscle myosin complex,myosin filament,protein binding,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityG=16, T=16 G=0.5, T=0.5 0.00001 158.373 32 G=10/6, T=6/10

chr16:23079353 C/C T C SNV USP31 USP31:utr_3:NM_020718.3 1 100 16 utr_3 NM_020718.3c.4073A>G p.? 0.44 Ubiquitin carboxyl-terminal hydrolasers8047644 0.0867 YES 9.134E-1 (pos.23079353) Ubiquitin-specific peptidase 48nucleus,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processT=0, C=26 T=0.0, C=1.0 0.00001 371.391 26 T=0/0, C=12/14

chr8:2048518 G/G A G SNV MYOM2 MYOM2:intronic:NM_003970.3 1 100 intronic NM_003970.3c.2441-148A>Gp.? 0.69 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs3779839 YES Myomesin 2 M band,Z disc,actin filament binding,actin filament organization,extraocular skeletal muscle development,kinase binding,mitochondrion,muscle alpha-actinin binding,muscle contraction,muscle myosin complex,myosin filament,protein binding,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityA=0, G=49 A=0.0, G=1.0 0.00001 831.633 49 A=0/0, G=46/3

chr8:2048640 A/A C A SNV MYOM2 MYOM2:intronic:NM_003970.3 1 100 intronic NM_003970.3c.2441-26C>Ap.? -0.57 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs3779838 0.4313 YES 6.573E-1 (pos.2048640) Myomesin 2 M band,Z disc,actin filament binding,actin filament organization,extraocular skeletal muscle development,kinase binding,mitochondrion,muscle alpha-actinin binding,muscle contraction,muscle myosin complex,myosin filament,protein binding,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityC=0, A=51 C=0.0, A=1.0 0.00001 751.577 51 C=0/0, A=42/9

chr8:2063920 CAT/C CAT C INDEL MYOM2 MYOM2:intronic:NM_003970.3 2 50 intronic NM_003970.3c.3325+24CAT>Cp.? -0.96, -3.0, -0.24 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domainrs201826780,rs34379172,rs746733926,rs7689169010.4603 YES 0.0 (pos.2063921),2.831E-1 (pos.2063920)Myomesin 2 M band,Z disc,actin filament binding,actin filament organization,extraocular skeletal muscle development,kinase binding,mitochondrion,muscle alpha-actinin binding,muscle contraction,muscle myosin complex,myosin filament,protein binding,sarcomere organization,striated muscle contraction,striated muscle myosin thick filament assembly,structural constituent of muscle,structural molecule activity conferring elasticityCAT=16, C=16CAT=0.5, C=0.5 0.00001 158.383 32 CAT=6/10, C=4/12

chr2:61522123 C/C T C SNV USP34 USP34:exonic:NM_014709.3 1 100 32 synonymous NM_014709.3c.4422A>G p.(=) 0.02 Ubiquitin carboxyl-terminal hydrolasers13014347 0.0178 YES 9.997E-1 (pos.61522123) Ubiquitin-specific protease 34Wnt signaling pathway,cysteine-type endopeptidase activity,cytosol,positive regulation of canonical Wnt signaling pathway,protein K48-linked deubiquitination,protein binding,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processT=0, C=32 T=0.0, C=1.0 0.00001 485.137 32 T=0/0, C=17/15

chr8:21891968 G/G C G SNV NPM2 NPM2:intronic:NM_182795.1 1 100 intronic NM_182795.1c.532-53C>Gp.? -0.14 Nucleoplasmin/nucleophosmin domainrs4871915 0.0248 YES Nucleophosmin/nucleoplasmin family, member 2chromatin binding,chromatin remodeling,covalent chromatin modification,cytoplasmic chromatin,embryo development,enzyme binding,histone binding,nuclear chromatin,nucleus,oocyte differentiation,positive regulation of DNA replication,positive regulation of catalytic activity,positive regulation of meiotic nuclear division,protein binding,protein homooligomerization,regulation of exit from mitosis,single fertilizationC=0, G=100 C=0.0, G=1.0 0.00001 1702.22 100 C=0/0, G=57/43

chr8:21925214 G/G C G SNV DMTN DMTN:intronic:NM_001114136.2 1 100 intronic NM_001114136.2c.249+21C>Gp.? -0.07 Putative adherens-junction anchoring region of AbLIM,Villin headpiece domainrs6997244 0.1663 YES 9.752E-1 (pos.21925214) actin binding,actin cytoskeleton,actin cytoskeleton organization,actin filament,actin filament bundle assembly,actin filament capping,actin filament reorganization,calcium-mediated signaling using extracellular calcium source,calcium-mediated signaling using intracellular calcium source,cell projection membrane,cellular response to cAMP,cellular response to calcium ion,cortical cytoskeleton,cytoplasmic vesicle,cytoskeleton organization,cytosol,endomembrane system,erythrocyte development,negative regulation of cell-substrate adhesion,negative regulation of focal adhesion assembly,negative regulation of peptidyl-serine phosphorylation,negative regulation of peptidyl-threonine phosphorylation,negative regulation of peptidyl-tyrosine phosphorylation,negative regulation of protein targeting to membrane,negative regulation of substrate adhesion-dependent cell spreading,perinuclear region of cytoplasm,plasma membrane,platelet dense tubular network membrane,positive regulation of blood coagulation,positive regulationC=0, G=21 C=0.0, G=1.0 0.00001 281.235 21 C=0/0, G=16/5

chr8:21927460 G/G C G SNV DMTN DMTN:intronic:NM_001114136.2 1 100 intronic NM_001114136.2c.451+12C>Gp.? 0.02 Putative adherens-junction anchoring region of AbLIM,Villin headpiece domainrs7386762 0.1783 YES 9.753E-1 (pos.21927460) actin binding,actin cytoskeleton,actin cytoskeleton organization,actin filament,actin filament bundle assembly,actin filament capping,actin filament reorganization,calcium-mediated signaling using extracellular calcium source,calcium-mediated signaling using intracellular calcium source,cell projection membrane,cellular response to cAMP,cellular response to calcium ion,cortical cytoskeleton,cytoplasmic vesicle,cytoskeleton organization,cytosol,endomembrane system,erythrocyte development,negative regulation of cell-substrate adhesion,negative regulation of focal adhesion assembly,negative regulation of peptidyl-serine phosphorylation,negative regulation of peptidyl-threonine phosphorylation,negative regulation of peptidyl-tyrosine phosphorylation,negative regulation of protein targeting to membrane,negative regulation of substrate adhesion-dependent cell spreading,perinuclear region of cytoplasm,plasma membrane,platelet dense tubular network membrane,positive regulation of blood coagulation,positive regulationC=0, G=28 C=0.0, G=1.0 0.00001 408.718 28 C=0/0, G=12/16

chr8:21937870 A/A G A SNV DMTN DMTN:intronic:NM_001114136.2 1 100 intronic NM_001114136.2c.901-53G>Ap.? 0.72 Putative adherens-junction anchoring region of AbLIM,Villin headpiece domainrs7835670 0.1565 YES actin binding,actin cytoskeleton,actin cytoskeleton organization,actin filament,actin filament bundle assembly,actin filament capping,actin filament reorganization,calcium-mediated signaling using extracellular calcium source,calcium-mediated signaling using intracellular calcium source,cell projection membrane,cellular response to cAMP,cellular response to calcium ion,cortical cytoskeleton,cytoplasmic vesicle,cytoskeleton organization,cytosol,endomembrane system,erythrocyte development,negative regulation of cell-substrate adhesion,negative regulation of focal adhesion assembly,negative regulation of peptidyl-serine phosphorylation,negative regulation of peptidyl-threonine phosphorylation,negative regulation of peptidyl-tyrosine phosphorylation,negative regulation of protein targeting to membrane,negative regulation of substrate adhesion-dependent cell spreading,perinuclear region of cytoplasm,plasma membrane,platelet dense tubular network membrane,positive regulation of blood coagulation,positive regulationG=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=9/17

chr8:21959191 G/G A G SNV FAM160B2 FAM160B2:intronic:NM_022749.5 1 100 intronic NM_022749.5c.1708-28A>Gp.? -5.06 Retinoic acid induced 16-like proteinrs6557810 5.00E-04 YES 9.999E-1 (pos.21959191) A=0, G=92 A=0.0, G=1.0 0.00001 1538.77 92 A=0/0, G=47/45

chr2:61575308 G/G A G SNV USP34 USP34:exonic:NM_014709.3 1 100 15 missense NM_014709.3c.1982T>C p.Met661Thr 1.3 0.54 81 0 Ubiquitin carboxyl-terminal hydrolasers6722430 0.0193 YES 9.995E-1 (pos.61575308) Ubiquitin-specific protease 34Wnt signaling pathway,cysteine-type endopeptidase activity,cytosol,positive regulation of canonical Wnt signaling pathway,protein K48-linked deubiquitination,protein binding,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processA=0, G=28 A=0.0, G=1.0 0.00001 408.717 28 A=0/0, G=13/15

chr8:21973970 A/A C A SNV HR HR:intronic:NM_005144.4 1 100 intronic NM_005144.4c.3379-29G>Tp.? 0.85 JmjC domain, hydroxylasers6557829 0.4071 YES 3.779E-1 (pos.21973970) Hairless, mouse, homolog ofDNA binding,DNA binding transcription factor activity,chromatin,chromatin DNA binding,histone H3-K9 demethylation,histone demethylase activity (H3-K9 specific),metal ion binding,negative regulation of transcription, DNA-templated,nuclear body,nucleoplasm,nucleus,oxidation-reduction process,oxidoreductase activity,regulation of transcription, DNA-templated,transcription corepressor activity,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedAlopecia;Hair Diseases;Hypotrichosis;Skin Diseases;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DiseasesC=0, A=39 C=0.0, A=1.0 0.00001 628.17 39 C=0/0, A=8/31

chr2:61493225 T/A T A SNV USP34 USP34:exonic:NM_014709.3 1 56 42 synonymous NM_014709.3c.5511A>T p.(=) -0.82 0.24(COSM221040)Ubiquitin carboxyl-terminal hydrolasers113399084 0.0307 YES 5.798E-4 (pos.61493225) diffuse_large_B_cell_lymphomaUbiquitin-specific protease 34Wnt signaling pathway,cysteine-type endopeptidase activity,cytosol,positive regulation of canonical Wnt signaling pathway,protein K48-linked deubiquitination,protein binding,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processT=11, A=14 T=0.44, A=0.56 0.00001 134.348 25 T=5/6, A=5/9

chr11:77921527 C/C G C SNV USP35 USP35:exonic:NM_020798.3 1 100 10 missense NM_020798.3c.2626G>C p.Ala876Pro -0.36 0.57 27 0 0.02(COSM4417721),0.02(COSM4417722)Ubiquitin carboxyl-terminal hydrolasers2512526 0.0391 YES 6.47E-1 (pos.77921527) acute_myeloid_leukaemia protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processG=0, C=33 G=0.0, C=1.0 0.00001 494.247 33 G=0/0, C=4/29

chr8:22020294 A/A C A SNV SFTPC SFTPC:intronic:NM_001172410.1 1 100 intronic NM_001172410.1c.201+49C>Ap.? -0.37 BRICHOS domain,Surfactant protein C, N terminal propeptiders2070684 0.0837 YES 7.327E-1;1.278E-3 (pos.22020294) Surfactant, pulmonary-associated protein C (pulmonary surfactant apoprotein-2, SP-C)cellular protein metabolic process,clathrin-coated endocytic vesicle,endoplasmic reticulum membrane,extracellular region,extracellular space,identical protein binding,integral component of membrane,lamellar body,multivesicular body lumen,protein binding,respiratory gaseous exchangeAdnexal Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genital Diseases, Female;Gonadal Disorders;Idiopathic Interstitial Pneumonias;Idiopathic Pulmonary Fibrosis;Infant, Newborn, Diseases;Infant, Premature, Diseases;Lung Diseases;Lung Diseases, Interstitial;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Pulmonary Alveolar Proteinosis;Pulmonary Fibrosis;Respiration Disorders;Respiratory Distress Syndrome, Newborn;Respiratory Tract DiseasesC=0, A=21 C=0.0, A=1.0 0.00001 281.235 21 C=0/0, A=4/17

chr17:76799860 T/C T C SNV USP36 USP36:exonic:NM_001321291.1 1 57.14 16 missense NM_001321291.1c.2417A>G p.Gln806Arg -1.81 0.96 43 0 0.02(COSM3766199),0.02(COSM3766200),0.03(COSM4139912),0.03(COSM4139913)Ubiquitin carboxyl-terminal hydrolasers3088040,rs748398837 0.4553 YES 6.002E-1;0.0;0.0 (pos.76799860)adenocarcinoma,hepatocellular_carcinoma,mixed_adenosquamous_carcinoma,neoplasmUbiquitin-specific protease 36RNA binding,nuclear speck,nucleolus,positive regulation of protein targeting to mitochondrion,protein deubiquitination,regulation of autophagy of mitochondrion,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processT=12, C=20 T=0.375, C=0.625 0.00001 244.877 35 T=2/10, C=11/9

chr8:22424489 G/G A G SNV SORBS3 SORBS3:intronic:NM_005775.4 1 100 intronic NM_005775.4c.1191-85A>Gp.? 0.05 SH3 domain,Sorbin homologous domain,Variant SH3 domainrs11779261 YES Sorbin and SH3 domains-containing 3actin filament organization,cell adhesion,cell-substrate adhesion,cytoskeleton,cytosol,focal adhesion,muscle contraction,negative regulation of transcription from RNA polymerase II promoter,nucleus,positive regulation of MAPK cascade,positive regulation of cytoskeleton organization,positive regulation of stress fiber assembly,protein binding,structural constituent of cytoskeleton,transcription factor binding,vinculin bindingA=0, G=71 A=0.0, G=1.0 0.00001 1111.27 71 A=0/0, G=27/44

chr2:234449316 A/A G A SNV USP40 USP40:exonic:NM_018218.2 1 100 9 synonymous NM_018218.2c.1195C>T p.(=) 2.71 Ubiquitin carboxyl-terminal hydrolasers2167884 0.2123 YES 8.694E-1 (pos.234449316) Ubiquitin-specific protease 40protein deubiquitination,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processG=0, A=62 G=0.0, A=1.0 0.00001 930.44 62 G=0/0, A=25/37

chr6:99883704 C/C T C SNV USP45 USP45:exonic:NM_001080481.1 1 100 18 missense NM_001080481.1c.2333A>G p.Asn778Ser 1.69 1 46 0 Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs6570065 1.00E-04 1.0;0.0 (pos.99883704) DNA repair,cytoplasm,global genome nucleotide-excision repair,nucleoplasm,nucleus,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic process,zinc ion bindingT=0, C=63 T=0.0, C=1.0 0.00001 958.917 63 T=0/0, C=40/23

chr8:22460204 G/G A G SNV C8orf58 C8orf58:intronic:NM_001013842.2 1 100 intronic NM_001013842.2c.986+48A>Gp.? 0.86 Domain of unknown function (DUF4657)rs34268501 0.3384 YES 2.825E-1 (pos.22460204) A=0, G=58 A=0.0, G=1.0 0.00001 867.385 58 A=0/0, G=17/41

chr8:22464064 C/C T C SNV CCAR2 CCAR2:intronic:NM_021174.5 1 100 intronic NM_021174.5c.151-56T>Cp.? -2.03 DBC1,S1-like rs2291232 YES 2.003E-1 (pos.22464064) Cell division cycle and apoptosis regulator 2DBIRD complex,RNA binding,RNA polymerase II core binding,RNA splicing,Wnt signaling pathway,cell cycle,cellular response to DNA damage stimulus,cytoplasm,enzyme binding,enzyme inhibitor activity,mRNA processing,mitochondrial fragmentation involved in apoptotic process,mitochondrial matrix,negative regulation of catalytic activity,negative regulation of cell growth,negative regulation of intrinsic apoptotic signaling pathway in response to DNA damage,negative regulation of proteasomal ubiquitin-dependent protein catabolic process,negative regulation of transcription, DNA-templated,nuclear chromatin,nucleoplasm,nucleus,positive regulation of DNA damage checkpoint,positive regulation of apoptotic process,positive regulation of canonical Wnt signaling pathway,protein binding,regulation of DNA-templated transcription, elongation,regulation of cellular response to heat,regulation of circadian rhythm,regulation of protein deacetylation,regulation of protein stability,regulation of transcription, DNA-templated,responT=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=14/11

chr6:99883694 T/C T C SNV USP45 USP45:exonic:NM_001080481.1 1 57.14 18 synonymous NM_001080481.1c.2343A>G p.(=) 1.2 0.84(COSM150143)Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs9402791 0.189 YES 5.109E-1 (pos.99883694) acute_myeloid_leukaemia,adenocarcinoma,carcinomaDNA repair,cytoplasm,global genome nucleotide-excision repair,nucleoplasm,nucleus,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic process,zinc ion bindingT=27, C=36 T=0.4286, C=0.5714 0.00001 379.937 63 T=22/5, C=18/18

chr6:99894086 C/G C G SNV USP45 USP45:exonic:NM_001080481.1 1 50 14 missense NM_001080481.1c.1562G>C p.Arg521Thr 1.77 0.53 71 0.669 0.16(COSM3762233)Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs41288947 0.3294 YES 8.341E-2 (pos.99894086) acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomaDNA repair,cytoplasm,global genome nucleotide-excision repair,nucleoplasm,nucleus,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic process,zinc ion bindingC=15, G=15 C=0.5, G=0.5 0.00001 145.025 30 C=10/5, G=11/4

chr1:22109370 A/A G A SNV USP48 USP48:exonic:NM_032236.7 1 100 1 synonymous NM_032236.7c.81C>T p.(=) 1.73 0.62(COSM5460403)Ubiquitin carboxyl-terminal hydrolasers10917042 0.2186 YES 6.977E-1 (pos.22109370) adenocarcinoma,neoplasmUbiquitin-specific peptidase 48cytosol,mitochondrion,nucleoplasm,protein deubiquitination,proteolysis,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic processAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersG=0, A=68 G=0.0, A=1.0 0.00001 1053.55 68 G=0/0, A=16/52

chr15:50773755 A/A G A SNV USP8 USP8:exonic:NM_005154.4 1 100 11 synonymous NM_005154.4c.1296G>A p.(=) -0.81 Rhodanese-like domain,USP8 dimerisation domain,Ubiquitin carboxyl-terminal hydrolasers3131561 0 1.0 (pos.50773755) Ubiquitin-specific protease 8SH3 domain binding,cadherin binding,cell proliferation,cellular response to dexamethasone stimulus,cellular response to nerve growth factor stimulus,cysteine-type endopeptidase activity,cytoplasm,cytosol,dendritic spine,early endosome,endosome organization,extrinsic component of endosome membrane,extrinsic component of plasma membrane,midbody,mitotic cytokinesis,nucleus,postsynaptic density,protein K48-linked deubiquitination,protein K63-linked deubiquitination,protein binding,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,ubiquitin-dependent protein catabolic processACTH-Secreting Pituitary Adenoma;Adenoma;Brain Diseases;Central Nervous System Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Hyperpituitarism;Hypothalamic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Pituitary ACTH Hypersecretion;Pituitary Diseases;Pituitary NeoplasmsG=0, A=37 G=0.0, A=1.0 0.00001 583.705 37 G=0/0, A=25/12

chr15:50782703 A/G A G SNV USP8 USP8:exonic:NM_005154.4 1 50 14 missense NM_005154.4c.2215A>G p.Thr739Ala -1.08 1 58 0 Rhodanese-like domain,USP8 dimerisation domain,Ubiquitin carboxyl-terminal hydrolasers11638390 0.1829 YES 1.875E-3 (pos.50782703) Ubiquitin-specific protease 8SH3 domain binding,cadherin binding,cell proliferation,cellular response to dexamethasone stimulus,cellular response to nerve growth factor stimulus,cysteine-type endopeptidase activity,cytoplasm,cytosol,dendritic spine,early endosome,endosome organization,extrinsic component of endosome membrane,extrinsic component of plasma membrane,midbody,mitotic cytokinesis,nucleus,postsynaptic density,protein K48-linked deubiquitination,protein K63-linked deubiquitination,protein binding,protein deubiquitination,thiol-dependent ubiquitin-specific protease activity,ubiquitin-dependent protein catabolic processACTH-Secreting Pituitary Adenoma;Adenoma;Brain Diseases;Central Nervous System Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Hyperpituitarism;Hypothalamic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Pituitary ACTH Hypersecretion;Pituitary Diseases;Pituitary NeoplasmsA=16, G=16 A=0.5, G=0.5 0.00001 158.383 32 A=6/10, G=11/5

chr8:23117643 C/C T C SNV CHMP7 CHMP7:intronic:NM_152272.4 1 100 intronic NM_152272.4c.1121-14T>Cp.? -0.08 FLYWCH-type zinc finger-containing protein 1,Snf7rs2294125 0.4721 YES 2.967E-2 (pos.23117643) CHMP family, member 7ESCRT III complex,ESCRT III complex disassembly,cell separation after cytokinesis,chromatin,cytosol,endosomal transport,exit from mitosis,late endosome to vacuole transport,mitotic metaphase plate congression,multivesicular body assembly,nuclear envelope,nuclear envelope reassembly,nucleus,nucleus organization,protein binding,protein localization to chromatin,protein transport,protein transporter activity,viral budding via host ESCRT complex,viral life cycleT=0, C=61 T=0.0, C=1.0 0.00001 921.853 61 T=0/0, C=35/26

chr12:101750814 A/A T A SNV UTP20 UTP20:exonic:NM_014503.2 1 100 43 missense NM_014503.2c.5645T>A p.Leu1882Gln 4.45 0.88 113 0 Down-regulated in metastasisrs10082778 0.011 9.998E-1 (pos.101750814) UTP20, S. cerevisiae, homolog of90S preribosome,RNA binding,cytoplasm,endonucleolytic cleavage in 5'-ETS of tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),endonucleolytic cleavage in ITS1 to separate SSU-rRNA from 5.8S rRNA and LSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),endonucleolytic cleavage to generate mature 5'-end of SSU-rRNA from (SSU-rRNA, 5.8S rRNA, LSU-rRNA),maturation of SSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),negative regulation of cell proliferation,nucleolus,nucleoplasm,plasma membrane,preribosome, small subunit precursor,protein binding,rRNA processing,small-subunit processomeAlcohol-Related Disorders;Alcoholism;Mental Disorders;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Substance-Related DisordersT=0, A=114 T=0.0, A=1.0 0.00001 1815.31 114 T=0/0, A=71/43

chr8:23167560 C/C T C SNV LOXL2 LOXL2:intronic:NM_002318.2 1 100 intronic NM_002318.2c.1637-136A>Gp.? -0.56 Lysyl oxidase,Scavenger receptor cysteine-rich domainrs12548642,rs934247956 YES Lysyl oxidase-like 2aging,basement membrane,cell adhesion,cellular protein modification process,chromosome,collagen fibril organization,copper ion binding,covalent chromatin modification,electron transfer activity,electron transport chain,endothelial cell migration,endothelial cell proliferation,epithelial to mesenchymal transition,extracellular matrix,extracellular space,membrane,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,oligosaccharide binding,positive regulation of chondrocyte differentiation,protein binding,protein-lysine 6-oxidase activity,receptor-mediated endocytosis,response to copper ion,response to hypoxia,scavenger receptor activity,sprouting angiogenesis,transcription, DNA-templatedBasal Ganglia Diseases;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Breast Diseases;Breast Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Squamous Cell;Cell Transformation, Neoplastic;Central Nervous System Diseases;Cholestasis;Cholestasis, Intrahepatic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Head and Neck Neoplasms;Hepatitis;Hepatitis B;Hepatitis C;Hepatitis, Viral, Human;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Movement Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic ProT=0, C=68 T=0.0, C=1.0 0.00001 1053.56 68 T=0/0, C=31/37

chr8:23174748 A/G A G SNV LOXL2 LOXL2:intronic:NM_002318.2 1 97.06 intronic NM_002318.2c.1471-121T>Cp.? 0.4 Lysyl oxidase,Scavenger receptor cysteine-rich domainrs13250587 YES Lysyl oxidase-like 2aging,basement membrane,cell adhesion,cellular protein modification process,chromosome,collagen fibril organization,copper ion binding,covalent chromatin modification,electron transfer activity,electron transport chain,endothelial cell migration,endothelial cell proliferation,epithelial to mesenchymal transition,extracellular matrix,extracellular space,membrane,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,oligosaccharide binding,positive regulation of chondrocyte differentiation,protein binding,protein-lysine 6-oxidase activity,receptor-mediated endocytosis,response to copper ion,response to hypoxia,scavenger receptor activity,sprouting angiogenesis,transcription, DNA-templatedBasal Ganglia Diseases;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Breast Diseases;Breast Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Squamous Cell;Cell Transformation, Neoplastic;Central Nervous System Diseases;Cholestasis;Cholestasis, Intrahepatic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Head and Neck Neoplasms;Hepatitis;Hepatitis B;Hepatitis C;Hepatitis, Viral, Human;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Movement Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic ProA=1, G=33 A=0.0294, G=0.9706 0.00001 492.963 34 A=1/0, G=25/8

chr8:23174823 CCA/CCA GTG CCA MNV LOXL2 LOXL2:intronic:NM_002318.2 3 100 intronic NM_002318.2c.1471-196CAC>TGGp.? 0.04, -0.61, -0.89 Lysyl oxidase,Scavenger receptor cysteine-rich domainrs35951329,rs377292868,rs75209794,rs76278588,rs79320561YES Lysyl oxidase-like 2aging,basement membrane,cell adhesion,cellular protein modification process,chromosome,collagen fibril organization,copper ion binding,covalent chromatin modification,electron transfer activity,electron transport chain,endothelial cell migration,endothelial cell proliferation,epithelial to mesenchymal transition,extracellular matrix,extracellular space,membrane,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,oligosaccharide binding,positive regulation of chondrocyte differentiation,protein binding,protein-lysine 6-oxidase activity,receptor-mediated endocytosis,response to copper ion,response to hypoxia,scavenger receptor activity,sprouting angiogenesis,transcription, DNA-templatedBasal Ganglia Diseases;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Breast Diseases;Breast Neoplasms;Carcinogenesis;Carcinoma;Carcinoma, Squamous Cell;Cell Transformation, Neoplastic;Central Nervous System Diseases;Cholestasis;Cholestasis, Intrahepatic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Head and Neck Neoplasms;Hepatitis;Hepatitis B;Hepatitis C;Hepatitis, Viral, Human;Hepatolenticular Degeneration;Heredodegenerative Disorders, Nervous System;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Metal Metabolism, Inborn Errors;Movement Disorders;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic ProGTG=0, CCA=21GTG=0.0, CCA=1.0 0.00001 281.179 21 GTG=0/0, CCA=15/6

chr3:190999990 T/T C T SNV UTS2B UTS2B:utr_5:NM_198152.3 1 100 5 utr_5 NM_198152.3c.-12G>A p.? 0.51 Urotensin II rs6444535 0.3957 YES 5.715E-1 (pos.190999990) G-protein coupled receptor binding,G-protein coupled receptor signaling pathway,extracellular region,hormone activity,regulation of blood pressure,regulation of blood vessel diameter,regulation of receptor activityC=0, T=119 C=0.0, T=1.0 0.00001 1879.9 119 C=0/0, T=42/77

chr6:30888161 C/C T C SNV VARS2 VARS2:exonic:NM_001167734.1 1 100 14 missense NM_001167734.1c.1435T>C p.Trp479Arg 1.3 1 101 0 0.26(COSM5427258)Anticodon-binding domain of tRNA,tRNA synthetases class I (I, L, M and V),tRNA synthetases class I (M)rs2249464,rs759704509,rs7656259940.4599 YES 0.0 (pos.30888151),8.41E-1;0.0 (pos.30888161)acute_myeloid_leukaemiaValyl-tRNA synthetase,Valyl-tRNA synthetase 2ATP binding,aminoacyl-tRNA editing activity,aminoacyl-tRNA ligase activity,cytosol,ligase activity,mitochondrion,protein binding,regulation of translational fidelity,tRNA aminoacylation for protein translation,valine-tRNA ligase activity,valyl-tRNA aminoacylationBenign T=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=18/5

chr14:77236380 T/T C T SNV VASH1 VASH1:exonic:NM_014909.4 1 100 2 synonymous NM_014909.4c.384C>T p.(=) 6.02 0.97(COSM3765771),0.97(COSM3765772)Vasohibin rs3815550 0.3829 YES 4.746E-1 (pos.77236380) acute_myeloid_leukaemia,carcinoma,ductal_carcinoma,hepatocellular_carcinomaangiogenesis,apical part of cell,cell cycle arrest,cytoplasm,endoplasmic reticulum,extracellular space,labyrinthine layer blood vessel development,negative regulation of angiogenesis,negative regulation of blood vessel endothelial cell migration,negative regulation of endothelial cell migration,negative regulation of endothelial cell proliferation,negative regulation of lymphangiogenesis,protein binding,regulation of cellular senescence,response to woundingC=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=13/8

chr8:24358850 G/G C G SNV

ADAM7,LOC

101929294,

LOC101929

315 LOC101929315:intronic_nc:NR_125809.1, LOC101929294:intronic_nc:NR_125808.1, ADAM7:intronic:NM_003817.31

100

intronic NR_125808.1, NM_003817.3, NR_125809.1c.2109-140C>Gp.? 0.48 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders1388819 YES A disintegrin and metalloproteinase domain 7integral component of membrane,metal ion binding,metalloendopeptidase activity,plasma membrane,proteolysisC=0, G=40 C=0.0, G=1.0 0.00001 644.281 40 C=0/0, G=36/4

chr1:101203827 A/A G A SNV VCAM1 VCAM1:exonic:NM_001078.3 1 100 9 synonymous NM_001078.3c.2208G>A p.(=) 0.87 0.06(COSM6350779)Immunoglobulin C2-set domain,Immunoglobulin I-set domain,Immunoglobulin domainrs3176879 0.0313 YES 8.306E-1 (pos.101203827)carcinoma Vascular cell adhesion molecule-1B cell differentiation,Golgi apparatus,acute inflammatory response,aging,alpha9-beta1 integrin-vascular cell adhesion molecule-1 complex,amine metabolic process,apical part of cell,calcium-mediated signaling using intracellular calcium source,cell adhesion,cell adhesion molecule binding,cell chemotaxis,cell surface,cell-cell adhesion,cell-matrix adhesion,cellular response to tumor necrosis factor,cellular response to vascular endothelial growth factor stimulus,chronic inflammatory response,early endosome,endoplasmic reticulum,external side of plasma membrane,extracellular exosome,extracellular matrix organization,extracellular space,filopodium,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,integral component of membrane,integrin binding,interferon-gamma-mediated signaling pathway,leukocyte cell-cell adhesion,leukocyte tethering or rolling,membrane to membrane docking,microvillus,oxidation-reduction process,plasma membrane,podosome,positive regulation of T cell proliferation,primarAdenocarcinoma;Anemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Anemia, Sickle Cell;Arterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Bile Duct Diseases;Biliary Tract Diseases;Brain Diseases;Carcinoma;Carcinoma, Hepatocellular;Cardiovascular Diseases;Central Nervous System Diseases;Cholestasis;Colitis;Colitis, Ulcerative;Colonic Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Diabetes Mellitus;Digestive System Diseases;Digestive System Neoplasms;Dyslipidemias;Embolism and Thrombosis;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Heart Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hypercholesterolemia;Hyperlipidemias;Hypersensitivity;Hypersensitivity, Immediate;Carvedilol,Ethanol,SuccinobucolG=0, A=55 G=0.0, A=1.0 0.00001 814.906 55 G=0/0, A=33/22

chr8:25216620 A/T A T SNV DOCK5 DOCK5:intronic:NM_024940.7 1 51.85 intronic NM_024940.7c.2949+43A>Tp.? -0.37 C2 domain in Dock180 and Zizimin proteins,DOCK N-terminus,Dock homology region 2,SH3 domain,Variant SH3 domainrs17053446 0.3369 YES 3.588E-1 (pos.25216620) Dedicator of cytokinesis 5cytoplasm,cytosol,guanyl-nucleotide exchange factor activity,intracellular,negative regulation of vascular smooth muscle contraction,plasma membrane,positive regulation of epithelial cell migration,positive regulation of substrate adhesion-dependent cell spreading,positive regulation of vascular associated smooth muscle cell migration,protein binding,regulation of molecular function,small GTPase mediated signal transductionA=13, T=14 A=0.4815, T=0.5185 0.00001 132.666 27 A=1/12, T=4/10

chr8:25231044 G/G T G SNV DOCK5 DOCK5:intronic:NM_024940.7 1 100 intronic NM_024940.7c.3685-90T>Gp.? -0.25 C2 domain in Dock180 and Zizimin proteins,DOCK N-terminus,Dock homology region 2,SH3 domain,Variant SH3 domainrs12676152 YES Dedicator of cytokinesis 5cytoplasm,cytosol,guanyl-nucleotide exchange factor activity,intracellular,negative regulation of vascular smooth muscle contraction,plasma membrane,positive regulation of epithelial cell migration,positive regulation of substrate adhesion-dependent cell spreading,positive regulation of vascular associated smooth muscle cell migration,protein binding,regulation of molecular function,small GTPase mediated signal transductionT=0, G=26 T=0.0, G=1.0 0.00001 371.42 26 T=0/0, G=12/14

chr5:82875800 T/T C T SNV VCAN VCAN:exonic:NM_004385.4 1 100 14 synonymous NM_004385.4c.9882C>T p.(=) 0.79 EGF-like domain,Extracellular link domain,Human growth factor-like EGF,Immunoglobulin V-set domain,Lectin C-type domain,Sushi repeat (SCR repeat)rs308365 0.0347 YES 1.0 (pos.82875800) Versican (chondroitin sulfate proteoglycan-2)Golgi lumen,calcium ion binding,carbohydrate binding,cell adhesion,cell recognition,cellular protein metabolic process,central nervous system development,chondroitin sulfate biosynthetic process,chondroitin sulfate catabolic process,dermatan sulfate biosynthetic process,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,glial cell migration,glycosaminoglycan binding,glycosaminoglycan metabolic process,hyaluronic acid binding,lysosomal lumen,membrane,multicellular organism development,osteoblast differentiation,post-translational protein modification,protein binding,proteinaceous extracellular matrix,skeletal system developmentAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Cardiovascular Diseases;Endometriosis;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Head and Neck Neoplasms;Heart Diseases;Mouth Diseases;Mouth Neoplasms;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Retinal Degeneration;Retinal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Vascular DiseasesHyaluronic acidBenign C=0, T=49 C=0.0, T=1.0 0.00001 826.555 49 C=0/0, T=20/29

chr5:82833145 A/A G A SNV

VCAN,VCAN-

AS1 VCAN:exonic:NM_004385.4, VCAN-AS1:intronic_nc:NR_136215.1 1
100

8 synonymous NM_004385.4, NR_136215.1c.4323G>A p.(=) -0.65 0.02(COSM4407603)EGF-like domain,Extracellular link domain,Human growth factor-like EGF,Immunoglobulin V-set domain,Lectin C-type domain,Sushi repeat (SCR repeat)rs2548541 0.3898 YES 6.347E-1 (pos.82833145) adenocarcinoma,diffuse_large_B_cell_lymphoma,hepatocellular_carcinomaVersican (chondroitin sulfate proteoglycan-2)Golgi lumen,calcium ion binding,carbohydrate binding,cell adhesion,cell recognition,cellular protein metabolic process,central nervous system development,chondroitin sulfate biosynthetic process,chondroitin sulfate catabolic process,dermatan sulfate biosynthetic process,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,glial cell migration,glycosaminoglycan binding,glycosaminoglycan metabolic process,hyaluronic acid binding,lysosomal lumen,membrane,multicellular organism development,osteoblast differentiation,post-translational protein modification,protein binding,proteinaceous extracellular matrix,skeletal system developmentAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Cardiovascular Diseases;Endometriosis;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Head and Neck Neoplasms;Heart Diseases;Mouth Diseases;Mouth Neoplasms;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Retinal Degeneration;Retinal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Vascular DiseasesHyaluronic acidBenign G=0, A=47 G=0.0, A=1.0 0.00001 789.328 47 G=0/0, A=24/23

chr8:25317691 T/T A T SNV CDCA2 CDCA2:intronic:NM_152562.3 1 100 intronic NM_152562.3c.1-65A>T p.? 1.06 Protein phosphatase 1 bindingrs6987936 0.0031 YES cell cycle,cell division,chromosome,chromosome segregation,cytosol,nucleoplasm,positive regulation of protein dephosphorylationNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesA=0, T=26 A=0.0, T=1.0 0.00001 371.419 26 A=0/0, T=20/6

chr8:25744257 A/A G A SNV EBF2 EBF2:intronic:NM_022659.3 1 100 intronic NM_022659.3c.1009+14C>Tp.? -0.67 IPT/TIG domain,Transcription factor COE1 DNA-binding domain,Transcription factor COE1 helix-loop-helix domainrs6557865 0.1258 YES 9.99E-1 (pos.25744257) Early B-cell factor 2DNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,adipose tissue development,brown fat cell differentiation,cell fate determination,chromatin binding,metal ion binding,multicellular organism development,nucleus,positive regulation of chromatin binding,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription from RNA polymerase II promoter,transcription, DNA-templated,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=0, A=36 G=0.0, A=1.0 0.00001 563.744 36 G=0/0, A=20/16

chr8:26240646 A/G A G SNV

BNIP3L,SDA

D1P1 BNIP3L:utr_5:NM_004331.2, SDAD1P1:upstream:NR_144550.1 1
50

intronic NR_144550.1, NM_004331.2c.-1A>G p.? -2.81 BNIP3 rs1055479 0.3541 YES 8.853E-1 (pos.26240646) BCL2/adenovirus E1B 19-kD protein-interacting protein 3-likecellular response to hypoxia,cytosol,defense response to virus,endoplasmic reticulum,identical protein binding,integral component of membrane,intrinsic component of membrane,lamin binding,mitochondrial envelope,mitochondrial outer membrane,mitochondrial outer membrane permeabilization,mitochondrial protein catabolic process,mitochondrion,negative regulation of apoptotic process,negative regulation of cell death,negative regulation of mitochondrial membrane potential,nuclear envelope,nuclear speck,positive regulation of apoptotic process,positive regulation of macroautophagy,protein binding,protein heterodimerization activity,protein homodimerization activity,regulation of apoptotic process,regulation of autophagy of mitochondrion,regulation of protein targeting to mitochondrion,viral processA=17, G=17 A=0.5, G=0.5 0.00001 172.01 34 A=14/3, G=10/7

chr5:82833368 AG/AG A AG INDEL

VCAN,VCAN-

AS1 VCAN:exonic:NM_004385.4, VCAN-AS1:intronic_nc:NR_136215.1 1
100

8 frameshiftInsertion NM_004385.4, NR_136215.1c.4546_4547insGp.Lys1516fs -0.18 EGF-like domain,Extracellular link domain,Human growth factor-like EGF,Immunoglobulin V-set domain,Lectin C-type domain,Sushi repeat (SCR repeat)rs144610900 6.063E-3 (pos.82833368) Versican (chondroitin sulfate proteoglycan-2)Golgi lumen,calcium ion binding,carbohydrate binding,cell adhesion,cell recognition,cellular protein metabolic process,central nervous system development,chondroitin sulfate biosynthetic process,chondroitin sulfate catabolic process,dermatan sulfate biosynthetic process,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,glial cell migration,glycosaminoglycan binding,glycosaminoglycan metabolic process,hyaluronic acid binding,lysosomal lumen,membrane,multicellular organism development,osteoblast differentiation,post-translational protein modification,protein binding,proteinaceous extracellular matrix,skeletal system developmentAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Cardiovascular Diseases;Endometriosis;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Head and Neck Neoplasms;Heart Diseases;Mouth Diseases;Mouth Neoplasms;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Retinal Degeneration;Retinal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Vascular DiseasesHyaluronic acid A=0, AG=46 A=0.0, AG=1.0 0.00001 626.873 46 A=0/0, AG=34/12

chr8:26484064 T/G T G SNV DPYSL2 DPYSL2:intronic:NM_001197293.2 1 58.33 intronic NM_001197293.2c.794-69T>Gp.? 0.61 Amidohydrolase familyrs4872457 0.423 YES Dihydropyrimidinase-like 2axon guidance,brain development,cytoskeleton organization,cytosol,dendrite,dihydropyrimidinase activity,endocytosis,extracellular exosome,growth cone,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds,identical protein binding,membrane,microtubule,microtubule binding,mitochondrion,myelin sheath,nervous system development,neuronal cell body,nucleobase-containing compound metabolic process,olfactory bulb development,plasma membrane,positive regulation of glutamate secretion,protein binding,protein complex,protein kinase binding,regulation of axon extension,response to amphetamine,response to cocaine,response to drug,signal transduction,spinal cord development,synaptic vesicle transport,terminal boutonAlzheimer Disease;Arthritis;Brain Diseases;Central Nervous System Diseases;Dementia;Joint Diseases;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Osteoarthritis;Rheumatic Diseases;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Schizophrenia, Paranoid;TauopathiesT=10, G=14 T=0.4167, G=0.5833 0.00001 135.339 24 T=1/9, G=9/5

chr5:82834299 A/A G A SNV

VCAN,VCAN-

AS1 VCAN:exonic:NM_004385.4, VCAN-AS1:intronic_nc:NR_136215.1 1
100

8 missense NM_004385.4, NR_136215.1c.5477G>A p.Arg1826His 0.79 0.02 29 0.235 0.13(COSM4407162)EGF-like domain,Extracellular link domain,Human growth factor-like EGF,Immunoglobulin V-set domain,Lectin C-type domain,Sushi repeat (SCR repeat)rs188703 0.4001 YES 3.522E-1 (pos.82834299) adenocarcinoma,ductal_carcinoma,hepatocellular_carcinomaVersican (chondroitin sulfate proteoglycan-2)Golgi lumen,calcium ion binding,carbohydrate binding,cell adhesion,cell recognition,cellular protein metabolic process,central nervous system development,chondroitin sulfate biosynthetic process,chondroitin sulfate catabolic process,dermatan sulfate biosynthetic process,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,glial cell migration,glycosaminoglycan binding,glycosaminoglycan metabolic process,hyaluronic acid binding,lysosomal lumen,membrane,multicellular organism development,osteoblast differentiation,post-translational protein modification,protein binding,proteinaceous extracellular matrix,skeletal system developmentAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Cardiovascular Diseases;Endometriosis;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Head and Neck Neoplasms;Heart Diseases;Mouth Diseases;Mouth Neoplasms;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Retinal Degeneration;Retinal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Vascular DiseasesHyaluronic acidBenign G=0, A=38 G=0.0, A=1.0 0.00001 603.784 38 G=0/0, A=19/19

chr8:27291557 C/C T C SNV

MIR6842,PT

K2B MIR6842:downstream:NR_106901.1, PTK2B:intronic:NM_173176.2 1
100

intronic NM_173176.2, NR_106901.1c.1106-53T>Cp.? -1.63 FERM central domain,Focal adhesion targeting region,Protein kinase domain,Protein tyrosine kinasers919493 0.1392 YES Protein tyrosine kinase-2, beta (focal adhesion kinase 2)3-phosphoinositide-dependent protein kinase binding,ATP binding,MAPK cascade,NMDA glutamate receptor activity,NMDA selective glutamate receptor complex,activation of GTPase activity,activation of Janus kinase activity,adaptive immune response,angiogenesis,apical dendrite,apoptotic process,axon,blood vessel endothelial cell migration,bone resorption,calmodulin-dependent protein kinase activity,cell body,cell cortex,cell surface receptor signaling pathway,cellular defense response,cellular response to fluid shear stress,cellular response to retinoic acid,chemokine-mediated signaling pathway,cytoplasm,cytoskeleton,cytosol,dendrite,dendritic spine,epidermal growth factor receptor signaling pathway,extrinsic component of cytoplasmic side of plasma membrane,focal adhesion,focal adhesion assembly,glial cell proliferation,growth cone,innate immune response,integrin-mediated signaling pathway,interleukin-7-mediated signaling pathway,ionotropic glutamate receptor signaling pathway,lamellipodium,long term synaptic depreAlzheimer Disease;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Dementia;Epilepsy;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Melanoma;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Nephritis;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Status Epilepticus;Tauopathies;Urologic Diseases;Vascular Diseases4-{4-{(1R,2R)-2-(dimethylamino)cyclopentylamino}-5-(trifluoromethyl)pyrimidin-2-ylamino}-N-methylbenzenesulfonamide,Genistein,LeflunomideT=0, C=51 T=0.0, C=1.0 0.00001 752.926 51 T=0/0, C=33/18

chr5:82834630 C/C T C SNV

VCAN,VCAN-

AS1 VCAN:exonic:NM_004385.4, VCAN-AS1:intronic_nc:NR_136215.1 1
100

8 synonymous NM_004385.4, NR_136215.1c.5808T>C p.(=) 0.03 0.57(COSM4407356)EGF-like domain,Extracellular link domain,Human growth factor-like EGF,Immunoglobulin V-set domain,Lectin C-type domain,Sushi repeat (SCR repeat)rs309557 0.4957 YES 4.091E-1 (pos.82834630) adenocarcinoma,hepatocellular_carcinomaVersican (chondroitin sulfate proteoglycan-2)Golgi lumen,calcium ion binding,carbohydrate binding,cell adhesion,cell recognition,cellular protein metabolic process,central nervous system development,chondroitin sulfate biosynthetic process,chondroitin sulfate catabolic process,dermatan sulfate biosynthetic process,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,glial cell migration,glycosaminoglycan binding,glycosaminoglycan metabolic process,hyaluronic acid binding,lysosomal lumen,membrane,multicellular organism development,osteoblast differentiation,post-translational protein modification,protein binding,proteinaceous extracellular matrix,skeletal system developmentAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Cardiovascular Diseases;Endometriosis;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Head and Neck Neoplasms;Heart Diseases;Mouth Diseases;Mouth Neoplasms;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Retinal Degeneration;Retinal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Vascular DiseasesHyaluronic acidBenign T=0, C=72 T=0.0, C=1.0 0.00001 1130.95 72 T=0/0, C=31/41

chr5:82835545 G/G A G SNV

VCAN,VCAN-

AS1 VCAN:exonic:NM_004385.4, VCAN-AS1:intronic_nc:NR_136215.1 1
100

8 synonymous NM_004385.4, NR_136215.1c.6723A>G p.(=) -0.44 0.01(COSM4407224)EGF-like domain,Extracellular link domain,Human growth factor-like EGF,Immunoglobulin V-set domain,Lectin C-type domain,Sushi repeat (SCR repeat)rs160279 0.4957 YES 4.092E-1 (pos.82835545) adenocarcinoma,hepatocellular_carcinomaVersican (chondroitin sulfate proteoglycan-2)Golgi lumen,calcium ion binding,carbohydrate binding,cell adhesion,cell recognition,cellular protein metabolic process,central nervous system development,chondroitin sulfate biosynthetic process,chondroitin sulfate catabolic process,dermatan sulfate biosynthetic process,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,glial cell migration,glycosaminoglycan binding,glycosaminoglycan metabolic process,hyaluronic acid binding,lysosomal lumen,membrane,multicellular organism development,osteoblast differentiation,post-translational protein modification,protein binding,proteinaceous extracellular matrix,skeletal system developmentAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Cardiovascular Diseases;Endometriosis;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Head and Neck Neoplasms;Heart Diseases;Mouth Diseases;Mouth Neoplasms;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Retinal Degeneration;Retinal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Vascular DiseasesHyaluronic acidBenign A=0, G=28 A=0.0, G=1.0 0.00001 408.718 28 A=0/0, G=18/10

chr5:82837631 T/T G T SNV

VCAN,VCAN-

AS1 VCAN:exonic:NM_004385.4, VCAN-AS1:intronic_nc:NR_136215.1 1
100

8 missense NM_004385.4, NR_136215.1c.8809G>T p.Asp2937Tyr 0.64 0 160 0.979 0.07(COSM4406919)EGF-like domain,Extracellular link domain,Human growth factor-like EGF,Immunoglobulin V-set domain,Lectin C-type domain,Sushi repeat (SCR repeat)rs160277 0.3992 YES 3.514E-1 (pos.82837631) adenocarcinoma,hepatocellular_carcinomaVersican (chondroitin sulfate proteoglycan-2)Golgi lumen,calcium ion binding,carbohydrate binding,cell adhesion,cell recognition,cellular protein metabolic process,central nervous system development,chondroitin sulfate biosynthetic process,chondroitin sulfate catabolic process,dermatan sulfate biosynthetic process,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,extracellular space,glial cell migration,glycosaminoglycan binding,glycosaminoglycan metabolic process,hyaluronic acid binding,lysosomal lumen,membrane,multicellular organism development,osteoblast differentiation,post-translational protein modification,protein binding,proteinaceous extracellular matrix,skeletal system developmentAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Cardiovascular Diseases;Endometriosis;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Head and Neck Neoplasms;Heart Diseases;Mouth Diseases;Mouth Neoplasms;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Retinal Degeneration;Retinal Diseases;Salivary Gland Diseases;Salivary Gland Neoplasms;Stomatognathic Diseases;Vascular DiseasesHyaluronic acidBenign G=0, T=36 G=0.0, T=1.0 0.00001 563.731 36 G=0/0, T=21/15

chr8:27321597 C/C G C SNV CHRNA2 CHRNA2:intronic:NM_000742.3 1 100 intronic NM_000742.3c.450-87C>Gp.? -1.09 Neurotransmitter-gated ion-channel ligand binding domain,Neurotransmitter-gated ion-channel transmembrane regionrs3735757 YES Cholinergic receptor, nicotinic, alpha polypeptide-2acetylcholine binding,acetylcholine receptor activity,acetylcholine-gated cation-selective channel activity,acetylcholine-gated channel complex,cell junction,drug binding,excitatory postsynaptic potential,extracellular ligand-gated ion channel activity,integral component of membrane,ion transmembrane transport,ion transport,ligand-gated ion channel activity,neuromuscular synaptic transmission,plasma membrane,postsynaptic membrane,protein heterooligomerization,response to nicotine,signal transduction,synaptic transmission, cholinergicBrain Diseases;Central Nervous System Diseases;Epilepsies, Partial;Epilepsy;Epilepsy, Frontal Lobe;Mental Disorders;Nervous System Diseases;Parasomnias;Sleep Arousal Disorders;Sleep Wake Disorders;SomnambulismAtracurium besylate,Biperiden,Carbachol,Cisatracurium besylate,Decamethonium,Dextromethorphan,Doxacurium chloride,Ethanol,Galantamine,Gallamine Triethiodide,Mecamylamine,Metocurine,Metocurine Iodide,Mivacurium,Nicotine,Pancuronium,Pipecuronium,Procaine,RPI-78M,Rocuronium,Tubocurarine,VecuroniumG=0, C=29 G=0.0, C=1.0 0.00001 427.542 29 G=0/0, C=9/20

chr17:4689572 C/C T C SNV VMO1 VMO1:exonic:NM_182566.2 1 100 1 missense NM_182566.2c.76A>G p.Thr26Ala 0.07 1 58 0 0(COSM4966682),0(COSM4966683)Vitelline membrane outer layer protein I (VOMI)rs4790706,rs751491504 0.4678 YES 0.0 (pos.4689565),5.387E-1 (pos.4689572)acute_myeloid_leukaemia,adenocarcinomabiological_process,extracellular exosome,molecular_functionAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsT=0, C=160 T=0.0, C=1.0 0.00001 2580.47 160 T=0/0, C=72/88

chr6:133070995 T/T G T SNV VNN2 VNN2:exonic:NM_004665.4 1 100 6 missense NM_004665.4c.1210C>A p.Leu404Met -0.3 0.07 15 0.038 Carbon-nitrogen hydrolasers4895944 8.00E-04 1.0 (pos.133070995) Vanin 2 C-terminal protein lipidation,anchored component of membrane,extracellular region,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds,hydrolase activity, acting on carbon-nitrogen (but not peptide) bonds, in linear amides,movement of cell or subcellular component,nitrogen compound metabolic process,pantetheine hydrolase activity,pantothenate metabolic process,plasma membraneCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatitis;Dermatitis, Atopic;Genetic Diseases, Inborn;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Psoriasis;Skin Diseases;Skin Diseases, Eczematous;Skin Diseases, Genetic;Skin Diseases, Papulosquamous;Skin and Connective Tissue DiseasesG=0, T=70 G=0.0, T=1.0 0.00001 1092.08 70 G=0/0, T=46/24

chr8:27641609 A/A G A SNV ESCO2 ESCO2:intronic:NM_001017420.2 1 100 intronic NM_001017420.2c.1013+35G>Ap.? -0.05 ESCO1/2 acetyl-transferase,zinc-finger of acetyl-transferase ESCOrs1824449 0 1.0 (pos.27641609) Establishment of cohesion 1, S. cerevisiae, homolog of, 2Golgi apparatus,N-acetyltransferase activity,XY body,cell cycle,cell junction,chromatin,chromocenter,chromosome segregation,double-strand break repair,hematopoietic progenitor cell differentiation,lysine N-acetyltransferase activity, acting on acetyl phosphate as donor,metal ion binding,nuclear pericentric heterochromatin,nucleoplasm,nucleus,post-translational protein acetylation,protein localization to chromatin,regulation of DNA replication,site of double-strand breakBone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniofacial Dysostosis;Dysostoses;Ectromelia;Hypertelorism;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal DiseasesBenign G=0, A=55 G=0.0, A=1.0 0.00001 814.893 55 G=0/0, A=39/16

chr11:118939939 TC/TC T TC INDEL VPS11 VPS11:exonic:NM_021729.5 1 100 2 unknown NM_021729.5 6.1 Region in Clathrin and VPS,Ring finger domain,Vacuolar protein sorting protein 11 C terminal,Zinc finger, C3HC4 type (RING finger)rs199535207,rs57951669.00E-04 9.819E-1 (pos.118939939) Vacuolar protein sorting 11, yeast, homolog ofAP-3 adaptor complex,CORVET complex,HOPS complex,actin filament,autophagosome,autophagy,clathrin-coated vesicle,early endosome,endocytic vesicle,endosomal vesicle fusion,endosome,endosome organization,endosome to lysosome transport,intracellular,intracellular protein transport,late endosome,late endosome membrane,lysosomal membrane,lysosome,lysosome organization,metal ion binding,nucleotide binding,positive regulation of cellular protein catabolic process,positive regulation of early endosome to late endosome transport,positive regulation of protein targeting to mitochondrion,protein binding,protein binding, bridging,protein domain specific binding,regulation of SNARE complex assembly,regulation of organelle assembly,regulation of protein stability,syntaxin binding,toxin transport,vesicle docking involved in exocytosis,vesicle-mediated transportT=0, TC=22 T=0.0, TC=1.0 0.00001 292.618 22 T=0/0, TC=11/11

chr8:100865836 G/A G A SNV VPS13B VPS13B:exonic:NM_017890.4 1 47.37 56 missense NM_017890.4c.10294G>Ap.Gly3432Arg 1.29 0.46 125 0 0.14(COSM3762948),0.14(COSM3762949)N-terminal region of Chorein or VPS13,SHR-binding domain of vacuolar-sorting associated protein 13,Vacuolar-sorting-associated 13 protein C-terminalrs6468694 0.1258 YES 1.169E-1;0.0 (pos.100865836)acute_myeloid_leukaemia,adenocarcinoma,carcinomaVacuolar protein sorting 13, yeast, homolog of, Bprotein transportCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Developmental Disabilities;Eye Diseases;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Mental Disorders;Microcephaly;Muscle Hypotonia;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myopia;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations;Neuromuscular Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Overnutrition;Refractive ErrorsBenign/Likely benignG=30, A=27 G=0.5263, A=0.4737 0.00001 256.51 57 G=15/15, A=10/17

chr15:62202482 C/T C T SNV VPS13C VPS13C:exonic:NM_020821.2 1 51.85 64 missense NM_020821.2c.8738G>A p.Ser2913Asn 0.85 1 46 0 0.19(COSM4417024),0.19(COSM4417025)Autophagy-related protein C terminal domain,N-terminal region of Chorein or VPS13,Repeating coiled region of VPS13,SHR-binding domain of vacuolar-sorting associated protein 13,Vacuolar sorting-associated protein 13, N-terminal,Vacuolar-sorting-associated 13 protein C-terminalrs10851704 0.4648 YES 4.902E-1 (pos.62202482) acute_myeloid_leukaemia,carcinomaVacuolar protein sorting 13, yeast, homolog of, CGolgi to endosome transport,cytoplasm,cytosol,extracellular exosome,mitochondrial outer membrane,mitochondrion organization,negative regulation of parkin-mediated stimulation of mitophagy in response to mitochondrial depolarizationC=13, T=14 C=0.4815, T=0.5185 0.00001 133.848 27 C=10/3, T=13/1

chr8:27957529 C/T C T SNV ELP3 ELP3:intronic:NM_018091.5 1 57.14 intronic NM_018091.5c.258+46C>Tp.? -0.11 Acetyltransferase (GNAT) family,Radical SAM superfamily,Radical_SAM C-terminal domainrs2290370 0.0963 YES 3.065E-1;0.0 (pos.27957529) Elongation protein 3, S. cerevisiae, homolog ofElongator holoenzyme complex,H3 histone acetyltransferase activity,H4 histone acetyltransferase activity,N-acetyltransferase activity,RNA polymerase II core binding,central nervous system development,cytoplasm,histone H3 acetylation,histone H4 acetylation,histone acetylation,histone acetyltransferase activity,histone acetyltransferase complex,iron-sulfur cluster binding,metal ion binding,neuron migration,nucleolus,phosphorylase kinase regulator activity,positive regulation of cell migration,protein binding,regulation of protein kinase activity,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription elongation factor complex,transcription elongation from RNA polymerase II promoter,transcription, DNA-templatedC=12, T=16 C=0.4286, T=0.5714 0.00001 161.77 28 C=7/5, T=6/10

chr8:2796277 T/T C T SNV CSMD1 CSMD1:intronic:NM_033225.5 1 100 intronic NM_033225.5c.10536-11G>Ap.? 0.31 CUB domain,Sushi repeat (SCR repeat)rs585000 0.167 YES 8.99E-1;0.0 (pos.2796277) Cub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesC=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=7/19

chr8:27967856 G/G A G SNV ELP3 ELP3:intronic:NM_018091.5 1 100 intronic NM_018091.5c.394-31A>Gp.? -0.86 Acetyltransferase (GNAT) family,Radical SAM superfamily,Radical_SAM C-terminal domainrs3213997 0.451 YES 8.804E-1 (pos.27967856) Elongation protein 3, S. cerevisiae, homolog ofElongator holoenzyme complex,H3 histone acetyltransferase activity,H4 histone acetyltransferase activity,N-acetyltransferase activity,RNA polymerase II core binding,central nervous system development,cytoplasm,histone H3 acetylation,histone H4 acetylation,histone acetylation,histone acetyltransferase activity,histone acetyltransferase complex,iron-sulfur cluster binding,metal ion binding,neuron migration,nucleolus,phosphorylase kinase regulator activity,positive regulation of cell migration,protein binding,regulation of protein kinase activity,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription elongation factor complex,transcription elongation from RNA polymerase II promoter,transcription, DNA-templatedA=0, G=39 A=0.0, G=1.0 0.00001 623.98 39 A=0/0, G=23/16

chr8:28016009 A/A G A SNV ELP3 ELP3:intronic:NM_018091.5 1 100 intronic NM_018091.5c.1192-76G>Ap.? 0.07 Acetyltransferase (GNAT) family,Radical SAM superfamily,Radical_SAM C-terminal domainrs149274779,rs199656443,rs371392761YES Elongation protein 3, S. cerevisiae, homolog ofElongator holoenzyme complex,H3 histone acetyltransferase activity,H4 histone acetyltransferase activity,N-acetyltransferase activity,RNA polymerase II core binding,central nervous system development,cytoplasm,histone H3 acetylation,histone H4 acetylation,histone acetylation,histone acetyltransferase activity,histone acetyltransferase complex,iron-sulfur cluster binding,metal ion binding,neuron migration,nucleolus,phosphorylase kinase regulator activity,positive regulation of cell migration,protein binding,regulation of protein kinase activity,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription elongation factor complex,transcription elongation from RNA polymerase II promoter,transcription, DNA-templatedG=0, A=22 G=0.0, A=1.0 0.00001 298.892 22 G=0/0, A=12/10

chr15:91543761 T/T C T SNV VPS33B VPS33B:exonic:NM_018668.4 1 100 20 missense NM_018668.4c.1540G>A p.Gly514Ser 4.27 1 56 0.002 0.14(COSM3754589)Sec1 family rs11073964 0.3981 YES 9.965E-1;0.0 (pos.91543761)adenocarcinomaVacuolar protein sorting 33, yeast, homolog of, BAP-3 adaptor complex,Golgi apparatus,HOPS complex,autophagosome maturation,clathrin complex,clathrin-coated vesicle,collagen fibril organization,collagen metabolic process,cytoplasm,early endosome membrane,endosome organization,endosome to lysosome transport,intracellular protein transport,late endosome,late endosome membrane,lysosomal membrane,lysosome,lysosome localization,megakaryocyte development,melanosome localization,membrane fusion,peptidyl-lysine hydroxylation,perinuclear region of cytoplasm,platelet alpha granule,platelet alpha granule organization,protein binding,protein transport,recycling endosome,regulation of platelet aggregation,vesicle docking involved in exocytosis,vesicle-mediated transportArthrogryposis;Bile Duct Diseases;Biliary Tract Diseases;Cholestasis;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glucose Metabolism Disorders;Joint Diseases;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Renal Insufficiency;Urologic DiseasesBenign C=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=14/7

chr8:2820187 A/A C A SNV CSMD1 CSMD1:intronic:NM_033225.5 1 100 intronic NM_033225.5c.9455-26G>Tp.? 0.19 CUB domain,Sushi repeat (SCR repeat)rs4875859,rs757780268 0.1472 YES 0.0 (pos.2820183),2.475E-1 (pos.2820187)Cub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesC=0, A=21 C=0.0, A=1.0 0.00001 285.365 21 C=0/0, A=4/17

chr8:28210613 G/C G C SNV ZNF395 ZNF395:intronic:NM_018660.2 1 50 intronic NM_018660.2c.819+77C>Gp.? -0.82 Domain of unknown function (DUF4772)rs6558057 YES Zinc finger protein 395DNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cytoplasm,cytosol,enhancer sequence-specific DNA binding,metal ion binding,nucleus,regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription, DNA-templatedG=35, C=35 G=0.5, C=0.5 0.00001 354.503 70 G=16/19, C=12/23

chr8:2824083 G/G C G SNV CSMD1 CSMD1:intronic:NM_033225.5 1 100 intronic NM_033225.5c.9100+9G>Cp.? 0.52 0.01(COSM3982503),0.01(COSM3982504)CUB domain,Sushi repeat (SCR repeat)rs73657532 0.1142 YES 2.445E-1 (pos.2824083) acute_myeloid_leukaemiaCub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesC=0, G=26 C=0.0, G=1.0 0.00001 371.42 26 C=0/0, G=21/5

chr16:46696284 A/A G A SNV VPS35 VPS35:exonic:NM_018206.5 1 100 15 synonymous NM_018206.5c.1938C>T p.(=) 0.33 Vacuolar protein sorting-associated protein 35rs168745 3.00E-04 1.0 (pos.46696284) Vacuolar protein sorting 35, yeast, homolog ofD1 dopamine receptor binding,Wnt signaling pathway,cytosol,early endosome,endosome,endosome membrane,extracellular exosome,late endosome,lysosomal membrane,lysosome,lysosome organization,mitochondrial fragmentation involved in apoptotic process,mitochondrion,mitochondrion to lysosome transport,mitochondrion-derived vesicle,negative regulation of cell death,negative regulation of cellular protein localization,negative regulation of gene expression,negative regulation of inflammatory response,negative regulation of late endosome to lysosome transport,negative regulation of lysosomal protein catabolic process,negative regulation of neuron death,negative regulation of protein homooligomerization,neuron projection,neuronal cell body,neurotransmitter receptor transport, endosome to plasma membrane,perinuclear region of cytoplasm,positive regulation of Wnt protein secretion,positive regulation of canonical Wnt signaling pathway,positive regulation of cellular protein catabolic process,positive regulation of dopamineBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Mental Disorders;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=12/12

chr8:28984572 A/A G A SNV KIF13B KIF13B:intronic:NM_015254.3 1 100 intronic NM_015254.3c.3222+67C>Tp.? 0.04 CAP-Gly domain,FHA domain,Kinesin motor domain,Kinesin protein,Kinesin protein 1B,Kinesin-associated,Microtubule bindingrs3763566 YES Kinesin family member 13B14-3-3 protein binding,ATP binding,ATPase activity,T cell activation,axon,cytoplasm,cytoskeleton-dependent intracellular transport,cytosol,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule-based movement,microvillus,paranode region of axon,protein binding,protein kinase binding,protein targeting,regulation of axonogenesis,signal transductionG=0, A=36 G=0.0, A=1.0 0.00001 563.739 36 G=0/0, A=5/31

chr7:38796570 A/A G A SNV VPS41 VPS41:exonic:NM_014396.3 1 100 19 synonymous NM_014396.3c.1563C>T p.(=) 3.35 Region in Clathrin and VPSrs2240350 0.358 YES 4.465E-1 (pos.38796570) Vacuolar protein sorting 41, Yeast, homolog ofAP-3 adaptor complex,CORVET complex,GTPase binding,Golgi vesicle transport,Golgi-associated vesicle,HOPS complex,autophagy,biological_process,clathrin complex,clathrin-coated vesicle,cytosol,early endosome,endosomal vesicle fusion,endosome membrane,endosome to lysosome transport,identical protein binding,intracellular,intracellular protein transport,late endosome membrane,late endosome to lysosome transport,lysosomal membrane,membrane,metal ion binding,microtubule binding,microtubule cytoskeleton,molecular_function,protein binding,protein self-association,protein targeting to vacuole,regulated exocytosis,regulation of SNARE complex assembly,vacuole fusion, non-autophagic,vesicle-mediated transportG=0, A=235 G=0.0, A=1.0 0.00001 3935.79 235 G=0/0, A=106/129

chr8:2964003 C/C T C SNV CSMD1 CSMD1:intronic:NM_033225.5 1 100 intronic NM_033225.5c.6949+47A>Gp.? 0.83 CUB domain,Sushi repeat (SCR repeat)rs10503192,rs2018531820.2027 YES 9.64E-1 (pos.2964003) Cub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesT=0, C=38 T=0.0, C=1.0 0.00001 598.597 38 T=0/0, C=18/20

chr10:50227785 C/C T C SNV VSTM4 VSTM4:exonic:NM_001031746.4 1 100 8 synonymous NM_001031746.4c.873A>G p.(=) 0.43 Immunoglobulin V-set domain,Immunoglobulin domainrs1913525 5.00E-04 YES 1.0;0.0 (pos.50227785) extracellular region,integral component of membrane,plasma membraneBrain Diseases;Central Nervous System Diseases;Headache Disorders;Headache Disorders, Primary;Migraine Disorders;Migraine with Aura;Nervous System DiseasesT=0, C=30 T=0.0, C=1.0 0.00001 446.635 30 T=0/0, C=11/19

chr1:117690272 A/A G A SNV VTCN1 VTCN1:utr_3:NM_024626.3 1 100 5 utr_3 NM_024626.3c.857C>T p.? -0.21 Immunoglobulin V-set domainrs10754339 0.0765 YES 8.939E-1 (pos.117690272) adaptive immune response,external side of plasma membrane,integral component of membrane,interferon-gamma secretion,interleukin-4 secretion,molecular_function,negative regulation of T cell activation,negative regulation of T cell proliferation,negative regulation of apoptotic process,positive regulation of T cell proliferation,positive regulation of interleukin-2 secretion,receptor binding,response to protozoanArthritis;Joint Diseases;Musculoskeletal DiseasesG=0, A=85 G=0.0, A=1.0 0.00001 1394.56 85 G=0/0, A=43/42

chr8:29996313 G/C G C SNV MBOAT4 MBOAT4:intronic:NM_001100916.1 1 50 intronic NM_001100916.1c.120-41C>Gp.? -0.68 MBOAT, membrane-bound O-acyltransferase familyrs7823643 0.0409 YES 7.677E-1;0.0 (pos.29996313) Membrane-bound O-acetyltransferase domain-containing 4O-acyltransferase activity,endoplasmic reticulum membrane,integral component of endoplasmic reticulum membrane,peptidyl-serine octanoylation,serine O-acyltransferase activityG=22, C=22 G=0.5, C=0.5 0.00001 243.625 44 G=5/17, C=8/14

chr8:3038763 G/C G C SNV CSMD1 CSMD1:intronic:NM_033225.5 1 47.37 intronic NM_033225.5c.5621-27C>Gp.? -0.34 CUB domain,Sushi repeat (SCR repeat)rs11785446 0.1781 YES 1.691E-1;0.0 (pos.3038763) Cub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesG=20, C=18 G=0.5263, C=0.4737 0.00001 183.977 38 G=5/15, C=11/7

chr8:30601805 T/T C T SNV UBXN8 UBXN8:intronic:NM_005671.3 1 100 intronic NM_005671.3c.88+11C>Tp.? -1.3 UBX domain rs2278092 0.1791 YES 8.122E-1 (pos.30601805) UBX domain protein 8RNA phosphodiester bond hydrolysis, endonucleolytic,RNA-DNA hybrid ribonuclease activity,endoplasmic reticulum,integral component of endoplasmic reticulum membrane,integral component of membrane,nucleic acid binding,nucleolus,protein binding,single fertilization,ubiquitin-dependent ERAD pathwayC=0, T=39 C=0.0, T=1.0 0.00001 614.909 39 C=0/0, T=20/19

chr8:3087809 C/C T C SNV CSMD1 CSMD1:intronic:NM_033225.5 1 100 intronic NM_033225.5c.4154-56A>Gp.? -3.01 CUB domain,Sushi repeat (SCR repeat)rs1442403 YES Cub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesT=0, C=87 T=0.0, C=1.0 0.00001 1431.29 87 T=0/0, C=26/61

chr10:116038581 G/A G A SNV VWA2 VWA2:exonic:NM_001272046.1 1 50 8 synonymous NM_001272046.1c.804G>A p.(=) -2.04 Calcium-binding EGF domain,EGF-like domain,Human growth factor-like EGF,von Willebrand factor type A domainrs750698718 0.0 (pos.116038581) basement membrane,calcium ion binding,calcium-independent cell-matrix adhesion,extracellular exosome,extracellular space,identical protein binding,protein binding,protein homooligomerization,regulation of insulin receptor signaling pathwayG=11, A=11 G=0.5, A=0.5 0.00001 94.6067 22 G=7/4, A=4/7



chr8:3141555 G/G A G SNV CSMD1 CSMD1:intronic:NM_033225.5 1 100 intronic NM_033225.5c.4153+111T>Cp.? 0.75 CUB domain,Sushi repeat (SCR repeat)rs10099968 YES Cub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesA=0, G=30 A=0.0, G=1.0 0.00001 446.633 30 A=0/0, G=19/11

chr8:3141586 A/A T A SNV CSMD1 CSMD1:intronic:NM_033225.5 1 100 intronic NM_033225.5c.4153+80A>Tp.? -1.55 CUB domain,Sushi repeat (SCR repeat)rs4875508 YES Cub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesT=0, A=30 T=0.0, A=1.0 0.00001 446.629 30 T=0/0, A=19/11

chr8:3165207 G/G A G SNV CSMD1 CSMD1:intronic:NM_033225.5 1 100 intronic NM_033225.5c.3950+10T>Cp.? -0.84 0.05(COSM3982515),0.05(COSM3982516),0.05(COSM3982517)CUB domain,Sushi repeat (SCR repeat)rs10103770 0.4417 YES 2.075E-1 (pos.3165207) acute_myeloid_leukaemiaCub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesA=0, G=76 A=0.0, G=1.0 0.00001 1209.6 76 A=0/0, G=55/21

chr8:3226919 T/T C T SNV CSMD1 CSMD1:intronic:NM_033225.5 1 100 intronic NM_033225.5c.2783-27G>Ap.? -3.04 CUB domain,Sushi repeat (SCR repeat)rs270096,rs7676006571.00E-04 0.0 (pos.3226911),9.998E-1 (pos.3226919)Cub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesC=0, T=55 C=0.0, T=1.0 0.00001 814.905 55 C=0/0, T=28/27

chr3:183948662 GA/GA G GA INDEL VWA5B2 VWA5B2:exonic:NM_138345.2 1 100 2 frameshiftInsertion NM_138345.2c.267_268insAp.Gly90fs 0.9 Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domain G=0, GA=35 G=0.0, GA=1.0 0.00001 226.358 35 G=0/0, GA=32/3

chr8:3253942 G/G A G SNV CSMD1 CSMD1:intronic:NM_033225.5 1 100 intronic NM_033225.5c.2406-39T>Cp.? -0.08 CUB domain,Sushi repeat (SCR repeat)rs3802305 0.4931 YES 3.097E-1 (pos.3253942) Cub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesA=0, G=82 A=0.0, G=1.0 0.00001 1333.39 82 A=0/0, G=36/46

chr8:3253997 A/A G A SNV CSMD1 CSMD1:intronic:NM_033225.5 1 100 intronic NM_033225.5c.2406-94C>Tp.? -0.63 CUB domain,Sushi repeat (SCR repeat)rs3802306 YES Cub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesG=0, A=85 G=0.0, A=1.0 0.00001 1390.51 85 G=0/0, A=37/48

chr8:3263888 A/A AGATA A INDEL CSMD1 CSMD1:intronic:NM_033225.5 4 100 intronic NM_033225.5c.2072-145TATCT>Tp.? 0.71, -0.58, 0.63, -1.07, 0.51 CUB domain,Sushi repeat (SCR repeat)rs1012564936,rs71199572 Cub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesAGATA=0, A=38AGATA=0.0, A=1.0 0.00001 601.386 38 AGATA=0/0, A=12/26

chr3:183948686 GC/G GC G INDEL VWA5B2 VWA5B2:exonic:NM_138345.2 1 100 2 frameshiftDeletion NM_138345.2c.295delC p.Arg99fs 0.55, 3.25 Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domain GC=0, G=29 GC=0.0, G=1.0 0.00001 231.63 29 GC=0/0, G=24/5

chr8:35093427 C/CAGCT C CAGCT INDEL UNC5D UNC5D:intronic:NM_080872.3 4 56 intronic NM_080872.3c.103+22C>CAGCTp.? -0.21 Death domain,Immunoglobulin I-set domain,Immunoglobulin domain,Thrombospondin type 1 domain,UPA domain,ZU5 domainrs10694226,rs5488816210.2768 YES  (pos.35093427) Unc5. C. elegans, homolog of, Dapoptotic process,axon guidance,cell surface,cell-cell adhesion via plasma-membrane adhesion molecules,integral component of membrane,plasma membrane,pyramidal neuron differentiation,regulation of neuron migration,signal transductionC=11, CAGCT=14C=0.44, CAGCT=0.56 0.00001 134.35 25 C=4/7, CAGCT=3/11

chr8:3565900 T/T C T SNV CSMD1 CSMD1:intronic:NM_033225.5 1 100 intronic NM_033225.5c.1009+36G>Ap.? 0.29 CUB domain,Sushi repeat (SCR repeat)rs12674750 0.1674 YES 2.665E-1 (pos.3565900) Cub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesC=0, T=30 C=0.0, T=1.0 0.00001 446.638 30 C=0/0, T=19/11

chr3:183951135 T/T C T SNV VWA5B2 VWA5B2:exonic:NM_138345.2 1 100 3 synonymous NM_138345.2c.480C>T p.(=) 2.56 0.92(COSM3749824)Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domainrs729377 YES 4.058E-1 (pos.183951135)adenocarcinoma,squamous_cell_carcinoma C=0, T=35 C=0.0, T=1.0 0.00001 543.903 35 C=0/0, T=8/27

chr8:38385795 C/C T C SNV C8orf86 C8orf86:intronic:NM_207412.2 1 100 intronic NM_207412.2c.315+46A>Gp.? -1.25 rs2445020 0.1374 YES 9.412E-1;0.0 (pos.38385795) T=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=26/5

chr8:3855658 G/A G A SNV CSMD1 CSMD1:intronic:NM_033225.5 1 57.14 intronic NM_033225.5c.611-26C>Tp.? -0.01 CUB domain,Sushi repeat (SCR repeat)rs17068480 0.0718 YES 3.097E-1 (pos.3855658) Cub and Sushi multiple domains 1glucose homeostasis,integral component of membrane,startle responseAlzheimer Disease;Amphetamine-Related Disorders;Bone Diseases;Brain Diseases;Bronchial Diseases;Bronchitis;Bronchitis, Chronic;Central Nervous System Diseases;Dementia;Ear Diseases;Hearing Disorders;Hearing Loss;Intervertebral Disc Degeneration;Lung Diseases;Lung Diseases, Interstitial;Lung Diseases, Obstructive;Mental Disorders;Musculoskeletal Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;Otorhinolaryngologic Diseases;Overnutrition;Psoriasis;Pulmonary Disease, Chronic Obstructive;Respiratory Tract Diseases;Respiratory Tract Infections;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Sensation Disorders;Skin Diseases;Skin Diseases, Papulosquamous;Skin and Connective Tissue Diseases;Spinal Diseases;Substance-Related Disorders;TauopathiesG=18, A=24 G=0.4286, A=0.5714 0.00001 279.102 42 G=6/12, A=13/11

chr8:38809663 C/C A C SNV PLEKHA2 PLEKHA2:intronic:NM_021623.1 1 100 intronic NM_021623.1c.487-21A>Cp.? -0.29 Meiotic cell cortex C-terminal pleckstrin homology,PH domainrs6984871 0.1254 YES 9.168E-1 (pos.38809663) Pleckstrin homology domain-containing protein, family A, member 2PDZ domain binding,cytoplasm,fibronectin binding,laminin binding,membrane,nucleus,phosphatidylinositol binding,phosphatidylinositol biosynthetic process,phosphatidylinositol-3,4-bisphosphate binding,plasma membrane,positive regulation of cell-matrix adhesion,protein binding,protein complexA=0, C=22 A=0.0, C=1.0 0.00001 298.889 22 A=0/0, C=17/5

chr8:38840591 T/T C T SNV HTRA4 HTRA4:intronic:NM_153692.3 1 100 intronic NM_153692.3c.1268+24C>Tp.? 0.29 Insulin-like growth factor binding protein,Kazal-type serine protease inhibitor domain,PDZ domain,PDZ domain (Also known as DHR or GLGF),Trypsin,Trypsin-like peptidase domainrs7814264 0.3884 YES 7.515E-1 (pos.38840591) HTRA serine peptidase 4endopeptidase activity,extracellular region,insulin-like growth factor binding,negative regulation of transforming growth factor beta receptor signaling pathway,proteolysis,regulation of cell growth,serine-type endopeptidase activityC=0, T=85 C=0.0, T=1.0 0.00001 1390.5 85 C=0/0, T=37/48

chr3:183953972 A/A G A SNV VWA5B2 VWA5B2:exonic:NM_138345.2 1 100 8 synonymous NM_138345.2c.1134G>A p.(=) -7.04 0.01(COSM4157465)Vault protein inter-alpha-trypsin domain,von Willebrand factor type A domainrs1709657 0.2074 YES 2.572E-1 (pos.183953972)neoplasm G=0, A=67 G=0.0, A=1.0 0.00001 1032.13 67 G=0/0, A=36/31

chr8:38884344 TCTTT/TCTTT T TCTTT INDEL ADAM9 ADAM9:intronic:NM_003816.2 4 100 intronic NM_003816.2c.1130+15T>TCTTTp.? 0.19 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptideA disintegrin and metalloproteinase domain 9PMA-inducible membrane protein ectodomain proteolysis,SH3 domain binding,activation of MAPKK activity,basolateral plasma membrane,cell adhesion,cell adhesion mediated by integrin,cell migration,cell surface,cell-cell adhesion mediated by integrin,cell-matrix adhesion,cellular response to lipopolysaccharide,collagen binding,extracellular exosome,extracellular space,focal adhesion,integral component of membrane,integrin binding,integrin-mediated signaling pathway,intrinsic component of external side of plasma membrane,keratinocyte differentiation,laminin binding,membrane protein ectodomain proteolysis,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,monocyte activation,positive regulation of cell adhesion mediated by integrin,positive regulation of keratinocyte migration,positive regulation of macrophage fusion,positive regulation of membrane protein ectodomain proteolysis,positive regulation of protein secretion,protein binding,protein kinase C binding,proteolysis,response to calcium iAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nephritis;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Urologic DiseasesINCB7839 T=0, TCTTT=38T=0.0, TCTTT=1.0 0.00001 604.31 38 T=0/0, TCTTT=8/30

chr8:38911953 A/A C A SNV ADAM9 ADAM9:intronic:NM_003816.2 1 100 intronic NM_003816.2c.1303-47C>Ap.? -0.3 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders9643905 0.2499 YES 9.48E-1 (pos.38911953) A disintegrin and metalloproteinase domain 9PMA-inducible membrane protein ectodomain proteolysis,SH3 domain binding,activation of MAPKK activity,basolateral plasma membrane,cell adhesion,cell adhesion mediated by integrin,cell migration,cell surface,cell-cell adhesion mediated by integrin,cell-matrix adhesion,cellular response to lipopolysaccharide,collagen binding,extracellular exosome,extracellular space,focal adhesion,integral component of membrane,integrin binding,integrin-mediated signaling pathway,intrinsic component of external side of plasma membrane,keratinocyte differentiation,laminin binding,membrane protein ectodomain proteolysis,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,monocyte activation,positive regulation of cell adhesion mediated by integrin,positive regulation of keratinocyte migration,positive regulation of macrophage fusion,positive regulation of membrane protein ectodomain proteolysis,positive regulation of protein secretion,protein binding,protein kinase C binding,proteolysis,response to calcium iAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nephritis;Prostatic Diseases;Prostatic Neoplasms;Urogenital Neoplasms;Urologic DiseasesINCB7839 C=0, A=20 C=0.0, A=1.0 0.00001 263.785 20 C=0/0, A=6/14

chr8:39142264 G/G A G SNV ADAM32 ADAM32:intronic:NM_145004.6 1 100 intronic NM_145004.6c.2358-48A>Gp.? -0.44 ADAM cysteine-rich,Disintegrin,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders7008808 0.3826 YES 1.318E-1 (pos.39142264) integral component of membrane,integrin-mediated signaling pathway,metalloendopeptidase activity,proteolysisA=0, G=24 A=0.0, G=1.0 0.00001 334.792 24 A=0/0, G=11/13

chr8:39463823 C/C T C SNV ADAM18 ADAM18:intronic:NM_014237.2 1 100 intronic NM_014237.2c.133-3T>C p.? -0.32 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders13268577 0.4488 YES 1.604E-1 (pos.39463823) cell differentiation,integral component of membrane,membrane,metalloendopeptidase activity,metallopeptidase activity,multicellular organism development,proteolysis,spermatogenesisT=0, C=55 T=0.0, C=1.0 0.00001 814.908 55 T=0/0, C=21/34

chr7:49815390 G/G C G SNV VWC2 VWC2:exonic:NM_198570.4 1 100 2 missense NM_198570.4c.359C>G p.Ala120Gly 0.02 0.45 60 0 0.04(COSM3750031)RNA-binding, Nab2-type zinc finger,von Willebrand factor type C domainrs769604 0.461 YES 4.375E-1 (pos.49815390) adenocarcinoma,carcinoma,neoplasmvon Willebrand factor C domain-containing protein 2AMPA glutamate receptor complex,basement membrane,cell junction,extracellular space,interstitial matrix,molecular_function,negative regulation of BMP signaling pathway,positive regulation of cell-substrate adhesion,positive regulation of neuron differentiation,synapseC=0, G=27 C=0.0, G=1.0 0.00001 389.987 27 C=0/0, G=12/15

chr8:39503079 A/A G A SNV ADAM18 ADAM18:intronic:NM_014237.2 1 100 intronic NM_014237.2c.1046+86G>Ap.? 0.05 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders6474161 YES cell differentiation,integral component of membrane,membrane,metalloendopeptidase activity,metallopeptidase activity,multicellular organism development,proteolysis,spermatogenesisG=0, A=39 G=0.0, A=1.0 0.00001 623.978 39 G=0/0, A=20/19

chr8:39505826 A/A C A SNV ADAM18 ADAM18:intronic:NM_014237.2 1 100 intronic NM_014237.2c.1047-37C>Ap.? -0.58 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders3735880 0.2238 YES 2.665E-1 (pos.39505826) cell differentiation,integral component of membrane,membrane,metalloendopeptidase activity,metallopeptidase activity,multicellular organism development,proteolysis,spermatogenesisC=0, A=26 C=0.0, A=1.0 0.00001 375.353 26 C=0/0, A=11/15

chr8:39525750 A/A C A SNV ADAM18 ADAM18:intronic:NM_014237.2 1 100 intronic NM_014237.2c.1525+35C>Ap.? 0.09 ADAM cysteine-rich,Disintegrin,Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Reprolysin family propeptiders2305392 0.2386 YES 2.558E-1 (pos.39525750) cell differentiation,integral component of membrane,membrane,metalloendopeptidase activity,metallopeptidase activity,multicellular organism development,proteolysis,spermatogenesisC=0, A=28 C=0.0, A=1.0 0.00001 408.718 28 C=0/0, A=11/17

chr7:12395813 C/C T C SNV VWDE VWDE:exonic:NM_001135924.2 1 100 18 synonymous NM_001135924.2c.3669A>G p.(=) -0.91 Human growth factor-like EGF,von Willebrand factor type D domainrs2119141 0.2608 YES 8.248E-1 (pos.12395813) calcium ion binding,extracellular region T=0, C=27 T=0.0, C=1.0 0.00001 389.986 27 T=0/0, C=16/11

chr7:12400837 A/A G A SNV VWDE VWDE:exonic:NM_001135924.2 1 100 15 missense NM_001135924.2c.3095C>T p.Thr1032Met 5.01 0.53 81 0 0.03(COSM4161750),0.03(COSM4161751)Human growth factor-like EGF,von Willebrand factor type D domainrs2053380 0.275 YES 7.314E-1 (pos.12400837) neoplasm calcium ion binding,extracellular region G=0, A=26 G=0.0, A=1.0 0.00001 371.42 26 G=0/0, A=20/6

chr8:40554742 C/T C T SNV ZMAT4 ZMAT4:intronic:NM_024645.2 1 57.14 intronic NM_024645.2c.349+22G>Ap.? -2.42 Zinc-finger double-stranded RNA-binding,Zinc-finger of C2H2 typers11781516 0.472 YES 5.667E-1 (pos.40554742) DNA binding,RNA binding,intrinsic apoptotic signaling pathway by p53 class mediator,nucleic acid binding,nucleus,p53 binding,protein binding,zinc ion bindingEye Diseases;Refractive Errors C=9, T=12 C=0.4286, T=0.5714 0.00001 109.102 21 C=7/2, T=6/6

chr8:41393799 C/C T C SNV

GINS4,LOC1

02723729 GINS4:intronic:NM_032336.2, LOC102723729:intronic_nc:NR_125824.11
100

intronic NM_032336.2, NR_125824.1c.97-80T>C p.? 1.23 DNA replication complex GINS protein SLD5 C-terminus,GINS complex proteinrs11779810 YES GINS complex subunit 43'-5' DNA helicase activity,DNA duplex unwinding,DNA replication initiation,DNA strand elongation involved in DNA replication,DNA-dependent DNA replication,GINS complex,cytoplasm,double-strand break repair via break-induced replication,inner cell mass cell proliferation,nucleoplasm,nucleus,protein binding,replication fork protection complexT=0, C=25 T=0.0, C=1.0 0.00001 352.38 25 T=0/0, C=15/10

chr8:41519248 C/C T C SNV ANK1 ANK1:intronic:NM_001142446.1 1 100 intronic NM_001142446.1c.5667+146A>Gp.? -0.01 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,ZU5 domainrs516946 YES 8.711E-1 (pos.41519248) Ankyrin-1, erythrocyticATPase binding,ER to Golgi vesicle-mediated transport,M band,Z disc,axolemma,basolateral plasma membrane,cytoskeletal adaptor activity,cytoskeleton,cytoskeleton organization,cytosol,enzyme binding,exocytosis,maintenance of epithelial cell apical/basal polarity,nucleus,plasma membrane,positive regulation of organelle organization,postsynaptic membrane,protein binding,protein localization to plasma membrane,sarcolemma,sarcoplasmic reticulum,signal transduction,spectrin binding,spectrin-associated cytoskeleton,structural constituent of cytoskeleton,structural molecule activityAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Spherocytosis, Hereditary;Vascular DiseasesT=0, C=22 T=0.0, C=1.0 0.00001 298.839 22 T=0/0, C=18/4

chr8:41519462 G/G A G SNV ANK1 ANK1:intronic:NM_001142446.1 1 100 intronic NM_001142446.1c.5602-3T>Cp.? 0.87 0.1(COSM5904886),0.1(COSM5904887),0.1(COSM5904888)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,ZU5 domainrs515071,rs771678618 0.2434 YES 0.0 (pos.41519461),8.389E-1 (pos.41519462)basal_cell_carcinomaAnkyrin-1, erythrocyticATPase binding,ER to Golgi vesicle-mediated transport,M band,Z disc,axolemma,basolateral plasma membrane,cytoskeletal adaptor activity,cytoskeleton,cytoskeleton organization,cytosol,enzyme binding,exocytosis,maintenance of epithelial cell apical/basal polarity,nucleus,plasma membrane,positive regulation of organelle organization,postsynaptic membrane,protein binding,protein localization to plasma membrane,sarcolemma,sarcoplasmic reticulum,signal transduction,spectrin binding,spectrin-associated cytoskeleton,structural constituent of cytoskeleton,structural molecule activityAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Spherocytosis, Hereditary;Vascular DiseasesBenign/Likely benignA=0, G=25 A=0.0, G=1.0 0.00001 353.019 25 A=0/0, G=10/15

chr8:41529856 A/G A G SNV ANK1 ANK1:intronic:NM_001142446.1 1 96.67 intronic NM_001142446.1c.5219+16T>Cp.? -0.34 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,ZU5 domainrs508112 6.00E-04 1.0;0.0 (pos.41529856) Ankyrin-1, erythrocyticATPase binding,ER to Golgi vesicle-mediated transport,M band,Z disc,axolemma,basolateral plasma membrane,cytoskeletal adaptor activity,cytoskeleton,cytoskeleton organization,cytosol,enzyme binding,exocytosis,maintenance of epithelial cell apical/basal polarity,nucleus,plasma membrane,positive regulation of organelle organization,postsynaptic membrane,protein binding,protein localization to plasma membrane,sarcolemma,sarcoplasmic reticulum,signal transduction,spectrin binding,spectrin-associated cytoskeleton,structural constituent of cytoskeleton,structural molecule activityAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Spherocytosis, Hereditary;Vascular DiseasesBenign A=1, G=29 A=0.0333, G=0.9667 0.00001 398.812 30 A=1/0, G=20/9

chr8:41553835 A/A G A SNV ANK1 ANK1:intronic:NM_001142446.1 1 100 intronic NM_001142446.1c.3083+46C>Tp.? -0.74 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,ZU5 domainrs2304883 0.3298 YES 2.781E-1 (pos.41553835) Ankyrin-1, erythrocyticATPase binding,ER to Golgi vesicle-mediated transport,M band,Z disc,axolemma,basolateral plasma membrane,cytoskeletal adaptor activity,cytoskeleton,cytoskeleton organization,cytosol,enzyme binding,exocytosis,maintenance of epithelial cell apical/basal polarity,nucleus,plasma membrane,positive regulation of organelle organization,postsynaptic membrane,protein binding,protein localization to plasma membrane,sarcolemma,sarcoplasmic reticulum,signal transduction,spectrin binding,spectrin-associated cytoskeleton,structural constituent of cytoskeleton,structural molecule activityAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Spherocytosis, Hereditary;Vascular DiseasesG=0, A=28 G=0.0, A=1.0 0.00001 408.718 28 G=0/0, A=12/16

chr7:12406989 G/G C G SNV VWDE VWDE:exonic:NM_001135924.2 1 100 13 missense NM_001135924.2c.2892G>C p.Lys964Asn 0.22 0.03 94 0.997 0.36(COSM1137630),0.36(COSM484743)Human growth factor-like EGF,von Willebrand factor type D domainrs6460939 0.4751 YES 5.487E-1 (pos.12406989) carcinoma,clear_cell_renal_cell_carcinoma,neoplasmcalcium ion binding,extracellular region C=0, G=21 C=0.0, G=1.0 0.00001 281.235 21 C=0/0, G=8/13

chr8:41585571 T/T C T SNV ANK1 ANK1:intronic:NM_001142446.1 1 100 intronic NM_001142446.1c.328-47G>Ap.? -1.75 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,ZU5 domainrs1872877 0.3729 YES 2.949E-1;1.189E-4 (pos.41585571) Ankyrin-1, erythrocyticATPase binding,ER to Golgi vesicle-mediated transport,M band,Z disc,axolemma,basolateral plasma membrane,cytoskeletal adaptor activity,cytoskeleton,cytoskeleton organization,cytosol,enzyme binding,exocytosis,maintenance of epithelial cell apical/basal polarity,nucleus,plasma membrane,positive regulation of organelle organization,postsynaptic membrane,protein binding,protein localization to plasma membrane,sarcolemma,sarcoplasmic reticulum,signal transduction,spectrin binding,spectrin-associated cytoskeleton,structural constituent of cytoskeleton,structural molecule activityAnemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Diabetes Mellitus;Diabetes Mellitus, Type 2;Endocrine System Diseases;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Spherocytosis, Hereditary;Vascular DiseasesC=0, T=74 C=0.0, T=1.0 0.00001 1170.1 74 C=0/0, T=37/37

chr8:41834902 T/C T C SNV KAT6A KAT6A:intronic:NM_006766.4 1 57.58 intronic NM_006766.4c.1044-57A>Gp.? 1.26 MOZ/SAS family,PHD-fingerrs34473679 YES K(lysine) acetyltransferase 6ADNA binding,DNA packaging,MOZ/MORF histone acetyltransferase complex,PML body,acetyltransferase activity,animal organ development,cellular senescence,cytosol,histone H3 acetylation,histone acetylation,histone acetyltransferase activity,metal ion binding,myeloid cell differentiation,negative regulation of transcription, DNA-templated,nuclear speck,nucleolus,nucleoplasm,nucleosome,nucleosome assembly,nucleus,positive regulation of transcription, DNA-templated,protein acetylation,protein binding,regulation of signal transduction by p53 class mediator,regulation of transcription, DNA-templated,transcription coactivator activity,transcription factor binding,transcription, DNA-templated,zinc ion bindingAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Glioma;Medulloblastoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Neuroectodermal Tumors;Neuroectodermal Tumors, PrimitiveT=13, C=19 T=0.4063, C=0.5938 0.00001 208.678 33 T=1/12, C=7/12

chr8:42175303 T/T A T SNV IKBKB IKBKB:intronic:NM_001556.2 1 100 intronic NM_001556.2c.1240+14A>Tp.? -0.02 I-kappa-kinase-beta NEMO binding domain,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinasers2294100 0.0736 YES 8.79E-1 (pos.42175303) Inhibitor of kappa light polypeptide gene enhancer in B cells, kinase of, betaATP binding,CD40 receptor complex,Fc-epsilon receptor signaling pathway,I-kappaB kinase/NF-kappaB signaling,I-kappaB phosphorylation,IkappaB kinase activity,IkappaB kinase complex,MyD88-independent toll-like receptor signaling pathway,T cell receptor signaling pathway,TRIF-dependent toll-like receptor signaling pathway,anatomical structure morphogenesis,antigen processing and presentation of exogenous peptide antigen via MHC class I, TAP-dependent,cellular response to tumor necrosis factor,cortical actin cytoskeleton organization,cytoplasmic side of plasma membrane,cytosol,identical protein binding,inflammatory response,innate immune response,interleukin-1-mediated signaling pathway,membrane raft,negative regulation of apoptotic process,negative regulation of bicellular tight junction assembly,negative regulation of myosin-light-chain-phosphatase activity,nucleotide-binding oligomerization domain containing signaling pathway,nucleus,peptidyl-serine phosphorylation,positive regulation of I-kappaB kinase/NF-kapBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Colonic Diseases;Digestive System Diseases;Gastrointestinal Diseases;Glucose Metabolism Disorders;Intestinal Diseases;Metabolic Diseases;Nervous System Diseases;Nutritional and Metabolic Diseases;Vascular DiseasesAcetylcysteine,Acetylsalicylic acid,Arsenic trioxide,Auranofin,MLN0415,Mesalazine,SulfasalazineBenign A=0, T=60 A=0.0, T=1.0 0.00001 907.071 60 A=0/0, T=28/32

chr8:42196441 T/T C T SNV POLB POLB:intronic:NM_002690.2 1 100 intronic NM_002690.2c.62-89C>T p.? -0.12 DNA polymerase beta palm,DNA polymerase beta thumb,Fingers domain of DNA polymerase lambda,Helix-hairpin-helix domainrs3136717 YES Polymerase (DNA directed), betaDNA binding,DNA biosynthetic process,DNA polymerase activity,DNA repair,DNA-(apurinic or apyrimidinic site) lyase activity,DNA-dependent DNA replication,DNA-directed DNA polymerase activity,aging,base-excision repair,base-excision repair, DNA ligation,base-excision repair, base-free sugar-phosphate removal,base-excision repair, gap-filling,cellular response to DNA damage stimulus,cytoplasm,damaged DNA binding,enzyme binding,homeostasis of number of cells,immunoglobulin heavy chain V-D-J recombination,inflammatory response,intrinsic apoptotic signaling pathway in response to DNA damage,lyase activity,lymph node development,metal ion binding,microtubule,microtubule binding,neuron apoptotic process,nucleoplasm,nucleotide-excision repair, DNA gap filling,nucleus,protein binding,protein complex,protein deubiquitination,pyrimidine dimer repair,response to ethanol,response to gamma radiation,response to hyperoxia,salivary gland morphogenesis,somatic hypermutation of immunoglobulin genes,spindle microtubule,spleen deFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, B-Cell;Leukemia, Lymphocytic, Chronic, B-Cell;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms(1S)-1,2,3,4-TETRAHYDRO-BENZOCPHENANTHRENE-2,3,4-TRIOL,Cytarabine,dATPC=0, T=42 C=0.0, T=1.0 0.00001 682.742 42 C=0/0, T=18/24

chr7:12410112 A/A G A SNV VWDE VWDE:exonic:NM_001135924.2 1 100 12 missense NM_001135924.2c.1820C>T p.Ser607Phe 5.67 1 155 0 0.08(COSM3762355)Human growth factor-like EGF,von Willebrand factor type D domainrs963323 0.1398 YES 8.19E-1 (pos.12410112) acute_myeloid_leukaemia,adenocarcinomacalcium ion binding,extracellular region G=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=15/8

chr8:442389 G/A G A SNV TDRP TDRP:intronic:NM_001256113.1 1 58.33 intronic NM_001256113.1c.498+70C>Tp.? -1.38 Testis development-related proteinrs3779745 0.1816 YES 4.086E-1 (pos.442389) cytoplasm,cytosol,intracellular membrane-bounded organelle,molecular_function,nucleus,spermatogenesisG=10, A=14 G=0.4167, A=0.5833 0.00001 134.355 24 G=6/4, A=8/6

chr8:48196478 T/T A T SNV SPIDR SPIDR:intronic:NM_001080394.3 1 100 intronic NM_001080394.3c.190-139A>Tp.? -0.34 Domain of unknown function (DUF4502),Domain of unknown function (DUF4503)rs3736254 YES Scaffolding protein involved in DNA repaircellular response to DNA damage stimulus,cellular response to camptothecin,cellular response to hydroxyurea,cellular response to ionizing radiation,double-strand break repair via homologous recombination,nuclear chromosome,nucleoplasm,positive regulation of double-strand break repair,positive regulation of protein complex assembly,protein binding,regulation of double-strand break repair via homologous recombination,regulation of establishment of protein localization to chromosomeA=0, T=37 A=0.0, T=1.0 0.00001 583.701 37 A=0/0, T=25/12

chr7:12417407 T/T C T SNV VWDE VWDE:exonic:NM_001135924.2 1 100 7 missense NM_001135924.2c.1019G>A p.Gly340Asp 3.62 1 94 0 0.19(COSM1137631)Human growth factor-like EGF,von Willebrand factor type D domainrs7793993 0.2804 YES 9.337E-1 (pos.12417407) clear_cell_renal_cell_carcinoma,ductal_carcinomacalcium ion binding,extracellular region C=0, T=22 C=0.0, T=1.0 0.00001 298.89 22 C=0/0, T=12/10

chr8:48846519 C/C T C SNV PRKDC PRKDC:intronic:NM_006904.6 1 100 intronic NM_006904.6c.1623+6A>Gp.? -0.64 FAT domain,FATC domain,NUC194 domain,Phosphatidylinositol 3- and 4-kinasers1231202 0.0511 YES 9.997E-1 (pos.48846519) Protein kinase, DNA-activated, catalytic polypeptide (hyperradiosensitivity of murine SCID mutation, complementing-1)ATP binding,B cell lineage commitment,DNA-dependent protein kinase activity,DNA-dependent protein kinase-DNA ligase 4 complex,RNA binding,T cell differentiation in thymus,T cell lineage commitment,T cell receptor V(D)J recombination,activation of innate immune response,brain development,cell proliferation,cellular protein modification process,cellular response to insulin stimulus,cytosol,double-strand break repair,double-strand break repair via alternative nonhomologous end joining,double-strand break repair via nonhomologous end joining,double-stranded DNA binding,ectopic germ cell programmed cell death,enzyme binding,extracellular matrix,heart development,immunoglobulin V(D)J recombination,innate immune response,intrinsic apoptotic signaling pathway in response to DNA damage,kinase activity,membrane,negative regulation of apoptotic process,negative regulation of cellular senescence,negative regulation of immunoglobulin production,negative regulation of protein phosphorylation,negative regulation of responseAdenocarcinoma;Brain Diseases;Brain Diseases, Metabolic;Carcinoma;Carcinoma, Adenoid Cystic;Central Nervous System Diseases;Digestive System Diseases;Drug-Induced Liver Injury;Genital Diseases, Male;Genital Neoplasms, Male;Hepatic Encephalopathy;Hepatic Insufficiency;Liver Diseases;Liver Failure;Liver Failure, Acute;Lung Diseases;Male Urogenital Diseases;Massive Hepatic Necrosis;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Nutritional and Metabolic Diseases;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Urogenital NeoplasmsCaffeine,SF1126Benign T=0, C=30 T=0.0, C=1.0 0.00001 446.638 30 T=0/0, C=12/18

chr8:52287041 T/T C T SNV PXDNL PXDNL:intronic:NM_144651.4 1 100 intronic NM_144651.4c.3692+116G>Ap.? -0.33 Animal haem peroxidase,Immunoglobulin I-set domain,Immunoglobulin domain,Leucine rich repeat,Leucine rich repeats (6 copies),Major Vault Protein repeat,von Willebrand factor type C domainrs2977003 YES Peroxidasin, Drosophila, homolog-likecellular oxidant detoxification,cytoplasm,endonuclease activity,extracellular space,heme binding,hydrogen peroxide catabolic process,metal ion binding,nucleic acid phosphodiester bond hydrolysis,oxidation-reduction process,peroxidase activity,response to oxidative stressC=0, T=42 C=0.0, T=1.0 0.00001 689.581 42 C=0/0, T=26/16

chr12:6128443 C/C T C SNV VWF VWF:exonic:NM_000552.4 1 100 28 missense NM_000552.4c.4141A>G p.Thr1381Ala 1.83 1 58 0 C8 domain,Trypsin Inhibitor like cysteine rich domain,VWA N-terminal,von Willebrand factor type A domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs216311 0.3801 YES 7.615E-1 (pos.6128443) Coagulation factor VIII VWF (von Willebrand factor)Weibel-Palade body,blood coagulation,blood coagulation, intrinsic pathway,cell adhesion,cell-substrate adhesion,chaperone binding,collagen binding,endoplasmic reticulum,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,hemostasis,identical protein binding,immunoglobulin binding,integrin binding,platelet activation,platelet alpha granule,platelet alpha granule lumen,platelet degranulation,protease binding,protein N-terminus binding,protein binding,protein homodimerization activity,protein homooligomerization,proteinaceous extracellular matrix,response to woundingArrhythmias, Cardiac;Atrial Fibrillation;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Embolism and Thrombosis;Genetic Diseases, Inborn;Heart Diseases;Heart Failure;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypertension;Intracranial Embolism and Thrombosis;Intracranial Thrombosis;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Thromboembolism;Thrombosis;Vascular Diseases;von Willebrand Disease, Type 1;von Willebrand Disease, Type 2;von Willebrand Disease, Type 3;von Willebrand DiseasesAntihemophilic factor, human recombinant,Egaptivon pegolBenign/Likely benignT=0, C=90 T=0.0, C=1.0 0.00001 1492.99 90 T=0/0, C=44/46

chr12:6143984 C/C T C SNV VWF VWF:exonic:NM_000552.4 1 100 20 missense NM_000552.4c.2555A>G p.Gln852Arg -0.54 1 43 0 0.06(COSM4147372)C8 domain,Trypsin Inhibitor like cysteine rich domain,VWA N-terminal,von Willebrand factor type A domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs216321 0.0893 YES 7.982E-1 (pos.6143984) neoplasm Coagulation factor VIII VWF (von Willebrand factor)Weibel-Palade body,blood coagulation,blood coagulation, intrinsic pathway,cell adhesion,cell-substrate adhesion,chaperone binding,collagen binding,endoplasmic reticulum,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,hemostasis,identical protein binding,immunoglobulin binding,integrin binding,platelet activation,platelet alpha granule,platelet alpha granule lumen,platelet degranulation,protease binding,protein N-terminus binding,protein binding,protein homodimerization activity,protein homooligomerization,proteinaceous extracellular matrix,response to woundingArrhythmias, Cardiac;Atrial Fibrillation;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Embolism and Thrombosis;Genetic Diseases, Inborn;Heart Diseases;Heart Failure;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypertension;Intracranial Embolism and Thrombosis;Intracranial Thrombosis;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Thromboembolism;Thrombosis;Vascular Diseases;von Willebrand Disease, Type 1;von Willebrand Disease, Type 2;von Willebrand Disease, Type 3;von Willebrand DiseasesAntihemophilic factor, human recombinant,Egaptivon pegolT=0, C=39 T=0.0, C=1.0 0.00001 623.979 39 T=0/0, C=10/29

chr12:6172202 C/C T C SNV VWF VWF:exonic:NM_000552.4 1 100 13 missense NM_000552.4c.1451A>G p.His484Arg 0.27 1 29 0.017 0.24(COSM431631)C8 domain,Trypsin Inhibitor like cysteine rich domain,VWA N-terminal,von Willebrand factor type A domain,von Willebrand factor type C domain,von Willebrand factor type D domainrs1800378 0.3431 YES 7.081E-1;0.0 (pos.6172202)acute_myeloid_leukaemia,adenocarcinoma,ductal_carcinomaCoagulation factor VIII VWF (von Willebrand factor)Weibel-Palade body,blood coagulation,blood coagulation, intrinsic pathway,cell adhesion,cell-substrate adhesion,chaperone binding,collagen binding,endoplasmic reticulum,extracellular exosome,extracellular matrix,extracellular matrix organization,extracellular region,hemostasis,identical protein binding,immunoglobulin binding,integrin binding,platelet activation,platelet alpha granule,platelet alpha granule lumen,platelet degranulation,protease binding,protein N-terminus binding,protein binding,protein homodimerization activity,protein homooligomerization,proteinaceous extracellular matrix,response to woundingArrhythmias, Cardiac;Atrial Fibrillation;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Blood Platelet Disorders;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Coagulation Protein Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Embolism and Thrombosis;Genetic Diseases, Inborn;Heart Diseases;Heart Failure;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hypertension;Intracranial Embolism and Thrombosis;Intracranial Thrombosis;Nervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Thromboembolism;Thrombosis;Vascular Diseases;von Willebrand Disease, Type 1;von Willebrand Disease, Type 2;von Willebrand Disease, Type 3;von Willebrand DiseasesAntihemophilic factor, human recombinant,Egaptivon pegolBenign/Likely benignT=0, C=30 T=0.0, C=1.0 0.00001 446.636 30 T=0/0, C=13/17

chr12:105546172 A/A G A SNV WASHC4 WASHC4:exonic:NM_015275.2 1 100 26 missense NM_015275.2c.2701G>A p.Val901Ile 2.8 0.85 29 0 WASH complex subunit 7,WASH complex subunit 7, C-terminal,WASH complex subunit 7, N-terminalrs1663564,rs759197737 0.0803 YES 0.0 (pos.105546170),1.0 (pos.105546172)WASH complex, subunit 4BLOC-1 complex,WASH complex,early endosome,endosomal transport,endosome,endosome organization,protein transportG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=10/11

chr8:61144790 T/T G T SNV CA8 CA8:intronic:NM_004056.5 1 100 intronic NM_004056.5c.513+53C>Ap.? 0.64 Eukaryotic-type carbonic anhydrasers73683396 0.2803 YES Carbonic anhydrase VIIIcarbonate dehydratase activity,cytoplasm,one-carbon metabolic process,phosphatidylinositol-mediated signaling,protein binding,zinc ion bindingAtaxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Dyskinesias;Intellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsZonisamide G=0, T=29 G=0.0, T=1.0 0.00001 427.586 29 G=0/0, T=8/21

chr10:104572963 C/C T C SNV WBP1L WBP1L:exonic:NM_001083913.1 1 100 4 missense NM_001083913.1c.967T>C p.Ser323Pro 0.61 0.63 74 0 0.03(COSM3751498),0.03(COSM5826593)WW domain-binding protein 1rs284860 0.4103 YES 4.209E-1 (pos.104572963)adenocarcinoma,carcinomaintegral component of membrane,protein binding T=0, C=42 T=0.0, C=1.0 0.00001 685.184 42 T=0/0, C=34/8

chr8:61732521 A/G A G SNV CHD7 CHD7:intronic:NM_017780.3 1 45.45 intronic NM_017780.3c.2614-45A>Gp.? 1.18 BRK domain,Chromo (CHRromatin Organisation MOdifier) domain,Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs6471902 0.2256 YES 9.326E-1 (pos.61732521) Chromodomain helicase DNA binding protein 7ATP binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,T cell differentiation,adult heart development,adult walking behavior,aorta morphogenesis,atrioventricular canal development,blood circulation,blood vessel remodeling,cardiac septum morphogenesis,central nervous system development,chromatin binding,chromatin remodeling,cognition,covalent chromatin modification,cranial nerve development,embryonic hindlimb morphogenesis,epithelium development,face development,female genitalia development,genitalia development,heart morphogenesis,helicase activity,in utero embryonic development,inner ear morphogenesis,innervation,limb development,nose development,nucleolus,nucleus,olfactory behavior,olfactory bulb development,olfactory nerve development,palate development,positive regulation of multicellular organism growth,positive regulation of transcription from RNA polymerase II promoter,promoter-specific chromatin binding,protein binding,rRNA processing,regulation of growth hormone sec46, XY Disorders of Sex Development;Abnormalities, Multiple;CHARGE Syndrome;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Disorders of Sex Development;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Gonadal Disorders;Hypogonadism;Immune System Diseases;Immunologic Deficiency Syndromes;Infant, Newborn, Diseases;Kallmann Syndrome;Male Urogenital Diseases;Metabolic Diseases;Nutritional and Metabolic Diseases;Severe Combined Immunodeficiency;Urogenital AbnormalitiesBenign/Likely benignA=18, G=15 A=0.5455, G=0.4545 0.00001 143.149 33 A=4/14, G=3/12

chr8:62416074 A/A G A SNV ASPH ASPH:intronic:NM_004318.3 1 100 intronic NM_004318.3c.2127-6C>Tp.? 3.25 Aspartyl beta-hydroxylase N-terminal region,Aspartyl/Asparaginyl beta-hydroxylase,Tetratricopeptide repeatrs7005617 0.0202 YES 1.0 (pos.62416074) Aspartate beta-hydroxylase (junctin; junctate)activation of cysteine-type endopeptidase activity,activation of store-operated calcium channel activity,calcium channel complex,calcium ion binding,calcium ion transmembrane transport,cell,cellular response to calcium ion,cortical endoplasmic reticulum,detection of calcium ion,electron transfer activity,electron transport chain,endoplasmic reticulum,endoplasmic reticulum membrane,face morphogenesis,integral component of endoplasmic reticulum membrane,integral component of membrane,ion channel binding,ion transmembrane transport,junctional sarcoplasmic reticulum membrane,limb morphogenesis,membrane,muscle contraction,negative regulation of cell proliferation,palate development,pattern specification process,peptide-aspartate beta-dioxygenase activity,peptidyl-aspartic acid hydroxylation,plasma membrane,positive regulation of calcium ion transport into cytosol,positive regulation of intracellular protein transport,positive regulation of proteolysis,positive regulation of ryanodine-sensitive calcium-release chanCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Ectopia Lentis;Eye Abnormalities;Eye Diseases;Lens Diseases;Lens Subluxation;Musculoskeletal Abnormalities;Musculoskeletal DiseasesL-Aspartic Acid,Succinic acidG=0, A=26 G=0.0, A=1.0 0.00001 371.419 26 G=0/0, A=11/15

chr8:62438530 G/G A G SNV ASPH ASPH:intronic:NM_004318.3 1 100 intronic NM_004318.3c.1900+6T>Cp.? 0.76 Aspartyl beta-hydroxylase N-terminal region,Aspartyl/Asparaginyl beta-hydroxylase,Tetratricopeptide repeatrs4738904 0.0203 YES 1.0 (pos.62438530) Aspartate beta-hydroxylase (junctin; junctate)activation of cysteine-type endopeptidase activity,activation of store-operated calcium channel activity,calcium channel complex,calcium ion binding,calcium ion transmembrane transport,cell,cellular response to calcium ion,cortical endoplasmic reticulum,detection of calcium ion,electron transfer activity,electron transport chain,endoplasmic reticulum,endoplasmic reticulum membrane,face morphogenesis,integral component of endoplasmic reticulum membrane,integral component of membrane,ion channel binding,ion transmembrane transport,junctional sarcoplasmic reticulum membrane,limb morphogenesis,membrane,muscle contraction,negative regulation of cell proliferation,palate development,pattern specification process,peptide-aspartate beta-dioxygenase activity,peptidyl-aspartic acid hydroxylation,plasma membrane,positive regulation of calcium ion transport into cytosol,positive regulation of intracellular protein transport,positive regulation of proteolysis,positive regulation of ryanodine-sensitive calcium-release chanCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Ectopia Lentis;Eye Abnormalities;Eye Diseases;Lens Diseases;Lens Subluxation;Musculoskeletal Abnormalities;Musculoskeletal DiseasesL-Aspartic Acid,Succinic acidA=0, G=45 A=0.0, G=1.0 0.00001 747.393 45 A=0/0, G=20/25

chr8:6272457 G/G T G SNV MCPH1 MCPH1:intronic:NM_024596.4 1 100 intronic NM_024596.4c.233+53T>Gp.? -0.71 BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Microcephalin protein,twin BRCT domainrs2305021 YES Microcephalinbone development,cerebral cortex development,cytoplasm,establishment of mitotic spindle orientation,identical protein binding,microtubule organizing center,mitotic cell cycle arrest,negative regulation of transcription from RNA polymerase II promoter,neuronal stem cell population maintenance,nucleoplasm,protein binding,protein localization to centrosome,regulation of centrosome cycle,regulation of chromosome condensation,regulation of inflammatory response,regulation of kinase activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System MalformationsT=0, G=60 T=0.0, G=1.0 0.00001 903.531 60 T=0/0, G=27/33

chr8:6272477 G/G A G SNV MCPH1 MCPH1:intronic:NM_024596.4 1 100 intronic NM_024596.4c.233+73A>Gp.? 0.05 BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Microcephalin protein,twin BRCT domainrs2515415 YES Microcephalinbone development,cerebral cortex development,cytoplasm,establishment of mitotic spindle orientation,identical protein binding,microtubule organizing center,mitotic cell cycle arrest,negative regulation of transcription from RNA polymerase II promoter,neuronal stem cell population maintenance,nucleoplasm,protein binding,protein localization to centrosome,regulation of centrosome cycle,regulation of chromosome condensation,regulation of inflammatory response,regulation of kinase activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System MalformationsA=0, G=59 A=0.0, G=1.0 0.00001 885.363 59 A=0/0, G=26/33

chr8:6272481 G/G C G SNV MCPH1 MCPH1:intronic:NM_024596.4 1 100 intronic NM_024596.4c.233+77C>Gp.? -0.15 BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Microcephalin protein,twin BRCT domainrs2442545 YES Microcephalinbone development,cerebral cortex development,cytoplasm,establishment of mitotic spindle orientation,identical protein binding,microtubule organizing center,mitotic cell cycle arrest,negative regulation of transcription from RNA polymerase II promoter,neuronal stem cell population maintenance,nucleoplasm,protein binding,protein localization to centrosome,regulation of centrosome cycle,regulation of chromosome condensation,regulation of inflammatory response,regulation of kinase activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System MalformationsC=0, G=59 C=0.0, G=1.0 0.00001 885.368 59 C=0/0, G=26/33

chr22:42416056 G/G A G SNV WBP2NL WBP2NL:exonic:NM_152613.2 1 100 4 missense NM_152613.2c.362A>G p.Asp121Gly 5.33 1 94 0 0.03(COSM3759226)GRAM domainrs133335 0.4642 YES 8.569E-1 (pos.42416056) adenocarcinoma,basal_cell_carcinomaWWBP2 N-terminal-like proteinWW domain binding,egg activation,female pronucleus assembly,male pronucleus assembly,meiotic cell cycle,perinuclear thecaDepressive Disorder;Depressive Disorder, Major;Mental Disorders;Mood DisordersA=0, G=36 A=0.0, G=1.0 0.00001 563.744 36 A=0/0, G=15/21

chr8:6335208 C/C T C SNV MCPH1 MCPH1:intronic:NM_024596.4 1 100 intronic NM_024596.4c.1973+56T>Cp.? 0.02 BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Microcephalin protein,twin BRCT domainrs2277136 0.128 YES Microcephalinbone development,cerebral cortex development,cytoplasm,establishment of mitotic spindle orientation,identical protein binding,microtubule organizing center,mitotic cell cycle arrest,negative regulation of transcription from RNA polymerase II promoter,neuronal stem cell population maintenance,nucleoplasm,protein binding,protein localization to centrosome,regulation of centrosome cycle,regulation of chromosome condensation,regulation of inflammatory response,regulation of kinase activityCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System MalformationsT=0, C=21 T=0.0, C=1.0 0.00001 281.11 21 T=0/0, C=11/10

chr8:6357307 C/C T C SNV

ANGPT2,MC

PH1 ANGPT2:utr_3:NM_001147.2, MCPH1:intronic:NM_024596.4 1
100

intronic NM_024596.4, NM_001147.2c.2137-66T>C, c.4806A>Gp.?, p.? -0.11 BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,Fibrinogen beta and gamma chains, C-terminal globular domain,Microcephalin protein,twin BRCT domainrs2916715 YES Angiopoietin 2,MicrocephalinTie signaling pathway,angiogenesis,animal organ regeneration,bone development,cell projection,cellular response to growth factor stimulus,cerebral cortex development,cytoplasm,establishment of mitotic spindle orientation,extracellular region,extracellular space,germ cell development,glomerulus vasculature development,identical protein binding,leukocyte migration,maternal process involved in female pregnancy,metal ion binding,microtubule organizing center,mitotic cell cycle arrest,negative regulation of angiogenesis,negative regulation of blood vessel endothelial cell migration,negative regulation of cell-substrate adhesion,negative regulation of positive chemotaxis,negative regulation of transcription from RNA polymerase II promoter,neuronal stem cell population maintenance,nucleoplasm,nucleus,plasma membrane,positive regulation of angiogenesis,protein binding,protein localization to centrosome,receptor binding,receptor tyrosine kinase binding,regulation of centrosome cycle,regulation of chromosome condensatiBrain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Diabetes Mellitus;Digestive System Diseases;Endocrine System Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Heart Diseases;Hemangiosarcoma;Kidney Diseases;Liver Diseases;Male Urogenital Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Connective and Soft Tissue;Neoplasms, Glandular and Epithelial;Neoplasms, Vascular Tissue;Nephritis;Nervous System Diseases;Nervous System Malformations;Retinal Diseases;Sarcoma;Urologic Diseases;Vascular DiseasesT=0, C=71 T=0.0, C=1.0 0.00001 1111.48 71 T=0/0, C=35/36

chr13:52313195 T/T C T SNV WDFY2 WDFY2:exonic:NM_052950.3 1 100 7 synonymous NM_052950.3c.609C>T p.(=) -2.06 FYVE zinc finger,WD domain, G-beta repeatrs1885854 0.157 YES 1.246E-1 (pos.52313195) WD repeat- and FYVE domain-containing protein 2early endosome,metal ion binding,positive regulation of fat cell differentiation,positive regulation of protein phosphorylation,protein binding,vesicleC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=16/13

chr4:177082069 C/C G C SNV WDR17 WDR17:exonic:NM_170710.4 1 100 21 missense NM_170710.4c.2738G>C p.Cys913Ser 4.12 0.01 112 0.727 0.97(COSM3760488)Anaphase-promoting complex subunit 4 WD40 domain,WD domain, G-beta repeatrs7693453 0.26 YES 1.447E-1 (pos.177082069)acute_myeloid_leukaemia,adenocarcinomaWD repeat-containing protein 17cytoplasm,integral component of membraneDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteG=0, C=77 G=0.0, C=1.0 0.00001 1229.45 77 G=0/0, C=37/40

chr4:177100644 A/A G A SNV WDR17 WDR17:exonic:NM_170710.4 1 100 31 missense NM_170710.4c.3883G>A p.Ala1295Thr 0.6 0.23 58 0.003 Anaphase-promoting complex subunit 4 WD40 domain,WD domain, G-beta repeatrs11736872 0.2974 YES 1.215E-1 (pos.177100644) WD repeat-containing protein 17cytoplasm,integral component of membraneDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteG=0, A=42 G=0.0, A=1.0 0.00001 685.219 42 G=0/0, A=25/17

chr8:6614606 A/G A G SNV AGPAT5 AGPAT5:intronic:NM_018361.3 1 50 intronic NM_018361.3c.870-78A>Gp.? 0.29 Acyltransferase,Acyltransferase C-terminusrs10102758 YES 1-acylglycerol-3-phosphate O-acyltransferase 51-acylglycerol-3-phosphate O-acyltransferase activity,CDP-diacylglycerol biosynthetic process,acylglycerol metabolic process,endoplasmic reticulum membrane,hematopoietic progenitor cell differentiation,integral component of membrane,mitochondrial outer membrane,mitochondrion,nuclear envelope,phosphatidic acid biosynthetic process,phospholipid biosynthetic process,protein bindingA=10, G=10 A=0.5, G=0.5 0.00001 82.8861 20 A=4/6, G=2/8

chr14:102675350 C/C G C SNV WDR20 WDR20:exonic:NM_001242417.1 1 100 4 synonymous NM_001242417.1c.936G>C p.(=) -2.3 0.09(COSM4147826),0.09(COSM4147827)WD domain, G-beta repeatrs6575900 0.2048 YES 5.873E-2;0.0 (pos.102675350)neoplasm WD repeat-containing protein 20nucleoplasm,protein binding,protein deubiquitination,thiol-dependent ubiquitinyl hydrolase activityG=0, C=54 G=0.0, C=1.0 0.00001 798.148 54 G=0/0, C=25/29

chr8:6735300 A/A T A SNV DEFB1 DEFB1:intronic:NM_005218.3 1 100 intronic NM_005218.3c.61+19A>Tp.? -2.85 Beta defensin rs2293958 0.2052 YES 8.821E-1 (pos.6735300) Defensin, beta-1CCR6 chemokine receptor binding,G-protein coupled receptor signaling pathway,Golgi lumen,acute inflammatory response,antibacterial humoral response,antimicrobial humoral immune response mediated by antimicrobial peptide,antimicrobial humoral response,cAMP-mediated signaling,calcium-mediated signaling using intracellular calcium source,chemotaxis,defense response to Gram-negative bacterium,defense response to Gram-positive bacterium,defense response to bacterium,extracellular exosome,extracellular region,extracellular space,extrinsic component of membrane,identical protein binding,immune response,innate immune response,innate immune response in mucosa,microvesicle,positive regulation of flagellated sperm motility involved in capacitation,protein binding,response to bacterium,response to testosterone,sperm midpieceDermatitis;Dermatitis, Contact;Diabetes Mellitus;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Glucose Metabolism Disorders;Male Urogenital Diseases;Metabolic Diseases;Neoplasms;Neoplasms by Site;Nutritional and Metabolic Diseases;Prostatic Diseases;Prostatic Neoplasms;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue Diseases;Urogenital NeoplasmsT=0, A=29 T=0.0, A=1.0 0.00001 427.518 29 T=0/0, A=15/14

chr14:100847523 C/C T C SNV WDR25 WDR25:exonic:NM_024515.5 1 100 2 missense NM_024515.5c.262T>C p.Trp88Arg -0.21 0.82 101 0 WD domain, G-beta repeatrs2181170 0 1.0 (pos.100847523) protein binding T=0, C=23 T=0.0, C=1.0 0.00001 316.595 23 T=0/0, C=7/16

chr5:110439509 A/G A G SNV WDR36 WDR36:exonic:NM_139281.2 1 50 7 missense NM_139281.2c.790A>G p.Ile264Val 0.23 1 29 0 Anaphase-promoting complex subunit 4 WD40 domain,Utp21 specific WD40 associated putative domain,WD domain, G-beta repeatrs11241095 0.3086 YES 2.465E-1 (pos.110439509) WD repeat-containing protein 36Pwp2p-containing subcomplex of 90S preribosome,RNA binding,biological_process,cellular_component,nucleolus,nucleoplasm,rRNA processing,regulation of axon extension,response to stimulus,retina homeostasis,small-subunit processome,visual perceptionAsthma;Bronchial Diseases;Eye Diseases;Glaucoma;Glaucoma, Open-Angle;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Ocular Hypertension;Respiratory Hypersensitivity;Respiratory Tract DiseasesBenign A=11, G=11 A=0.5, G=0.5 0.00001 94.6065 22 A=6/5, G=5/6

chr8:67361018 C/C G C SNV ADHFE1 ADHFE1:intronic:NM_144650.2 1 100 intronic NM_144650.2c.629-82G>Cp.? -0.16 Iron-containing alcohol dehydrogenasers12544088 YES Alcohol dehydrogenase, iron-containing, 12-oxoglutarate metabolic process,alcohol dehydrogenase (NAD) activity,cytosol,hydroxyacid-oxoacid transhydrogenase activity,metal ion binding,mitochondrial matrix,mitochondrion,molecular hydrogen transport,oxidation-reduction process,oxidoreductase activitySodium oxybate G=0, C=135 G=0.0, C=1.0 0.00001 2237.16 135 G=0/0, C=76/59

chr9:127618776 G/G A G SNV WDR38 WDR38:exonic:NM_001276374.1 1 100 6 missense NM_001276374.1c.515A>G p.His172Arg 0.53 0.75 29 0 0.03(COSM5427083)WD domain, G-beta repeatrs2274970 0.0043 YES 7.624E-1;0.0 (pos.127618776)acute_myeloid_leukaemia A=0, G=20 A=0.0, G=1.0 0.00001 263.785 20 A=0/0, G=10/10

chr9:127618839 G/G C G SNV WDR38 WDR38:exonic:NM_001276374.1 1 100 6 missense NM_001276374.1c.578C>G p.Ala193Gly 2.23 1 60 0 WD domain, G-beta repeatrs10760381 5.00E-04 1.0 (pos.127618839) C=0, G=22 C=0.0, G=1.0 0.00001 298.892 22 C=0/0, G=10/12

chr8:67813633 G/G A G SNV MCMDC2 MCMDC2:intronic:NM_173518.4 1 100 intronic NM_173518.4c.1769+50A>Gp.? -0.44 MCM2/3/5 familyrs2358008 0.1126 YES 1.0 (pos.67813633) Minichromosome maintenance domain-containing protein 2ATP binding,DNA binding,DNA replication initiation,double-strand break repair involved in meiotic recombination,late meiotic recombination nodule assembly,oogenesis,spermatogenesis,synaptonemal complex assemblyA=0, G=72 A=0.0, G=1.0 0.00001 1130.95 72 A=0/0, G=41/31

chr8:67922880 G/T G T SNV PPP1R42 PPP1R42:intronic:NM_001013626.3 1 58.33 intronic NM_001013626.3c.552+70C>Ap.? -0.67 Leucine Rich Repeat,Leucine Rich repeats (2 copies)rs117200428 Protein phosphatase 1, rebulatory subunit 42actin binding,centrosome,cytoplasm,cytoskeletal protein binding,dynein complex binding,manchette,microtubule cytoskeleton,microtubule organizing center,regulation of phosphatase activity,tubulin bindingG=15, T=21 G=0.4167, T=0.5833 0.00001 234.328 36 G=8/7, T=11/10

chr2:29135468 G/G C G SNV WDR43 WDR43:exonic:NM_015131.2 1 100 4 synonymous NM_015131.2c.498C>G p.(=) -0.97 Dip2/Utp12 Family,WD domain, G-beta repeatrs6715296 0.2793 YES 8.541E-1;0.0 (pos.29135468) WD repeat-containing protein 43RNA binding,fibrillar center,nucleolus,nucleoplasm,positive regulation of rRNA processing,positive regulation of transcription from RNA polymerase I promoter,protein binding,rRNA processing,transcription, DNA-templatedC=0, G=82 C=0.0, G=1.0 0.00001 1329.65 82 C=0/0, G=53/29

chr9:137005023 T/T C T SNV WDR5 WDR5:exonic:NM_017588.2 1 100 2 synonymous NM_017588.2c.24C>T p.(=) -1.05 0.05(COSM4163511)Anaphase-promoting complex subunit 4 WD40 domain,Eukaryotic translation initiation factor eIF2A,WD domain, G-beta repeatrs11556390 0.4429 YES 3.775E-1 (pos.137005023)neoplasm Ada2/Gcn5/Ada3 transcription activator complex,MLL1 complex,MLL3/4 complex,Set1C/COMPASS complex,ciliary basal body,cilium assembly,histone H3 acetylation,histone H3-K4 methylation,histone H4-K16 acetylation,histone H4-K5 acetylation,histone H4-K8 acetylation,histone acetyltransferase activity (H4-K16 specific),histone acetyltransferase activity (H4-K5 specific),histone acetyltransferase activity (H4-K8 specific),histone acetyltransferase complex,histone methyltransferase activity (H3-K4 specific),histone methyltransferase complex,histone-lysine N-methyltransferase activity,methylated histone binding,neuron projection development,nucleoplasm,nucleus,positive regulation of gluconeogenesis by positive regulation of transcription from RNA polymerase II promoter,post-translational protein modification,protein binding,regulation of megakaryocyte differentiation,skeletal system development,transcription, DNA-templatedC=0, T=124 C=0.0, T=1.0 0.00001 2013.89 124 C=0/0, T=84/40

chr8:67976754 T/A T A SNV CSPP1 CSPP1:intronic:NM_024790.6 1 45.45 intronic NM_024790.6c.98+23T>Ap.? -1 rs114350375 0.0268 YES 1.226E-2 (pos.67976754) Centrosome spindle pole-associated protein 1centrosome,cytoplasm,microtubule,positive regulation of cell division,positive regulation of cytokinesis,protein binding,spindle,spindle poleT=12, A=10 T=0.5455, A=0.4545 0.00001 81.8928 22 T=6/6, A=8/2

chr8:69030962 A/G A G SNV PREX2 PREX2:intronic:NM_024870.3 1 50 intronic NM_024870.3c.3421+83A>Gp.? -2.56 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),PH domain,RhoGEF domainrs879517172 Phosphatidylinositol 3,4,5-trisphosphate-dependent RAC exchanger 2G-protein coupled receptor signaling pathway,GTPase activator activity,Rac guanyl-nucleotide exchange factor activity,adult locomotory behavior,cytoplasm,cytosol,dendrite morphogenesis,negative regulation of TOR signaling,negative regulation of protein kinase activity,phosphatidylinositol 3-kinase signaling,plasma membrane,positive regulation of GTPase activity,regulation of Rho protein signal transductionA=13, G=13 A=0.5, G=0.5 0.00001 119.163 26 A=7/6, G=4/9

chr8:69104521 G/G A G SNV PREX2 PREX2:intronic:NM_024870.3 1 100 intronic NM_024870.3c.4414-49A>Gp.? 0.23 Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP),PH domain,RhoGEF domainrs6472389 0.1171 YES 9.995E-1 (pos.69104521) Phosphatidylinositol 3,4,5-trisphosphate-dependent RAC exchanger 2G-protein coupled receptor signaling pathway,GTPase activator activity,Rac guanyl-nucleotide exchange factor activity,adult locomotory behavior,cytoplasm,cytosol,dendrite morphogenesis,negative regulation of TOR signaling,negative regulation of protein kinase activity,phosphatidylinositol 3-kinase signaling,plasma membrane,positive regulation of GTPase activity,regulation of Rho protein signal transductionA=0, G=30 A=0.0, G=1.0 0.00001 446.599 30 A=0/0, G=20/10

chr5:140048209 C/C T C SNV WDR55 WDR55:exonic:NM_017706.4 1 100 4 synonymous NM_017706.4c.393T>C p.(=) 0.64 0.11(COSM3760949)Anaphase-promoting complex subunit 4 WD40 domain,WD domain, G-beta repeatrs2251860 0.4485 YES 4.567E-1 (pos.140048209)adenocarcinoma,carcinomabiological_process,cellular_component,cytoplasm,molecular_function,nucleolus,rRNA processing,ribosomal large subunit biogenesisT=0, C=20 T=0.0, C=1.0 0.00001 263.773 20 T=0/0, C=9/11

chr7:158672476 G/G C G SNV WDR60 WDR60:exonic:NM_018051.4 1 100 5 missense NM_018051.4c.675C>G p.Asn225Lys 0.89 1 94 0 rs2709859 0.0116 1.0 (pos.158672476) WD repeat containing protein 60ATP-dependent microtubule motor activity, plus-end-directed,centrosome,ciliary base,ciliary tip,cilium,cilium assembly,cytoplasmic dynein complex,dynein heavy chain binding,dynein light chain binding,embryonic skeletal system morphogenesis,extracellular exosome,extracellular space,interphase microtubule organizing center,intraciliary transport involved in cilium assembly,microtubule-based movement,pericentriolar material,protein binding,spindle poleAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Genetic Diseases, Inborn;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Polydactyly;Short Rib-Polydactyly Syndrome;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesC=0, G=60 C=0.0, G=1.0 0.00001 903.493 60 C=0/0, G=20/40

chr8:72942210 T/T G T SNV

MSC-

AS1,TRPA1 TRPA1:intronic:NM_007332.2, MSC-AS1:intronic_nc:NR_033652.1 1
100

intronic NR_033652.1, NM_007332.2c.2869-6C>Ap.? -1.14 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Ion transport proteinrs3824151,rs755916007 0.4095 YES 0.0 (pos.72942207),6.8E-1 (pos.72942210)Transient receptor potential cation channel, subfamily A, member 1 (ankyrin-like protein with transmembrane domains 1)calcium channel activity,calcium ion transmembrane transport,calcium-release channel activity,cell surface receptor signaling pathway,channel activity,detection of chemical stimulus involved in sensory perception of pain,detection of mechanical stimulus involved in sensory perception of pain,identical protein binding,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,ion transport,plasma membrane,protein homotetramerization,release of sequestered calcium ion into cytosol,response to cold,response to drug,response to hydrogen peroxide,response to organic cyclic compound,response to organic substance,response to pain,sensory perception of pain,stereocilium bundle,temperature-gated cation channel activity,thermoceptionAsthma;Bronchial Diseases;Bronchial Hyperreactivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hyperalgesia;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Nervous System Diseases;Neurologic Manifestations;Pain;Respiratory Hypersensitivity;Respiratory Tract Diseases;Sensation Disorders;Somatosensory Disorders;Urinary Bladder Diseases;Urinary Bladder, Overactive;Urologic DiseasesMenthol G=0, T=20 G=0.0, T=1.0 0.00001 263.784 20 G=0/0, T=17/3

chr8:72952144 AT/AT A AT INDEL

MSC-

AS1,TRPA1 TRPA1:intronic:NM_007332.2, MSC-AS1:intronic_nc:NR_033652.1 1
100

intronic NR_033652.1, NM_007332.2c.2062-112T>ATp.? 0.33 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Ion transport protein Transient receptor potential cation channel, subfamily A, member 1 (ankyrin-like protein with transmembrane domains 1)calcium channel activity,calcium ion transmembrane transport,calcium-release channel activity,cell surface receptor signaling pathway,channel activity,detection of chemical stimulus involved in sensory perception of pain,detection of mechanical stimulus involved in sensory perception of pain,identical protein binding,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,ion transport,plasma membrane,protein homotetramerization,release of sequestered calcium ion into cytosol,response to cold,response to drug,response to hydrogen peroxide,response to organic cyclic compound,response to organic substance,response to pain,sensory perception of pain,stereocilium bundle,temperature-gated cation channel activity,thermoceptionAsthma;Bronchial Diseases;Bronchial Hyperreactivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hyperalgesia;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Nervous System Diseases;Neurologic Manifestations;Pain;Respiratory Hypersensitivity;Respiratory Tract Diseases;Sensation Disorders;Somatosensory Disorders;Urinary Bladder Diseases;Urinary Bladder, Overactive;Urologic DiseasesMenthol A=0, AT=25 A=0.0, AT=1.0 0.00001 211.701 25 A=0/0, AT=11/14

chr8:72952145 T/T C T SNV

MSC-

AS1,TRPA1 TRPA1:intronic:NM_007332.2, MSC-AS1:intronic_nc:NR_033652.1 1
100

intronic NR_033652.1, NM_007332.2c.2062-113G>Ap.? -1.27 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Ion transport proteinrs2044271 YES Transient receptor potential cation channel, subfamily A, member 1 (ankyrin-like protein with transmembrane domains 1)calcium channel activity,calcium ion transmembrane transport,calcium-release channel activity,cell surface receptor signaling pathway,channel activity,detection of chemical stimulus involved in sensory perception of pain,detection of mechanical stimulus involved in sensory perception of pain,identical protein binding,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,ion transport,plasma membrane,protein homotetramerization,release of sequestered calcium ion into cytosol,response to cold,response to drug,response to hydrogen peroxide,response to organic cyclic compound,response to organic substance,response to pain,sensory perception of pain,stereocilium bundle,temperature-gated cation channel activity,thermoceptionAsthma;Bronchial Diseases;Bronchial Hyperreactivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hyperalgesia;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Nervous System Diseases;Neurologic Manifestations;Pain;Respiratory Hypersensitivity;Respiratory Tract Diseases;Sensation Disorders;Somatosensory Disorders;Urinary Bladder Diseases;Urinary Bladder, Overactive;Urologic DiseasesMenthol C=0, T=25 C=0.0, T=1.0 0.00001 353.005 25 C=0/0, T=11/14

chr8:72952185 A/A G A SNV

MSC-

AS1,TRPA1 TRPA1:intronic:NM_007332.2, MSC-AS1:intronic_nc:NR_033652.1 1
100

intronic NR_033652.1, NM_007332.2c.2062-153C>Tp.? 1.22 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Ion transport proteinrs2044272 YES Transient receptor potential cation channel, subfamily A, member 1 (ankyrin-like protein with transmembrane domains 1)calcium channel activity,calcium ion transmembrane transport,calcium-release channel activity,cell surface receptor signaling pathway,channel activity,detection of chemical stimulus involved in sensory perception of pain,detection of mechanical stimulus involved in sensory perception of pain,identical protein binding,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,ion transport,plasma membrane,protein homotetramerization,release of sequestered calcium ion into cytosol,response to cold,response to drug,response to hydrogen peroxide,response to organic cyclic compound,response to organic substance,response to pain,sensory perception of pain,stereocilium bundle,temperature-gated cation channel activity,thermoceptionAsthma;Bronchial Diseases;Bronchial Hyperreactivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hyperalgesia;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Nervous System Diseases;Neurologic Manifestations;Pain;Respiratory Hypersensitivity;Respiratory Tract Diseases;Sensation Disorders;Somatosensory Disorders;Urinary Bladder Diseases;Urinary Bladder, Overactive;Urologic DiseasesMenthol G=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=6/14

chr7:158715219 G/G A G SNV WDR60 WDR60:exonic:NM_018051.4 1 100 16 synonymous NM_018051.4c.2073A>G p.(=) 2.32 rs2730238 0.1793 YES 9.48E-1 (pos.158715219) WD repeat containing protein 60ATP-dependent microtubule motor activity, plus-end-directed,centrosome,ciliary base,ciliary tip,cilium,cilium assembly,cytoplasmic dynein complex,dynein heavy chain binding,dynein light chain binding,embryonic skeletal system morphogenesis,extracellular exosome,extracellular space,interphase microtubule organizing center,intraciliary transport involved in cilium assembly,microtubule-based movement,pericentriolar material,protein binding,spindle poleAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ellis-Van Creveld Syndrome;Genetic Diseases, Inborn;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Polydactyly;Short Rib-Polydactyly Syndrome;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesA=0, G=74 A=0.0, G=1.0 0.00001 1143.08 74 A=0/0, G=36/38

chr8:72981221 G/A G A SNV TRPA1 TRPA1:intronic:NM_007332.2 1 46.43 intronic NM_007332.2c.444+37C>Tp.? 0.21 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Ion transport proteinrs16937970 0.1677 YES 5.643E-2 (pos.72981221) Transient receptor potential cation channel, subfamily A, member 1 (ankyrin-like protein with transmembrane domains 1)calcium channel activity,calcium ion transmembrane transport,calcium-release channel activity,cell surface receptor signaling pathway,channel activity,detection of chemical stimulus involved in sensory perception of pain,detection of mechanical stimulus involved in sensory perception of pain,identical protein binding,integral component of membrane,integral component of plasma membrane,ion channel activity,ion transmembrane transport,ion transport,plasma membrane,protein homotetramerization,release of sequestered calcium ion into cytosol,response to cold,response to drug,response to hydrogen peroxide,response to organic cyclic compound,response to organic substance,response to pain,sensory perception of pain,stereocilium bundle,temperature-gated cation channel activity,thermoceptionAsthma;Bronchial Diseases;Bronchial Hyperreactivity;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hyperalgesia;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Male Urogenital Diseases;Nervous System Diseases;Neurologic Manifestations;Pain;Respiratory Hypersensitivity;Respiratory Tract Diseases;Sensation Disorders;Somatosensory Disorders;Urinary Bladder Diseases;Urinary Bladder, Overactive;Urologic DiseasesMenthol G=15, A=13 G=0.5357, A=0.4643 0.00001 119.989 28 G=3/12, A=1/12

chr19:36590329 C/C T C SNV WDR62 WDR62:exonic:NM_001083961.1 1 100 22 missense NM_001083961.1c.2549T>C p.Leu850Ser 0.7 1 145 0 0(COSM4131728)Anaphase-promoting complex subunit 4 WD40 domain,WD domain, G-beta repeatrs2285745 0.3507 YES 5.803E-1 (pos.36590329) acute_myeloid_leukaemia,neoplasm,squamous_cell_carcinomaWD repeat-containing protein 62RNA binding,RNA splicing,U5 snRNP,catalytic step 2 spliceosome,centriole,centriole replication,centrosome,cerebral cortex development,mitotic spindle organization,neurogenesis,nucleus,precatalytic spliceosome,protein binding,spindle poleBrain Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Epilepsy;Intellectual Disability;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Malformations of Cortical Development, Group II;Mental Disorders;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsBenign/Likely benignT=0, C=33 T=0.0, C=1.0 0.00001 504.598 33 T=0/0, C=25/8

chr1:241964559 T/T C T SNV WDR64 WDR64:utr_3:NM_144625.4 1 100 27 utr_3 NM_144625.4c.3288C>T p.? 0.03 WD domain, G-beta repeatrs4658661 0.4076 YES 4.375E-1;1.411E-1 (pos.241964559) C=0, T=34 C=0.0, T=1.0 0.00001 524.185 34 C=0/0, T=13/21

chr18:54339818 G/G C G SNV WDR7 WDR7:exonic:NM_015285.2 1 100 2 synonymous NM_015285.2c.72C>G p.(=) -0.71 WD domain, G-beta repeatrs568078 0.0034 YES 1.0;0.0 (pos.54339818) WD repeat-containing protein 7cytoplasm,hematopoietic progenitor cell differentiation,protein binding,synaptic vesicleC=0, G=82 C=0.0, G=1.0 0.00001 1326.74 82 C=0/0, G=43/39

chr8:73926235 TG/TG T TG INDEL TERF1 TERF1:intronic:NM_017489.2 1 100 intronic NM_017489.2c.415+10T>TGp.? 1.11 Myb-like DNA-binding domain,PPR repeat,Telomere repeat binding factor (TRF)rs111481301 Telomeric repeat binding factor 1DNA binding,DNA binding, bending,G-rich strand telomeric DNA binding,G2/M transition of mitotic cell cycle,ankyrin repeat binding,cell division,chromosome, telomeric region,cytoplasm,double-stranded telomeric DNA binding,fibrillar center,meiotic telomere clustering,microtubule binding,mitotic spindle assembly checkpoint,negative regulation of DNA replication,negative regulation of establishment of RNA localization to telomere,negative regulation of establishment of macromolecular complex localization to telomere,negative regulation of establishment of protein localization to telomere,negative regulation of exonuclease activity,negative regulation of telomerase activity,negative regulation of telomere maintenance via semi-conservative replication,negative regulation of telomere maintenance via telomerase,negative regulation of telomere maintenance via telomere lengthening,negative regulation of telomeric D-loop disassembly,nuclear body,nuclear chromosome, telomeric region,nuclear telomere cap complex,nucleolusT=0, TG=35 T=0.0, TG=1.0 0.00001 496.369 35 T=0/0, TG=16/19

chr8:73951274 G/G T G SNV TERF1 TERF1:intronic:NM_017489.2 1 100 intronic NM_017489.2c.1040-77T>Gp.? -2.55 Myb-like DNA-binding domain,PPR repeat,Telomere repeat binding factor (TRF)rs2306493 YES Telomeric repeat binding factor 1DNA binding,DNA binding, bending,G-rich strand telomeric DNA binding,G2/M transition of mitotic cell cycle,ankyrin repeat binding,cell division,chromosome, telomeric region,cytoplasm,double-stranded telomeric DNA binding,fibrillar center,meiotic telomere clustering,microtubule binding,mitotic spindle assembly checkpoint,negative regulation of DNA replication,negative regulation of establishment of RNA localization to telomere,negative regulation of establishment of macromolecular complex localization to telomere,negative regulation of establishment of protein localization to telomere,negative regulation of exonuclease activity,negative regulation of telomerase activity,negative regulation of telomere maintenance via semi-conservative replication,negative regulation of telomere maintenance via telomerase,negative regulation of telomere maintenance via telomere lengthening,negative regulation of telomeric D-loop disassembly,nuclear body,nuclear chromosome, telomeric region,nuclear telomere cap complex,nucleolusT=0, G=20 T=0.0, G=1.0 0.00001 263.784 20 T=0/0, G=17/3

chr15:54008845 C/C T C SNV WDR72 WDR72:exonic:NM_182758.3 1 100 4 missense NM_182758.3c.298A>G p.Met100Val 0.92 0.61 21 0 WD domain, G-beta repeatrs690346 1.00E-04 YES 1.0 (pos.54008845) WD repeat-containing protein 72cytoplasm,enamel mineralization,endosomeAmelogenesis Imperfecta;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dental Enamel Hypoplasia;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Male Urogenital Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth Diseases;Urologic DiseasesBenign T=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=6/15

chr15:44120559 G/G T G SNV WDR76 WDR76:exonic:NM_024908.3 1 100 2 missense NM_024908.3c.457T>G p.Ser153Ala 1.39 0.48 99 0 0.02(COSM3754339) rs678084 0.1824 YES 9.985E-1 (pos.44120559) adenocarcinoma DNA binding,cellular response to DNA damage stimulus,nucleus,regulation of DNA damage checkpointT=0, G=64 T=0.0, G=1.0 0.00001 977.635 64 T=0/0, G=32/32

chr8:75262841 A/A G A SNV GDAP1 GDAP1:intronic:NM_018972.2 1 100 intronic NM_018972.2c.117+28G>Ap.? -0.96 Glutathione S-transferase, C-terminal domain,Glutathione S-transferase, N-terminal domainrs4321999 1.00E-04 1.0 (pos.75262841) Ganglioside-induced differentiation-associated protein 1cellular response to vitamin D,cytosol,glutathione metabolic process,glutathione transferase activity,integral component of mitochondrial outer membrane,membrane,mitochondrial fission,mitochondrial fusion,mitochondrion,nucleus,protein targeting to mitochondrion,response to retinoic acidCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;PolyneuropathiesG=0, A=37 G=0.0, A=1.0 0.00001 583.706 37 G=0/0, A=6/31

chr8:75272219 T/T TTGAA T INDEL GDAP1 GDAP1:intronic:NM_018972.2 4 100 intronic NM_018972.2c.311-153TTGAA>Tp.? 0.85, -0.21, -0.39, 0.74, 0.36 Glutathione S-transferase, C-terminal domain,Glutathione S-transferase, N-terminal domainrs10557622,rs10593912,rs200694296,rs529959689YES Ganglioside-induced differentiation-associated protein 1cellular response to vitamin D,cytosol,glutathione metabolic process,glutathione transferase activity,integral component of mitochondrial outer membrane,membrane,mitochondrial fission,mitochondrial fusion,mitochondrion,nucleus,protein targeting to mitochondrion,response to retinoic acidCharcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;PolyneuropathiesTTGAA=0, T=22TTGAA=0.0, T=1.0 0.00001 298.892 22 TTGAA=0/0, T=11/11

chr8:76472560 A/T A T SNV HNF4G HNF4G:intronic:NM_004133.4 1 50 intronic NM_004133.4c.1094-19A>Tp.? -0.41 Ligand-binding domain of nuclear hormone receptor,Zinc finger, C4 type (two domains)rs2941473 0.4759 YES 3.491E-1;0.0 (pos.76472560) Hepatocyte nuclear factor 4-gammaDNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,intracellular receptor signaling pathway,nuclear receptor activity,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,steroid hormone mediated signaling pathway,steroid hormone receptor activity,transcription initiation from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific binding,zinc ion bindingPalmitic Acid A=26, T=26 A=0.5, T=0.5 0.00001 256.25 52 A=20/6, T=14/12

chr8:7718266 T/T A T SNV SPAG11A SPAG11A:intronic:NM_001081552.2 1 100 intronic NM_001081552.2c.292+21A>Tp.? 1.46 rs3860876 YES 1.0 (pos.7718266) defense response,extracellular region A=0, T=32 A=0.0, T=1.0 0.00001 485.14 32 A=0/0, T=13/19

chr8:77690337 G/A G A SNV ZFHX4 ZFHX4:intronic:NM_024721.4 1 46.88 intronic NM_024721.4c.3094-107G>Ap.? -0.72 C2H2-type zinc finger,Homeobox domain,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers11782906 YES Zinc finger homeobox 4nucleus,regulation of transcription, DNA-templated,sequence-specific DNA binding,transcription, DNA-templated,zinc ion bindingG=17, A=15 G=0.5313, A=0.4688 0.00001 143.731 32 G=7/10, A=3/12

chr8:79601420 C/C T C SNV ZC2HC1A ZC2HC1A:intronic:NM_016010.2 1 100 intronic NM_016010.2c.353-37T>Cp.? -0.28 zinc-finger of a C2HC-typers1872072 0.2668 YES 9.127E-1 (pos.79601420) metal ion binding,protein binding T=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=6/14

chr7:151097323 G/G A G SNV WDR86 WDR86:exonic:NM_198285.2 1 100 2 synonymous NM_198285.2c.168T>C p.(=) -0.69 0.01(COSM5415186),0.01(COSM5415187)WD domain, G-beta repeatrs11767693 0.2749 YES 8.326E-1 (pos.151097323)acute_lymphoblastic_leukaemia A=0, G=29 A=0.0, G=1.0 0.00001 427.603 29 A=0/0, G=10/19

chr8:81733554 A/G A G SNV ZNF704 ZNF704:intronic:NM_001033723.2 1 50 intronic NM_001033723.2c.221+55T>Cp.? -0.05 rs76946802 YES enhancer sequence-specific DNA binding,metal ion binding,nucleus,regulation of transcription from RNA polymerase II promoterA=14, G=14 A=0.5, G=0.5 0.00001 131.94 28 A=6/8, G=5/9

chr19:38376485 A/A T A SNV WDR87 WDR87:exonic:NM_031951.4 1 100 6 missense NM_031951.4c.7709A>T p.His2570Leu 1.72 1 99 0 0(COSM4131763),0(COSM4131764)WD domain, G-beta repeatrs10408510 0.2508 YES 8.846E-1 (pos.38376485) neoplasm T=0, A=32 T=0.0, A=1.0 0.00001 483.461 32 T=0/0, A=22/10

chr8:81892766 G/A G A SNV PAG1 PAG1:intronic:NM_018440.3 1 58.33 intronic NM_018440.3c.877-37C>Tp.? 0.15 Phosphoprotein associated with glycosphingolipid-enrichedrs2241972 0.3327 YES 5.143E-1 (pos.81892766) SH2 domain binding,SH3/SH2 adaptor activity,T cell receptor signaling pathway,adaptive immune response,epidermal growth factor receptor signaling pathway,integral component of plasma membrane,intracellular,intracellular signal transduction,membrane raft,negative regulation of T cell activation,plasma membrane,positive regulation of signal transduction,protein binding,regulation of T cell activation,signal transduction,transmembrane receptor protein tyrosine kinase adaptor activity,transmembrane receptor protein tyrosine kinase signaling pathwayFemale Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Precursor Cell Lymphoblastic Leukemia-Lymphoma;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsG=15, A=21 G=0.4167, A=0.5833 0.00001 234.326 36 G=8/7, A=14/7

chr19:38378539 C/C G C SNV WDR87 WDR87:exonic:NM_031951.4 1 100 6 missense NM_031951.4c.5655C>G p.Asn1885Lys 0.11 1 94 0 0(COSM4590944),0(COSM4590945)WD domain, G-beta repeatrs10422056 YES 8.85E-1 (pos.38378539) squamous_cell_carcinoma G=0, C=57 G=0.0, C=1.0 0.00001 849.613 57 G=0/0, C=28/29

chr8:85716963 A/A C A SNV RALYL RALYL:intronic:NM_001100391.1 1 100 intronic NM_001100391.1c.372-42C>Ap.? -1.41 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs11784597,rs777590197 YES 0.0 (pos.85716960),8.365E-1 (pos.85716963)RALY-like proteinRNA binding,identical protein binding,nucleic acid binding,nucleoplasm,nucleus,protein bindingBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesC=0, A=26 C=0.0, A=1.0 0.00001 374.887 26 C=0/0, A=17/9

chr8:86121311 T/T G T SNV E2F5 E2F5:intronic:NM_001951.3 1 100 intronic NM_001951.3c.616-66G>Tp.? 1.01 E2F transcription factor CC-MB domain,E2F/DP family winged-helix DNA-binding domainrs3808538 YES E2F transcription factor 5DNA binding,DNA binding transcription factor activity,animal organ morphogenesis,cell projection organization,cytoplasm,fibrillar center,integral component of membrane,nucleolus,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein dimerization activity,regulation of cell cycle,regulation of transcription, DNA-templated,transcription factor binding,transcription factor complex,transcription, DNA-templatedG=0, T=22 G=0.0, T=1.0 0.00001 298.892 22 G=0/0, T=16/6

chr8:86158249 T/T C T SNV CA13 CA13:intronic:NM_198584.2 1 100 intronic NM_198584.2c.37+155C>Tp.? 2.91 Eukaryotic-type carbonic anhydrasers17740658 YES bicarbonate transport,carbonate dehydratase activity,cytosol,intracellular membrane-bounded organelle,myelin sheath,one-carbon metabolic process,zinc ion bindingN-(4-chlorobenzyl)-N-methylbenzene-1,4-disulfonamide,ZonisamideC=0, T=65 C=0.0, T=1.0 0.00001 1003.8 65 C=0/0, T=20/45

chr8:86250709 C/C T C SNV CA1 CA1:intronic:NM_001128831.3 1 100 intronic NM_001128831.3c.38-31A>Gp.? -2.1 Eukaryotic-type carbonic anhydrasers4740049 0.2769 YES 4.698E-1 (pos.86250709) Carbonic anhydrase Iarylesterase activity,bicarbonate transport,carbonate dehydratase activity,cytoplasm,cytosol,extracellular exosome,hydro-lyase activity,interleukin-12-mediated signaling pathway,one-carbon metabolic process,protein binding,zinc ion bindingAdenocarcinoma;Carcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Lung Diseases;Lung Diseases, Interstitial;Lung Injury;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Pneumoconiosis;Respiratory Tract Diseases;Stomach Diseases;Stomach Neoplasms3-4-(AMINOSULFONYL)PHENYLPROPANOIC ACID,Acetazolamide,Amlodipine,Bendroflumethiazide,Benzthiazide,Brinzolamide,Chlorothiazide,Cyclothiazide,Diazoxide,Diclofenamide,Dorzolamide,ETHYL 3-4-(AMINOSULFONYL)PHENYLPROPANOATE,Ellagic Acid,Ethinamate,Ethoxzolamide,Hydrochlorothiazide,Hydroflumethiazide,Methazolamide,Methocarbamol,Methyclothiazide,N-{2-4-(AMINOSULFONYL)PHENYLETHYL}ACETAMIDE,Quinethazone,Sodium carbonate,Sodium sulfate,Trichlormethiazide,ZonisamideT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=9/19

chr19:38379446 T/T C T SNV WDR87 WDR87:exonic:NM_031951.4 1 100 6 missense NM_031951.4c.4748G>A p.Arg1583Gln -1.56 0.45 43 0.001 0.01(COSM5002085),0.01(COSM5002086)WD domain, G-beta repeatrs6508750 0.3919 YES 7.943E-1 (pos.38379446) ductal_carcinoma C=0, T=33 C=0.0, T=1.0 0.00001 504.187 33 C=0/0, T=17/16

chr8:8643582 G/G C G SNV MFHAS1 MFHAS1:intronic:NM_004225.2 1 100 intronic NM_004225.2c.3126-17G>Cp.? 0.76 Leucine Rich repeat,Leucine rich repeat,Ras of Complex, Roc, domain of DAPkinasers2271340 0.2408 YES 9.066E-1;0.0 (pos.8643582) Malignant fibrous histiocytoma-amplified sequences with leucine-rich tandem repeats-1plasma membrane,protein binding,signal transductionNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesC=0, G=21 C=0.0, G=1.0 0.00001 281.227 21 C=0/0, G=10/11

chr8:8655023 T/T C T SNV MFHAS1 MFHAS1:intronic:NM_004225.2 1 100 intronic NM_004225.2c.2999-22G>Ap.? -1.5 Leucine Rich repeat,Leucine rich repeat,Ras of Complex, Roc, domain of DAPkinasers3748144,rs762913833 0.2397 YES 0.0 (pos.8655022),9.044E-1 (pos.8655023)Malignant fibrous histiocytoma-amplified sequences with leucine-rich tandem repeats-1plasma membrane,protein binding,signal transductionNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesC=0, T=31 C=0.0, T=1.0 0.00001 447.432 31 C=0/0, T=16/15

chr8:87567305 C/C A C SNV CPNE3 CPNE3:intronic:NM_003909.4 1 100 intronic NM_003909.4c.1254+93A>Cp.? -0.12 C2 domain,Copiners3816240 YES Copine III ERBB2 signaling pathway,RNA binding,azurophil granule membrane,calcium-dependent phospholipid binding,calcium-dependent protein binding,cell junction,cellular response to calcium ion,cellular response to growth factor stimulus,cytoplasm,cytosol,extracellular exosome,focal adhesion,glycerophospholipid biosynthetic process,lipid metabolic process,mitochondrion,neutrophil degranulation,nucleolus,nucleus,plasma membrane,positive regulation of cell migration,protein binding,protein phosphorylation,protein serine/threonine kinase activity,receptor tyrosine kinase binding,transporter activity,vesicle-mediated transportGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsA=0, C=38 A=0.0, C=1.0 0.00001 603.726 38 A=0/0, C=20/18

chr19:33666386 G/C G C SNV WDR88 WDR88:exonic:NM_173479.3 1 58.52 11 missense NM_173479.3c.1327G>C p.Asp443His 0.4 0.09 81 0.838 PQQ enzyme repeat,PQQ-like domain,WD domain, G-beta repeatrs151252826 2.00E-04 0.0 (pos.33666386) G=73, C=103G=0.4148, C=0.5852 0.00001 1201.52 176 G=36/37, C=41/62

chr8:89068596 T/T C T SNV MMP16 MMP16:intronic:NM_005941.4 1 100 intronic NM_005941.4c.1223-90G>Ap.? -0.01 Domain of unknown function (DUF3377),Hemopexin,Matrixin,Putative peptidoglycan binding domainrs2616495 YES Matrix metalloproteinase 16 (membrane-inserted)Golgi lumen,cell surface,chondrocyte proliferation,collagen catabolic process,craniofacial suture morphogenesis,embryonic cranial skeleton morphogenesis,endochondral ossification,enzyme activator activity,extracellular matrix,extracellular matrix disassembly,integral component of plasma membrane,metalloaminopeptidase activity,metalloendopeptidase activity,plasma membrane,positive regulation of catalytic activity,protein metabolic process,protein processing,proteinaceous extracellular matrix,proteolysis,zinc ion bindingBatimastat,Marimastat C=0, T=31 C=0.0, T=1.0 0.00001 465.818 31 C=0/0, T=17/14

chr8:92021036 T/T C T SNV PIP4P2 PIP4P2:intronic:NM_018710.2 1 100 intronic NM_018710.2c.487-13G>Ap.? -0.19 Transmembrane protein 55Ars2054805,rs775043338 0.2716 YES 0.0 (pos.92021032),2.537E-1;0.0 (pos.92021036) integral component of membrane,late endosome membrane,lysosomal membrane,phosphatidylinositol dephosphorylation,phosphatidylinositol-4,5-bisphosphate 4-phosphatase activityC=0, T=48 C=0.0, T=1.0 0.00001 810.429 48 C=0/0, T=19/29

chr8:92139254 T/C T C SNV LRRC69 LRRC69:intronic:NM_001129890.1 1 56 intronic NM_001129890.1c.311-62T>Cp.? 0.95 Leucine Rich Repeat,Leucine rich repeat,Leucine-rich repeatrs12544236 YES T=11, C=14 T=0.44, C=0.56 0.00001 134.35 25 T=6/5, C=3/11

chr16:706534 G/A G A SNV WDR90 WDR90:exonic:NM_145294.4 1 50 18 synonymous NM_145294.4c.2199G>A p.(=) 1.14 0.91(COSM3755022)Protein of unknown function (DUF667),WD domain, G-beta repeatrs28485323 0.2164 YES 6.769E-1 (pos.706534) adenocarcinoma protein binding G=28, A=28 G=0.5, A=0.5 0.00001 270.965 56 G=14/14, A=13/15

chr7:134879830 A/A G A SNV WDR91 WDR91:exonic:NM_014149.3 1 100 9 synonymous NM_014149.3c.1251C>T p.(=) 0.76 WD domain, G-beta repeatrs292575 0.2767 YES 5.925E-1 (pos.134879830) WD repeat-containing protein 91cytosol,early endosome membrane,early endosome to late endosome transport,extrinsic component of endosome membrane,late endosome membrane,phosphatidylinositol 3-kinase regulator activity,protein binding,regulation of cellular protein catabolic process,regulation of phosphatidylinositol 3-kinase activity,ubiquitin-dependent protein catabolic processG=0, A=27 G=0.0, A=1.0 0.00001 389.988 27 G=0/0, A=13/14

chr8:95186295 C/C T C SNV CDH17 CDH17:intronic:NM_004063.3 1 100 intronic NM_004063.3c.583+35A>Gp.? -0.07 Cadherin domainrs2514813 0.2316 YES 3.473E-1 (pos.95186295) Cadherin-17, liver-intestineadherens junction organization,basolateral plasma membrane,calcium ion binding,calcium-dependent cell-cell adhesion via plasma membrane cell adhesion molecules,cell adhesion,cell junction,cell surface,germinal center B cell differentiation,homophilic cell adhesion via plasma membrane adhesion molecules,integral component of membrane,integrin binding,integrin-mediated signaling pathway,marginal zone B cell differentiation,membrane,nucleus,oligopeptide transmembrane transport,oligopeptide transport,plasma membrane,positive regulation of integrin activation by cell surface receptor linked signal transduction,proton-dependent oligopeptide secondary active transmembrane transporter activity,spleen development,transport,transporter activityAsthma;Asthma, Occupational;Bronchial Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Respiratory Hypersensitivity;Respiratory Tract DiseasesT=0, C=43 T=0.0, C=1.0 0.00001 710.205 43 T=0/0, C=22/21

chr7:134889141 A/A G A SNV WDR91 WDR91:exonic:NM_014149.3 1 100 6 missense NM_014149.3c.770C>T p.Pro257Leu 6.47 0 98 0.899 0.95(COSM324308)WD domain, G-beta repeatrs292592 0.2764 YES 5.861E-1 (pos.134889141)ductal_carcinoma,small_cell_carcinomaWD repeat-containing protein 91cytosol,early endosome membrane,early endosome to late endosome transport,extrinsic component of endosome membrane,late endosome membrane,phosphatidylinositol 3-kinase regulator activity,protein binding,regulation of cellular protein catabolic process,regulation of phosphatidylinositol 3-kinase activity,ubiquitin-dependent protein catabolic processG=0, A=27 G=0.0, A=1.0 0.00001 389.953 27 G=0/0, A=9/18

chr8:95793515 G/A G A SNV DPY19L4 DPY19L4:intronic:NM_181787.2 1 95.65 intronic NM_181787.2c.1715+121G>Ap.? 0.57 Q-cell neuroblast polarisationrs4398879 YES DPY19-like 4 integral component of membrane,mannosyltransferase activity,nuclear inner membrane,protein C-linked glycosylation via 2'-alpha-mannosyl-L-tryptophanG=1, A=22 G=0.0435, A=0.9565 0.00001 288.986 23 G=1/0, A=16/6

chr8:96053784 T/T TCT T INDEL NDUFAF6 NDUFAF6:intronic:NM_152416.3 2 100 intronic NM_152416.3c.421-14TCT>Tp.? 1.0, -0.95, 0.55 Squalene/phytoene synthasers200535848,rs201518779,rs546539574,rs79118993,rs863223928,rs993976195YES 9.417E-1 (pos.96053782) NADH dehydrogenase (ubiquinone) complex I, assembly factor 6biosynthetic process,cytoplasm,mitochondrial inner membrane,mitochondrial respiratory chain complex I assembly,nucleus,transferase activityAlzheimer Disease;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Carbohydrate Metabolism, Inborn Errors;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Genetic Diseases, Inborn;Leigh Disease;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Nervous System Diseases;Neurocognitive Disorders;Neurodegenerative Diseases;Nutritional and Metabolic Diseases;Pyruvate Metabolism, Inborn Errors;TauopathiesTCT=0, T=30 TCT=0.0, T=1.0 0.00001 446.639 30 TCT=0/0, T=18/12

chr8:97258719 C/T C T SNV MTERF3 MTERF3:intronic:NM_015942.4 1 54.46 intronic NM_015942.4c.678-37G>Ap.? 0.71 mTERF rs1878638 0.4615 YES 1.866E-1 (pos.97258719) Transcription termination factor 3, mitochondrialRNA splicing,developmental process,double-stranded DNA binding,macroautophagy,mitochondrial outer membrane,mitochondrion,negative regulation of transcription, DNA-templated,nucleoplasm,protein binding,rRNA binding,regulation of transcription, DNA-templated,ribosome assembly,single-stranded RNA binding,transcription regulatory region DNA binding,transcription, DNA-templatedC=51, T=61 C=0.4554, T=0.5446 0.00001 658.464 112 C=35/16, T=26/35

chr15:90245174 A/A T A SNV WDR93 WDR93:exonic:NM_020212.1 1 100 2 missense NM_020212.1c.197T>A p.Leu66His -0.05 0.18 99 0.01 rs4287542 0.4475 YES 2.145E-1 (pos.90245174) electron transport chain,oxidoreductase activity, acting on NAD(P)HT=0, A=32 T=0.0, A=1.0 0.00001 485.137 32 T=0/0, A=16/16

chr2:160104896 A/A C A SNV WDSUB1 WDSUB1:exonic:NM_001128212.2 1 100 10 synonymous NM_001128212.2c.1260G>T p.(=) 0.25 SAM domain (Sterile alpha motif),Sterile alpha motif (SAM)/Pointed domain,U-box domain,WD domain, G-beta repeatrs73004952 0.0287 YES 2.312E-4 (pos.160104896) protein ubiquitination,ubiquitin-protein transferase activityC=0, A=40 C=0.0, A=1.0 0.00001 644.286 40 C=0/0, A=18/22

chr2:160112881 T/T G T SNV WDSUB1 WDSUB1:exonic:NM_001128212.2 1 100 9 missense NM_001128212.2c.958C>A p.Arg320Ser 0.38 0.77 110 0 0(COSM148963)SAM domain (Sterile alpha motif),Sterile alpha motif (SAM)/Pointed domain,U-box domain,WD domain, G-beta repeatrs7591849 0.4266 YES 2.466E-1;0.0 (pos.160112881)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,neoplasmprotein ubiquitination,ubiquitin-protein transferase activityG=0, T=29 G=0.0, T=1.0 0.00001 427.602 29 G=0/0, T=8/21

chr2:160136337 A/A G A SNV WDSUB1 WDSUB1:exonic:NM_001128212.2 1 100 3 missense NM_001128212.2c.518C>T p.Pro173Leu 6.85 1 98 0 SAM domain (Sterile alpha motif),Sterile alpha motif (SAM)/Pointed domain,U-box domain,WD domain, G-beta repeatrs174264 0 1.0 (pos.160136337) protein ubiquitination,ubiquitin-protein transferase activityG=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=8/12

chr8:99016092 G/G A G SNV MATN2 MATN2:intronic:NM_002380.4 1 100 intronic NM_002380.4c.1327+81A>Gp.? -0.08 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Human growth factor-like EGF,Trimeric coiled-coil oligomerisation domain of matrilin,von Willebrand factor type A domainrs10955143 YES Matrilin 2 axon guidance,basement membrane,biological_process,calcium ion binding,dendrite regeneration,extracellular matrix,extracellular space,glial cell migration,molecular_function,neuron migration,protein binding,proteinaceous extracellular matrix,response to axon injuryA=0, G=47 A=0.0, G=1.0 0.00001 789.315 47 A=0/0, G=7/40

chr7:141420768 G/G A G SNV

WEE2,WEE2-

AS1 WEE2:exonic:NM_001105558.1, WEE2-AS1:intronic_nc:NR_015392.1 1
100

5 synonymous NR_015392.1, NM_001105558.1c.792A>G p.(=) -1.93 0.03(COSM4004329)Protein kinase domain,Protein tyrosine kinasers6967301 0.4957 YES 3.173E-1 (pos.141420768)acute_myeloid_leukaemia,neoplasmWee1, S. pombe, homolog of, 2ATP binding,cytosol,female meiotic nuclear division,female pronucleus assembly,magnesium ion binding,mitotic cell cycle,negative regulation of cyclin-dependent protein serine/threonine kinase activity,negative regulation of oocyte maturation,non-membrane spanning protein tyrosine kinase activity,nucleoplasm,peptidyl-tyrosine phosphorylation,protein kinase activity,protein phosphorylation,regulation of meiosis IA=0, G=85 A=0.0, G=1.0 0.00001 1389.74 85 A=0/0, G=54/31



chr8:99040154 C/C A C SNV MATN2 MATN2:intronic:NM_002380.4 1 100 intronic NM_002380.4c.2356+97A>Cp.? 0.32 Calcium-binding EGF domain,Coagulation Factor Xa inhibitory site,Complement Clr-like EGF-like,Human growth factor-like EGF,Trimeric coiled-coil oligomerisation domain of matrilin,von Willebrand factor type A domainrs2290467 YES Matrilin 2 axon guidance,basement membrane,biological_process,calcium ion binding,dendrite regeneration,extracellular matrix,extracellular space,glial cell migration,molecular_function,neuron migration,protein binding,proteinaceous extracellular matrix,response to axon injuryA=0, C=53 A=0.0, C=1.0 0.00001 782.03 53 A=0/0, C=16/37

chr8:99895940 A/A G A SNV STK3 1 100 intronic -0.38 rs16897117 YES 0.0 (pos.99895940) Serine/threonine protein kinase 3 G=0, A=20 G=0.0, A=1.0 0.00001 263.786 20 G=0/0, A=10/10

chr4:6293696 G/G C G SNV WFS1 WFS1:exonic:NM_006005.3 1 100 6 synonymous NM_006005.3c.684C>G p.(=) -0.1 rs1801213 0.3173 YES 9.366E-1 (pos.6293696) Wolframin ATPase binding,ER overload response,IRE1-mediated unfolded protein response,activating transcription factor binding,calcium ion homeostasis,calcium-dependent protein binding,calmodulin binding,cellular protein metabolic process,dendrite,endoplasmic reticulum,endoplasmic reticulum calcium ion homeostasis,endoplasmic reticulum lumen,endoplasmic reticulum membrane,glucose homeostasis,integral component of endoplasmic reticulum membrane,integral component of membrane,kidney development,negative regulation of ATF6-mediated unfolded protein response,negative regulation of DNA binding transcription factor activity,negative regulation of endoplasmic reticulum stress-induced intrinsic apoptotic signaling pathway,negative regulation of neuron apoptotic process,negative regulation of programmed cell death,negative regulation of transcription from RNA polymerase II promoter,negative regulation of type B pancreatic cell apoptotic process,nervous system process,olfactory behavior,pancreas development,positive regulation ofAbnormalities, Multiple;Blindness;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Deaf-Blind Disorders;Deafness;Diabetes Insipidus;Diabetes Mellitus;Diabetes Mellitus, Type 1;Diabetes Mellitus, Type 2;Ear Diseases;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heredodegenerative Disorders, Nervous System;Kidney Diseases;Lens Diseases;Male Urogenital Diseases;Metabolic Diseases;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Optic Atrophies, Hereditary;Optic Atrophy;Optic Nerve Diseases;Otorhinolaryngologic Diseases;Pituitary Diseases;Sensation Disorders;Urologic Diseases;Vision Disorders;Wolfram SyndromeBenign/Likely benignC=0, G=21 C=0.0, G=1.0 0.00001 281.235 21 C=0/0, G=11/10

chr4:6302707 T/T C T SNV WFS1 WFS1:exonic:NM_006005.3 1 100 8 synonymous NM_006005.3c.1185C>T p.(=) -1.44 0.14(COSM5021444) rs1801206 0.4017 YES 9.358E-1 (pos.6302707) osteosarcoma Wolframin ATPase binding,ER overload response,IRE1-mediated unfolded protein response,activating transcription factor binding,calcium ion homeostasis,calcium-dependent protein binding,calmodulin binding,cellular protein metabolic process,dendrite,endoplasmic reticulum,endoplasmic reticulum calcium ion homeostasis,endoplasmic reticulum lumen,endoplasmic reticulum membrane,glucose homeostasis,integral component of endoplasmic reticulum membrane,integral component of membrane,kidney development,negative regulation of ATF6-mediated unfolded protein response,negative regulation of DNA binding transcription factor activity,negative regulation of endoplasmic reticulum stress-induced intrinsic apoptotic signaling pathway,negative regulation of neuron apoptotic process,negative regulation of programmed cell death,negative regulation of transcription from RNA polymerase II promoter,negative regulation of type B pancreatic cell apoptotic process,nervous system process,olfactory behavior,pancreas development,positive regulation ofAbnormalities, Multiple;Blindness;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Deaf-Blind Disorders;Deafness;Diabetes Insipidus;Diabetes Mellitus;Diabetes Mellitus, Type 1;Diabetes Mellitus, Type 2;Ear Diseases;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heredodegenerative Disorders, Nervous System;Kidney Diseases;Lens Diseases;Male Urogenital Diseases;Metabolic Diseases;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Optic Atrophies, Hereditary;Optic Atrophy;Optic Nerve Diseases;Otorhinolaryngologic Diseases;Pituitary Diseases;Sensation Disorders;Urologic Diseases;Vision Disorders;Wolfram SyndromeBenign/Likely benignC=0, T=36 C=0.0, T=1.0 0.00001 553.901 36 C=0/0, T=15/21

chr9:100226982 A/A G A SNV TDRD7 TDRD7:intronic:NM_014290.2 1 100 intronic NM_014290.2c.1443-142G>Ap.? -0.34 OST-HTH/LOTUS domain,Tudor domainrs4278253 YES Tudor domain-containing protein 7chromatoid body,cytoplasm,lens fiber cell differentiation,lens morphogenesis in camera-type eye,mRNA binding,mitochondrial matrix,posttranscriptional regulation of gene expression,protein N-terminus binding,protein binding,ribonucleoprotein granule,spermatogenesisCataract;Eye Diseases;Genital Diseases, Male;Glaucoma;Infertility;Infertility, Male;Influenza, Human;Lens Diseases;Male Urogenital Diseases;Ocular Hypertension;Respiratory Tract Diseases;Respiratory Tract InfectionsG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=14/10

chr9:100227011 C/C T C SNV TDRD7 TDRD7:intronic:NM_014290.2 1 100 intronic NM_014290.2c.1443-113T>Cp.? -0.25 OST-HTH/LOTUS domain,Tudor domainrs4397526 YES Tudor domain-containing protein 7chromatoid body,cytoplasm,lens fiber cell differentiation,lens morphogenesis in camera-type eye,mRNA binding,mitochondrial matrix,posttranscriptional regulation of gene expression,protein N-terminus binding,protein binding,ribonucleoprotein granule,spermatogenesisCataract;Eye Diseases;Genital Diseases, Male;Glaucoma;Infertility;Infertility, Male;Influenza, Human;Lens Diseases;Male Urogenital Diseases;Ocular Hypertension;Respiratory Tract Diseases;Respiratory Tract InfectionsT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=14/10

chr9:100366953 G/G A G SNV TSTD2 TSTD2:intronic:NM_139246.4 1 100 intronic NM_139246.4c.1252+56T>Cp.? -0.14 Rhodanase C-terminal,Rhodanese-like domainrs2805779 YES 5.031E-1 (pos.100366953) biological_process,cellular_component,molecular_function,protein bindingA=0, G=20 A=0.0, G=1.0 0.00001 263.697 20 A=0/0, G=13/7

chr4:6304087 G/G A G SNV WFS1 WFS1:exonic:NM_006005.3 1 100 8 synonymous NM_006005.3c.2565A>G p.(=) -2.78 0.01(COSM448013) rs1046316 0.313 YES 9.368E-1;3.49E-4 (pos.6304087)neoplasm Wolframin ATPase binding,ER overload response,IRE1-mediated unfolded protein response,activating transcription factor binding,calcium ion homeostasis,calcium-dependent protein binding,calmodulin binding,cellular protein metabolic process,dendrite,endoplasmic reticulum,endoplasmic reticulum calcium ion homeostasis,endoplasmic reticulum lumen,endoplasmic reticulum membrane,glucose homeostasis,integral component of endoplasmic reticulum membrane,integral component of membrane,kidney development,negative regulation of ATF6-mediated unfolded protein response,negative regulation of DNA binding transcription factor activity,negative regulation of endoplasmic reticulum stress-induced intrinsic apoptotic signaling pathway,negative regulation of neuron apoptotic process,negative regulation of programmed cell death,negative regulation of transcription from RNA polymerase II promoter,negative regulation of type B pancreatic cell apoptotic process,nervous system process,olfactory behavior,pancreas development,positive regulation ofAbnormalities, Multiple;Blindness;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Deaf-Blind Disorders;Deafness;Diabetes Insipidus;Diabetes Mellitus;Diabetes Mellitus, Type 1;Diabetes Mellitus, Type 2;Ear Diseases;Endocrine System Diseases;Eye Diseases;Eye Diseases, Hereditary;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Glucose Metabolism Disorders;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Heredodegenerative Disorders, Nervous System;Kidney Diseases;Lens Diseases;Male Urogenital Diseases;Metabolic Diseases;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Optic Atrophies, Hereditary;Optic Atrophy;Optic Nerve Diseases;Otorhinolaryngologic Diseases;Pituitary Diseases;Sensation Disorders;Urologic Diseases;Vision Disorders;Wolfram SyndromeBenign/Likely benignA=0, G=47 A=0.0, G=1.0 0.00001 789.328 47 A=0/0, G=29/18

chr9:117166338 C/C G C SNV WHRN WHRN:exonic:NM_015404.3 1 100 10 missense NM_015404.3c.2256C>G p.His752Gln 4.29 1 24 0 PDZ domain (Also known as DHR or GLGF)rs6478078 0 1.0 (pos.117166338) Whirlin USH2 complex,actin filament,auditory receptor cell stereocilium organization,cerebellar Purkinje cell layer formation,ciliary basal body,cytoplasm,establishment of protein localization,growth cone,inner ear receptor stereocilium organization,paranodal junction maintenance,periciliary membrane compartment,photoreceptor connecting cilium,photoreceptor inner segment,positive regulation of gene expression,protein binding,protein heterodimerization activity,protein homodimerization activity,retina homeostasis,sensory perception of light stimulus,sensory perception of sound,stereocilia ankle link complex,stereocilium,stereocilium tipBenign G=0, C=56 G=0.0, C=1.0 0.00001 832.089 56 G=0/0, C=30/26

chr9:101006443 C/C T C SNV TBC1D2 TBC1D2:intronic:NM_001267571.1 1 100 intronic NM_001267571.1c.512-32A>Gp.? -1.77 PH domain,Rab-GTPase-TBC domainrs10818669 0.4973 YES 4.661E-1 (pos.101006443) TBC1 domain family, member 2GTPase activator activity,Rab GTPase binding,activation of GTPase activity,cadherin binding,cell junction,cytoplasmic vesicle,cytosol,endomembrane system,intracellular protein transport,nucleus,positive regulation of GTPase activity,protein binding,regulation of cilium assembly,regulation of vesicle fusionMental Disorders;Stress Disorders, Post-Traumatic;Stress Disorders, Traumatic;Trauma and Stressor Related DisordersT=0, C=24 T=0.0, C=1.0 0.00001 334.792 24 T=0/0, C=17/7

chr9:101539601 A/A G A SNV ANKS6 ANKS6:intronic:NM_173551.4 1 100 intronic NM_173551.4c.1617+86C>Tp.? 0.41 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),SAM domain (Sterile alpha motif)rs4742741 YES Ankyrin repeat and sterile alpha motif domains-containing protein 6cilium,cytoplasm,protein bindingCardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Diseases, Cystic;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Polycystic Kidney Diseases;Polycystic Kidney, Autosomal Dominant;Situs Inversus;Urologic DiseasesG=0, A=23 G=0.0, A=1.0 0.00001 314.692 23 G=0/0, A=16/7

chr9:101785558 T/G T G SNV COL15A1 COL15A1:intronic:NM_001855.4 1 45.45 intronic NM_001855.4c.1762-81T>Gp.? -0.22 Collagen triple helix repeat (20 copies),Collagenase NC10 and Endostatin,Concanavalin A-like lectin/glucanases superfamilyrs7848837 YES Collagen XV, alpha-1 polypeptideangiogenesis,cell adhesion,cell differentiation,collagen catabolic process,collagen trimer,collagen type XV trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix structural constituent,extracellular region,extracellular space,integral component of membrane,signal transduction,structural molecule activityAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Ovarian Diseases;Ovarian Neoplasms;Urogenital NeoplasmsT=12, G=10 T=0.5455, G=0.4545 0.00001 81.759 22 T=10/2, G=8/2

chr9:101785598 G/T G T SNV COL15A1 COL15A1:intronic:NM_001855.4 1 50 intronic NM_001855.4c.1762-41G>Tp.? 0.03 Collagen triple helix repeat (20 copies),Collagenase NC10 and Endostatin,Concanavalin A-like lectin/glucanases superfamilyrs7861925 0.1251 YES 2.619E-1;0.0 (pos.101785598) Collagen XV, alpha-1 polypeptideangiogenesis,cell adhesion,cell differentiation,collagen catabolic process,collagen trimer,collagen type XV trimer,endoplasmic reticulum lumen,extracellular exosome,extracellular matrix,extracellular matrix structural constituent,extracellular region,extracellular space,integral component of membrane,signal transduction,structural molecule activityAdnexal Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Ovarian Diseases;Ovarian Neoplasms;Urogenital NeoplasmsG=13, T=13 G=0.5, T=0.5 0.00001 119.13 26 G=10/3, T=8/5

chr9:103091630 A/G A G SNV TEX10 TEX10:intronic:NM_017746.3 1 57.89 intronic NM_017746.3c.1490-73T>Cp.? 0.97 Rix1 complex component involved in 60S ribosome maturationrs10819759 YES Testis-expressed gene 10MLL1 complex,Rix1 complex,cytoplasm,nucleolus,nucleoplasm,protein binding,rRNA processingA=16, G=22 A=0.4211, G=0.5789 0.00001 249.054 38 A=11/5, G=10/12

chr9:103111705 G/G T G SNV TEX10 TEX10:intronic:NM_017746.3 1 100 intronic NM_017746.3c.-8-51A>C p.? -0.07 Rix1 complex component involved in 60S ribosome maturationrs914711 YES Testis-expressed gene 10MLL1 complex,Rix1 complex,cytoplasm,nucleolus,nucleoplasm,protein binding,rRNA processingT=0, G=72 T=0.0, G=1.0 0.00001 1130.95 72 T=0/0, G=49/23

chr9:103114793 C/C G C SNV TEX10 TEX10:intronic:NM_017746.3 1 100 intronic NM_017746.3c.-9+261C>Gp.? 0.78 Rix1 complex component involved in 60S ribosome maturationrs1930244 0.2021 YES Testis-expressed gene 10MLL1 complex,Rix1 complex,cytoplasm,nucleolus,nucleoplasm,protein binding,rRNA processingG=0, C=51 G=0.0, C=1.0 0.00001 754.535 51 G=0/0, C=33/18

chr9:117188566 T/T C T SNV WHRN WHRN:exonic:NM_015404.3 1 100 4 missense NM_015404.3c.1091G>A p.Arg364His 4.78 1 29 0 PDZ domain (Also known as DHR or GLGF)rs10817610 1.00E-04 1.0 (pos.117188566) Whirlin USH2 complex,actin filament,auditory receptor cell stereocilium organization,cerebellar Purkinje cell layer formation,ciliary basal body,cytoplasm,establishment of protein localization,growth cone,inner ear receptor stereocilium organization,paranodal junction maintenance,periciliary membrane compartment,photoreceptor connecting cilium,photoreceptor inner segment,positive regulation of gene expression,protein binding,protein heterodimerization activity,protein homodimerization activity,retina homeostasis,sensory perception of light stimulus,sensory perception of sound,stereocilia ankle link complex,stereocilium,stereocilium tipBenign C=0, T=35 C=0.0, T=1.0 0.00001 536.417 35 C=0/0, T=20/15

chr2:175436940 A/A G A SNV WIPF1 WIPF1:exonic:NM_003387.4 1 100 5 missense NM_003387.4c.593C>T p.Pro198Leu 2.51 1 98 0 WH2 motif rs4972450 0.0414 YES 9.906E-1 (pos.175436940) WAS/WASL-interacting protein family, member 1Fc-gamma receptor signaling pathway involved in phagocytosis,SH3 domain binding,actin binding,actin cytoskeleton,actin filament,actin filament-based movement,actin polymerization or depolymerization,cytoplasmic vesicle,cytosol,profilin binding,protein binding,protein complex assembly,response to other organism,ruffleAutoimmune Diseases;Blood Coagulation Disorders;Blood Coagulation Disorders, Inherited;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Glomerulonephritis;Glomerulonephritis, IGA;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Immune System Diseases;Immunologic Deficiency Syndromes;Kidney Diseases;Leukocyte Disorders;Leukopenia;Lymphopenia;Male Urogenital Diseases;Nephritis;Urologic Diseases;Wiskott-Aldrich SyndromeBenign G=0, A=20 G=0.0, A=1.0 0.00001 263.783 20 G=0/0, A=12/8

chr12:987482 A/A G A SNV WNK1 WNK1:exonic:NM_001184985.1 1 100 11 synonymous NM_001184985.1c.3567G>A p.(=) -0.87 0.08(COSM3753548),0.08(COSM3753549),0.08(COSM5827335)Oxidative-stress-responsive kinase 1 C-terminal domain,Protein kinase domain,Protein tyrosine kinasers1012729 0.2594 YES 8.004E-1;0.0 (pos.987482)adenocarcinomaWNK lysine deficient protein kinase 1ATP binding,activation of protein kinase activity,cellular response to calcium ion,chloride channel inhibitor activity,cytoplasm,cytosol,intracellular signal transduction,ion transport,magnesium ion binding,membrane,negative regulation of pancreatic juice secretion,negative regulation of phosphatase activity,negative regulation of protein serine/threonine kinase activity,negative regulation of sodium ion transport,neuron development,peptidyl-threonine phosphorylation,phosphatase binding,positive regulation of systemic arterial blood pressure,potassium channel inhibitor activity,protein autophosphorylation,protein binding,protein kinase activator activity,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine kinase inhibitor activity,regulation of cellular process,regulation of sodium ion transport,signal transduction by trans-phosphorylationCardiovascular Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hereditary Sensory and Autonomic Neuropathies;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Pseudohypoaldosteronism;Renal Tubular Transport, Inborn Errors;Urologic Diseases;Vascular DiseasesBenign G=0, A=30 G=0.0, A=1.0 0.00001 446.637 30 G=0/0, A=24/6

chr12:968489 T/C T C SNV WNK1 WNK1:exonic:NM_001184985.1 1 57.14 6 synonymous NM_001184985.1c.1479T>C p.(=) 0.84 0.81(COSM3753546),0.81(COSM3753547),0.81(COSM5827330)Oxidative-stress-responsive kinase 1 C-terminal domain,Protein kinase domain,Protein tyrosine kinasers2286006 0.1503 YES 6.722E-2 (pos.968489) acute_myeloid_leukaemia,adenocarcinomaWNK lysine deficient protein kinase 1ATP binding,activation of protein kinase activity,cellular response to calcium ion,chloride channel inhibitor activity,cytoplasm,cytosol,intracellular signal transduction,ion transport,magnesium ion binding,membrane,negative regulation of pancreatic juice secretion,negative regulation of phosphatase activity,negative regulation of protein serine/threonine kinase activity,negative regulation of sodium ion transport,neuron development,peptidyl-threonine phosphorylation,phosphatase binding,positive regulation of systemic arterial blood pressure,potassium channel inhibitor activity,protein autophosphorylation,protein binding,protein kinase activator activity,protein kinase activity,protein kinase binding,protein phosphorylation,protein serine/threonine kinase activity,protein serine/threonine kinase inhibitor activity,regulation of cellular process,regulation of sodium ion transport,signal transduction by trans-phosphorylationCardiovascular Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hereditary Sensory and Autonomic Neuropathies;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Hypertension;Kidney Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Pseudohypoaldosteronism;Renal Tubular Transport, Inborn Errors;Urologic Diseases;Vascular DiseasesBenign T=33, C=44 T=0.4286, C=0.5714 0.00001 492.244 77 T=23/10, C=21/23

chr9:107531361 C/C T C SNV NIPSNAP3B NIPSNAP3B:intronic:NM_018376.3 1 100 intronic NM_018376.3c.430+59T>Cp.? -0.46 NIPSNAP rs2472478 YES mitochondrion T=0, C=53 T=0.0, C=1.0 0.00001 782.03 53 T=0/0, C=29/24

chr9:107547622 C/G C G SNV ABCA1 ABCA1:intronic:NM_005502.3 1 51.85 intronic NM_005502.3c.6645+55G>Cp.? -0.95 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs1331924 YES ATP-binding cassette 1ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,ATPase binding,G-protein coupled receptor signaling pathway,Golgi apparatus,aminophospholipid transport,anion transmembrane transport,anion transmembrane transporter activity,apolipoprotein A-I binding,apolipoprotein A-I receptor activity,apolipoprotein A-I-mediated signaling pathway,apolipoprotein binding,cellular response to cholesterol,cellular response to lipopolysaccharide,cellular response to retinoic acid,cholesterol binding,cholesterol efflux,cholesterol homeostasis,cholesterol metabolic process,cholesterol transporter activity,endocytic vesicle,endoplasmic reticulum membrane,endosomal transport,external side of plasma membrane,high-density lipoprotein particle,high-density lipoprotein particle assembly,integral component of membrane,integral component of plasma membrane,interleukin-1 beta secretion,intracellular cholesterol transport,intracellular membrane-bounded organelle,lysosome organization,membrane raftArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Autoimmune Diseases;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyslipidemias;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glucose Metabolism Disorders;Hypercholesterolemia;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Hypersensitivity;Hypersensitivity, Immediate;Hypoalphalipoproteinemias;Hypolipoproteinemias;Immune System Diseases;Insulin Resistance;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Failure, Chronic;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolic Syndrome X;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;NephriATP,Glyburide,Probucol C=13, G=14 C=0.4815, G=0.5185 0.00001 132.623 27 C=9/4, G=9/5

chr9:107566877 A/A C A SNV ABCA1 ABCA1:intronic:NM_005502.3 1 100 intronic NM_005502.3c.4559+30G>Tp.? -0.02 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs2777801 0.1159 YES 9.993E-1 (pos.107566877) ATP-binding cassette 1ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,ATPase binding,G-protein coupled receptor signaling pathway,Golgi apparatus,aminophospholipid transport,anion transmembrane transport,anion transmembrane transporter activity,apolipoprotein A-I binding,apolipoprotein A-I receptor activity,apolipoprotein A-I-mediated signaling pathway,apolipoprotein binding,cellular response to cholesterol,cellular response to lipopolysaccharide,cellular response to retinoic acid,cholesterol binding,cholesterol efflux,cholesterol homeostasis,cholesterol metabolic process,cholesterol transporter activity,endocytic vesicle,endoplasmic reticulum membrane,endosomal transport,external side of plasma membrane,high-density lipoprotein particle,high-density lipoprotein particle assembly,integral component of membrane,integral component of plasma membrane,interleukin-1 beta secretion,intracellular cholesterol transport,intracellular membrane-bounded organelle,lysosome organization,membrane raftArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Autoimmune Diseases;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyslipidemias;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glucose Metabolism Disorders;Hypercholesterolemia;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Hypersensitivity;Hypersensitivity, Immediate;Hypoalphalipoproteinemias;Hypolipoproteinemias;Immune System Diseases;Insulin Resistance;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Failure, Chronic;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolic Syndrome X;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;NephriATP,Glyburide,Probucol C=0, A=67 C=0.0, A=1.0 0.00001 1034.15 67 C=0/0, A=58/9

chr7:120969769 G/A G A SNV WNT16 WNT16:exonic:NM_057168.1 1 50 2 missense NM_057168.1c.244G>A p.Gly82Arg 1.05 0.23 125 0 0.15(COSM1599875),0.15(COSM1599876)wnt family rs2908004 0.455 YES 1.779E-1;0.0 (pos.120969769)acute_myeloid_leukaemia,adenocarcinoma,astrocytoma_Grade_IV,ductal_carcinomaWingless-type MMTV integration site family, member 16Wnt signaling pathway,bone remodeling,cardiac epithelial to mesenchymal transition,cell fate commitment,cytoplasm,extracellular region,extracellular space,frizzled binding,keratinocyte differentiation,keratinocyte proliferation,multicellular organism development,negative regulation of cell death,neuron differentiation,optic cup formation involved in camera-type eye development,oxidative stress-induced premature senescence,positive regulation of JNK cascade,positive regulation of gene expression,positive regulation of phosphatidylinositol 3-kinase signaling,proteinaceous extracellular matrix,receptor binding,replicative senescenceG=13, A=13 G=0.5, A=0.5 0.00001 119.148 26 G=7/6, A=7/6

chr9:107593182 A/T A T SNV ABCA1 ABCA1:intronic:NM_005502.3 1 50 intronic NM_005502.3c.1892+24T>Ap.? 0.9 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs4743763 0.2797 YES 8.148E-1 (pos.107593182) ATP-binding cassette 1ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,ATPase binding,G-protein coupled receptor signaling pathway,Golgi apparatus,aminophospholipid transport,anion transmembrane transport,anion transmembrane transporter activity,apolipoprotein A-I binding,apolipoprotein A-I receptor activity,apolipoprotein A-I-mediated signaling pathway,apolipoprotein binding,cellular response to cholesterol,cellular response to lipopolysaccharide,cellular response to retinoic acid,cholesterol binding,cholesterol efflux,cholesterol homeostasis,cholesterol metabolic process,cholesterol transporter activity,endocytic vesicle,endoplasmic reticulum membrane,endosomal transport,external side of plasma membrane,high-density lipoprotein particle,high-density lipoprotein particle assembly,integral component of membrane,integral component of plasma membrane,interleukin-1 beta secretion,intracellular cholesterol transport,intracellular membrane-bounded organelle,lysosome organization,membrane raftArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Autoimmune Diseases;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyslipidemias;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glucose Metabolism Disorders;Hypercholesterolemia;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Hypersensitivity;Hypersensitivity, Immediate;Hypoalphalipoproteinemias;Hypolipoproteinemias;Immune System Diseases;Insulin Resistance;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Failure, Chronic;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolic Syndrome X;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;NephriATP,Glyburide,Probucol A=26, T=26 A=0.5, T=0.5 0.00001 256.695 52 A=8/18, T=6/20

chr9:107651526 G/G A G SNV ABCA1 ABCA1:intronic:NM_005502.3 1 100 intronic NM_005502.3c.67-50T>C p.? -0.08 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs2275545 0.1472 YES 7.247E-2 (pos.107651526) ATP-binding cassette 1ATP binding,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,ATPase binding,G-protein coupled receptor signaling pathway,Golgi apparatus,aminophospholipid transport,anion transmembrane transport,anion transmembrane transporter activity,apolipoprotein A-I binding,apolipoprotein A-I receptor activity,apolipoprotein A-I-mediated signaling pathway,apolipoprotein binding,cellular response to cholesterol,cellular response to lipopolysaccharide,cellular response to retinoic acid,cholesterol binding,cholesterol efflux,cholesterol homeostasis,cholesterol metabolic process,cholesterol transporter activity,endocytic vesicle,endoplasmic reticulum membrane,endosomal transport,external side of plasma membrane,high-density lipoprotein particle,high-density lipoprotein particle assembly,integral component of membrane,integral component of plasma membrane,interleukin-1 beta secretion,intracellular cholesterol transport,intracellular membrane-bounded organelle,lysosome organization,membrane raftArterial Occlusive Diseases;Arteriosclerosis;Atherosclerosis;Autoimmune Diseases;Cardiovascular Diseases;Colonic Diseases;Colorectal Neoplasms;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Dyslipidemias;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Glomerulonephritis;Glomerulonephritis, IGA;Glucose Metabolism Disorders;Hypercholesterolemia;Hyperinsulinism;Hyperlipidemias;Hyperlipoproteinemia Type II;Hyperlipoproteinemias;Hypersensitivity;Hypersensitivity, Immediate;Hypoalphalipoproteinemias;Hypolipoproteinemias;Immune System Diseases;Insulin Resistance;Intestinal Diseases;Intestinal Neoplasms;Kidney Diseases;Kidney Failure, Chronic;Lipid Metabolism Disorders;Lipid Metabolism, Inborn Errors;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Metabolic Syndrome X;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Site;NephriATP,Glyburide,Probucol A=0, G=61 A=0.0, G=1.0 0.00001 921.79 61 A=0/0, G=16/45

chr9:110047132 C/C G C SNV RAD23B RAD23B:intronic:NM_002874.4 1 100 intronic NM_002874.4c.66+1156G>Cp.? 0.02 UBA/TS-N domain,Ubiquitin family,Ubiquitin-2 like Rad60 SUMO-like,Ubiquitin-like domain,XPC-binding domainrs10733562 YES RAD23 (Saccharomyces cerevisiae) homolog of, BXPC complex,cytosol,damaged DNA binding,embryonic organ development,global genome nucleotide-excision repair,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair, DNA damage recognition,nucleotide-excision repair, DNA duplex unwinding,nucleotide-excision repair, preincision complex assembly,nucleus,polyubiquitin modification-dependent protein binding,proteasome complex,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,protein deubiquitination,protein folding,regulation of proteasomal ubiquitin-dependent protein catabolic process,single-stranded DNA binding,spermatogenesisCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Genital Diseases, Male;Genital Neoplasms, Male;Infertility;Infertility, Male;Male Urogenital Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsG=0, C=24 G=0.0, C=1.0 0.00001 334.792 24 G=0/0, C=12/12

chr5:137426447 A/A G A SNV WNT8A WNT8A:exonic:NM_058244.3 1 100 6 synonymous NM_058244.3c.741G>A p.(=) -2.21 0.04(COSM3760930)wnt family rs6596422 0.4741 YES 5.947E-1 (pos.137426447)adenocarcinoma,carcinoma,hepatocellular_carcinomaWingless-type MMTV integration site family, member 8AWnt signaling pathway,beta-catenin destruction complex disassembly,canonical Wnt signaling pathway,canonical Wnt signaling pathway involved in cardiac muscle cell fate commitment,canonical Wnt signaling pathway involved in neural crest cell differentiation,cell morphogenesis,endoderm development,establishment of animal organ orientation,extracellular region,extracellular space,frizzled binding,multicellular organism development,neural crest cell fate commitment,neuron differentiation,palate development,polarity specification of anterior/posterior axis,polarity specification of proximal/distal axis,proteinaceous extracellular matrix,receptor binding,receptor ligand activity,regulation of protein localization,regulation of receptor activity,regulation of transcription involved in anterior/posterior axis specification,response to retinoic acidArrhythmias, Cardiac;Atrial Fibrillation;Cardiovascular Diseases;Heart DiseasesG=0, A=31 G=0.0, A=1.0 0.00001 465.819 31 G=0/0, A=15/16

chr9:111637304 G/T G T SNV ELP1 ELP1:intronic:NM_003640.4 1 50 intronic NM_003640.4c.3856-54C>Ap.? -1 IKI3 family rs2027433 0.2857 YES Elongator holoenzyme complex,RNA polymerase II core binding,cytoplasm,cytosol,histone acetyltransferase complex,immune response,nucleolus,phosphorylase kinase regulator activity,positive regulation of cell migration,protein binding,protein complex assembly,protein phosphorylation,regulation of protein kinase activity,regulation of transcription from RNA polymerase II promoter,signal transducer activity,signal transduction,tRNA wobble uridine modification,transcription elongation factor complex,transcription elongation from RNA polymerase II promoterG=21, T=21 G=0.5, T=0.5 0.00001 231.406 42 G=8/13, T=13/8

chr9:111670707 T/C T C SNV ELP1 ELP1:intronic:NM_003640.4 1 57.45 intronic NM_003640.4c.1361-23A>Gp.? -0.11 IKI3 family rs838824 0.3479 YES 7.041E-1 (pos.111670707) Elongator holoenzyme complex,RNA polymerase II core binding,cytoplasm,cytosol,histone acetyltransferase complex,immune response,nucleolus,phosphorylase kinase regulator activity,positive regulation of cell migration,protein binding,protein complex assembly,protein phosphorylation,regulation of protein kinase activity,regulation of transcription from RNA polymerase II promoter,signal transducer activity,signal transduction,tRNA wobble uridine modification,transcription elongation factor complex,transcription elongation from RNA polymerase II promoterT=20, C=27 T=0.4255, C=0.5745 0.00001 326.535 47 T=12/8, C=11/16

chr8:30938704 G/A G A SNV WRN WRN:exonic:NM_000553.4 1 50 9 missense NM_000553.4c.1161G>A p.Met387Ile 0.11 0.43 10 0.204 0.03(COSM3763317)3'-5' exonuclease,DEAD/DEAH box helicase,HRDC domain,Helicase conserved C-terminal domain,Helix-turn-helix domain,RQC domain,RecQ zinc-bindingrs1800391 0.0792 YES 1.622E-3 (pos.30938704) adenocarcinoma,haemangioblastoma,rhabdomyosarcomaDNA helicase, RecQ-like 23'-5' DNA helicase activity,3'-5' exonuclease activity,3'-flap-structured DNA binding,8-hydroxy-2'-deoxyguanosine DNA binding,ATP binding,ATP-dependent 3'-5' DNA helicase activity,ATP-dependent DNA helicase activity,ATPase activity,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA metabolic process,DNA replication,DNA synthesis involved in DNA repair,G-quadruplex DNA binding,G-quadruplex DNA unwinding,MutLalpha complex,Y-form DNA binding,aging,base-excision repair,brain development,bubble DNA binding,cell aging,cellular response to DNA damage stimulus,cellular response to gamma radiation,cellular response to starvation,centrosome,chromatin binding,chromosome, telomeric region,cytoplasm,double-strand break repair,double-strand break repair via homologous recombination,exonuclease activity,forked DNA-dependent helicase activity,four-way junction DNA binding,four-way junction helicase activity,helicase activity,magnesium ion binding,manganese ion binding,multicellular organism aging,neuron projection,nuCongenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Genetic Diseases, Inborn;Metabolic Diseases;Nervous System Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Werner SyndromeBenign/Likely benignG=16, A=16 G=0.5, A=0.5 0.00001 157.858 32 G=14/2, A=15/1

chr9:111843055 T/T A T SNV TMEM245 TMEM245:intronic:NM_032012.3 1 100 intronic NM_032012.3c.1449+64T>Ap.? 0.27 AI-2E family transporterrs497196 YES biological_process,integral component of membrane,molecular_functionMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersA=0, T=102 A=0.0, T=1.0 0.00001 1592.11 102 A=0/0, T=48/54

chr9:111849732 T/G T G SNV TMEM245 TMEM245:intronic:NM_032012.3 1 50 intronic NM_032012.3c.1151-110A>Cp.? -0.28 AI-2E family transporterrs12344205 YES biological_process,integral component of membrane,molecular_functionMental Disorders;Schizophrenia;Schizophrenia Spectrum and Other Psychotic DisordersT=17, G=17 T=0.5, G=0.5 0.00001 172.006 34 T=9/8, G=6/11

chr17:6014176 G/G A G SNV WSCD1 WSCD1:exonic:NM_015253.1 1 100 7 synonymous NM_015253.1c.1095A>G p.(=) -1.43 Sulfotransferase domain,WSC domainrs2302837 0.074 YES 9.539E-1 (pos.6014176) integral component of membrane,sulfotransferase activityDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by Site;Precancerous ConditionsA=0, G=75 A=0.0, G=1.0 0.00001 1193.77 75 A=0/0, G=41/34

chr19:7685843 G/A G A SNV XAB2 XAB2:exonic:NM_020196.2 1 58.33 14 synonymous NM_020196.2c.1860C>T p.(=) 0.01 PPR repeat,Tetratricopeptide repeatrs794078 0.1989 YES 1.681E-1 (pos.7685843) XPA-binding protein 2Prp19 complex,blastocyst development,catalytic step 1 spliceosome,catalytic step 2 spliceosome,cerebral cortex development,generation of catalytic spliceosome for first transesterification step,mRNA splicing, via spliceosome,membrane,nucleoplasm,nucleus,post-mRNA release spliceosomal complex,prespliceosome,protein binding,transcription, DNA-templated,transcription-coupled nucleotide-excision repairG=10, A=14 G=0.4167, A=0.5833 0.00001 135.339 24 G=6/4, A=1/13

chr9:112025473 A/A C A SNV EPB41L4B EPB41L4B:intronic:NM_019114.4 1 100 intronic NM_019114.4c.579-91G>Tp.? -0.7 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domainrs1982226 YES Erythrocyte membrane protein band 4.1-like 4Bactomyosin structure organization,apical part of cell,bicellular tight junction,cytoplasm,cytoskeletal protein binding,cytoskeleton,cytosol,plasma membrane,positive regulation of cell adhesion,positive regulation of gene expression,positive regulation of keratinocyte migration,regulation of keratinocyte proliferation,structural constituent of cytoskeleton,wound healingC=0, A=26 C=0.0, A=1.0 0.00001 370.624 26 C=0/0, A=5/21

chr9:112225774 T/C T C SNV PTPN3 PTPN3:intronic:NM_002829.3 1 53.13 intronic NM_002829.3c.-16-43A>Gp.? -0.67 Dual specificity phosphatase, catalytic domain,FERM C-terminal PH-like domain,FERM N-terminal domain,FERM central domain,PDZ domain (Also known as DHR or GLGF),Protein-tyrosine phosphatasers2274786 YES Protein-tyrosine phosphatase, nonreceptor-type, 3ATPase binding,cytoplasm,cytoplasmic side of plasma membrane,cytoskeletal protein binding,cytoskeleton,liver regeneration,negative regulation of epidermal growth factor receptor signaling pathway,negative regulation of membrane protein ectodomain proteolysis,negative regulation of mitotic cell cycle,peptidyl-tyrosine dephosphorylation,phosphotyrosine residue binding,plasma membrane,protein binding,protein dephosphorylation,protein tyrosine phosphatase activity,regulation of membrane depolarization during action potential,regulation of sodium ion transmembrane transporter activity,sodium channel regulator activityAdenocarcinoma;Bile Duct Diseases;Bile Duct Neoplasms;Biliary Tract Diseases;Biliary Tract Neoplasms;Carcinoma;Cholangiocarcinoma;Digestive System Diseases;Digestive System Neoplasms;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and EpithelialT=15, C=17 T=0.4688, C=0.5313 0.00001 173.555 32 T=6/9, C=8/9

chr17:6659324 A/G A G SNV XAF1 XAF1:utr_5:NM_017523.4 1 50 1 utr_5 NM_017523.4c.-74A>G p.? -0.13 rs3785793 0.44 YES XIAP-associated factor 1apoptotic process,cytosol,mitochondrion,negative regulation of protein complex assembly,nucleus,response to interferon-beta,type I interferon signaling pathway,zinc ion bindingColonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Influenza, Human;Intestinal Diseases;Intestinal Neoplasms;Neoplasms;Neoplasms by Site;Rectal Diseases;Respiratory Tract Diseases;Respiratory Tract Infections;Stomach Diseases;Stomach NeoplasmsA=12, G=12 A=0.5, G=0.5 0.00001 108.793 24 A=8/4, G=8/4

chr2:31571786 G/G A G SNV XDH XDH:exonic:NM_000379.3 1 100 27 synonymous NM_000379.3c.3030T>C p.(=) 1.45 2Fe-2S binding domain,2Fe-2S iron-sulfur cluster binding domain,Aldehyde oxidase and xanthine dehydrogenase, a/b hammerhead domain,CO dehydrogenase flavoprotein C-terminal domain,FAD binding domain in molybdopterin dehydrogenase,Molybdopterin-binding domain of aldehyde dehydrogenasers1884725 0.24 YES 8.534E-1 (pos.31571786) Xanthine dehydrogenase (xanthine oxidase)2 iron, 2 sulfur cluster binding,activation of cysteine-type endopeptidase activity involved in apoptotic process,cytosol,electron transfer activity,electron transport chain,extracellular space,flavin adenine dinucleotide binding,iron ion binding,lactation,molybdopterin cofactor binding,negative regulation of endothelial cell differentiation,negative regulation of endothelial cell proliferation,negative regulation of gene expression,negative regulation of protein kinase B signaling,negative regulation of protein phosphorylation,negative regulation of vascular endothelial growth factor signaling pathway,negative regulation of vasculogenesis,oxidoreductase activity, acting on CH-OH group of donors,oxidoreductase activity, acting on the aldehyde or oxo group of donors,peroxisome,positive regulation of p38MAPK cascade,positive regulation of reactive oxygen species metabolic process,protein homodimerization activity,purine nucleotide catabolic process,sarcoplasmic reticulum,xanthine catabolic process,xanthine dehyAutistic Disorder;Blood Platelet Disorders;Brain Diseases;Brain Infarction;Brain Ischemia;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Cerebral Arterial Diseases;Cerebral Infarction;Cerebrovascular Disorders;Child Development Disorders, Pervasive;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Depressive Disorder;Depressive Disorder, Major;Diabetes Complications;Diabetes Mellitus;Digestive System Diseases;Embolism;Embolism and Thrombosis;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Heart Failure;Hematologic Diseases;Hemic and Lymphatic Diseases;Infarction, Middle Cerebral Artery;Intracranial Arterial Diseases;Kidney Diseases;Lung Diseases;Male Urogenital Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Mood Disorders;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nervous System DisAldesleukin,Allopurinol,Azathioprine,Carboplatin,Carvedilol,Chlorphenesin,Cisplatin,Daunorubicin,Deferoxamine,Doxorubicin,Eniluracil,Febuxostat,Flavin adenine dinucleotide,Inosine,L-Carnitine,Menadione,Mercaptopurine,NADH,Nitrofural,Oxypurinol,Procarbazine,Pyrazinamide,Spermine,Topiroxostat,Trifluoperazine,Y-700,dioxothiomolybdenum(VI) ionBenign A=0, G=21 A=0.0, G=1.0 0.00001 281.233 21 A=0/0, G=11/10

chr9:113141815 G/G A G SNV SVEP1 SVEP1:intronic:NM_153366.3 1 100 intronic NM_153366.3c.10238-18T>Cp.? 0.75 Calcium-binding EGF domain,Concanavalin A-like lectin/glucanases superfamily,EGF-like domain,HYR domain,Human growth factor-like EGF,Pentaxin family,Putative ephrin-receptor like,Sushi repeat (SCR repeat),von Willebrand factor type A domainrs992883 0.402 YES 2.807E-1 (pos.113141815) Sushi, von willebrand factor type A, EGF, and pentraxin domain-containing 1calcium ion binding,cell adhesion,chromatin binding,cytoplasm,extracellular space,membraneA=0, G=38 A=0.0, G=1.0 0.00001 603.786 38 A=0/0, G=21/17

chrX:123041111 C/C G C SNV XIAP XIAP:utr_3:NM_001204401.1 1 100 7 utr_3 NM_001204401.1c.1574G>C p.? 0.35 Inhibitor of Apoptosis domain,Zinc finger, C3HC4 type (RING finger)rs12838858 YES 0.0;0.0 (pos.123041111) Inhibitor of apoptosis, X-linkedWnt signaling pathway,apoptotic process,cellular response to DNA damage stimulus,copper ion homeostasis,cysteine-type endopeptidase inhibitor activity involved in apoptotic process,cytoplasm,cytosol,identical protein binding,inhibition of cysteine-type endopeptidase activity involved in apoptotic process,metal ion binding,mitotic spindle assembly,negative regulation of apoptotic process,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of protein linear polyubiquitination,positive regulation of protein ubiquitination,protein binding,protein ubiquitination,regulation of BMP signaling pathway,regulation of cell proliferation,regulation of inflammatory response,regulation of innate immune response,regulation of nucleotide-binding oligomerization domain containing signaling pathway,ubiquitin protein ligase activity,ubiquitin-protein transferase activityAdnexal Diseases;Amyotrophic Lateral Sclerosis;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Head and Neck Neoplasms;Heart Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoproliferative Disorders;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Metabolic Diseases;Motor Neuron Disease;Myocardial Ischemia;Myocardial Reperfusion Injury;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Dis1-3,3-Dimethyl-2-(2-Methylamino-Propionylamino)-Butyryl-Pyrrolidine-2-Carboxylic Acid(1,2,3,4-Tetrahydro-Naphthalen-1-Yl)-Amide,Dequalinium,N-METHYLALANYL-3-METHYLVALYL-4-PHENOXY-N-(1,2,3,4-TETRAHYDRONAPHTHALEN-1-YL)PROLINAMIDEBenign G=0, C=32 G=0.0, C=1.0 0.00001 485.124 32 G=0/0, C=15/17

chr9:113547322 C/C T C SNV MUSK MUSK:intronic:NM_005592.3 1 100 intronic NM_005592.3c.1586+26T>Cp.? 0.33 Fz domain,Immunoglobulin I-set domain,Immunoglobulin domain,Protein kinase domain,Protein tyrosine kinasers484010 0.0782 YES 1.0 (pos.113547322) Receptor tyrosine kinase MuSKATP binding,cell differentiation,cell junction,integral component of membrane,integral component of plasma membrane,memory,metal ion binding,multicellular organism development,neuromuscular junction,neuromuscular junction development,peptidyl-tyrosine phosphorylation,positive regulation of gene expression,positive regulation of protein geranylgeranylation,positive regulation of protein phosphorylation,postsynaptic membrane,protein autophosphorylation,protein binding,protein tyrosine kinase activity,receptor complex,regulation of synaptic growth at neuromuscular junction,skeletal muscle acetylcholine-gated channel clustering,transmembrane receptor protein tyrosine kinase activity,transmembrane receptor protein tyrosine kinase signaling pathwayArthrogryposis;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Immune System Diseases;Joint Diseases;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Myasthenia Gravis;Myasthenic Syndromes, Congenital;Nervous System Diseases;Neuromuscular Diseases;Neuromuscular Junction DiseasesBenign T=0, C=52 T=0.0, C=1.0 0.00001 767.015 52 T=0/0, C=42/10

chr9:114356367 C/C T C SNV PTGR1 PTGR1:intronic:NM_012212.3 1 100 intronic NM_012212.3c.152+135A>Gp.? 0.05 N-terminal domain of oxidoreductase,Zinc-binding dehydrogenasers3739704 YES Prostaglandin reductase 113-prostaglandin reductase activity,15-oxoprostaglandin 13-oxidase activity,2-alkenal reductase NAD(P) activity,cytoplasm,extracellular exosome,leukotriene metabolic process,oxidation-reduction process,prostaglandin metabolic process,response to antineoplastic agent(5E,13E)-11-HYDROXY-9,15-DIOXOPROSTA-5,13-DIEN-1-OIC ACID,2'-Monophosphoadenosine 5'-Diphosphoribose,para-Coumaric AcidT=0, C=40 T=0.0, C=1.0 0.00001 644.278 40 T=0/0, C=20/20

chr3:39229900 C/C T C SNV XIRP1 XIRP1:exonic:NM_194293.3 1 100 2 missense NM_194293.3c.1037A>G p.Gln346Arg 1.56 43 Xin repeat rs6805248 0 1.0;0.0 (pos.39229900) RNA binding,actin binding,actin cytoskeleton organization,filamentous actin,focal adhesion,heart development,negative regulation of protein binding,protein binding,stress fiberT=0, C=32 T=0.0, C=1.0 0.00001 484.786 32 T=0/0, C=15/17

chr2:168099738 T/C T C SNV XIRP2 XIRP2:exonic:NM_152381.5 1 57.58 9 synonymous NM_152381.5c.1836T>C p.(=) 0.33 0.53(COSM4001303),0.75(COSM3757734)Xin repeat rs10497323 0.1568 YES 3.069E-1 (pos.168099738)acute_myeloid_leukaemia,adenocarcinoma,carcinoma,ductal_carcinomaCardiomyopathy-associated protein 3Z disc,actin binding,actin cytoskeleton organization,alpha-actinin binding,biological_process,cardiac muscle tissue morphogenesis,cell-cell junction organization,filamentous actin,focal adhesion,heart development,stress fiber,ventricular septum developmentCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Dermatitis;Dermatitis, Atopic;Genetic Diseases, Inborn;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Skin Diseases;Skin Diseases, Eczematous;Skin Diseases, Genetic;Skin and Connective Tissue DiseasesT=14, C=19 T=0.4242, C=0.5758 0.00001 204.39 33 T=7/7, C=8/11

chr22:17264565 G/T G T SNV XKR3 XKR3:exonic:NM_175878.4 1 50 4 missense NM_175878.4c.1324C>A p.His442Asn -0.21 0.13 68 0.898 XK-related proteinrs5748622 YES X Kell blood group precursor-related family, member 3integral component of membrane,plasma membrane G=14, T=14 G=0.5, T=0.5 0.00001 131.941 28 G=11/3, T=3/11

chr8:6673377 C/C CA C INDEL XKR5 XKR5:splicesite_3:NM_207411.4 1 100 7 splicesite NM_207411.4 -1.0, 0.0 XK-related proteinrs11338621,rs200192065,rs753780431,rs757374970,rs782536688,rs868939835YES  (pos.6673376), (pos.6673378),1.0 (pos.6673377)astrocytoma_Grade_IV,osteosarcoma,squamous_cell_carcinomaintegral component of membrane CA=0, C=29 CA=0.0, C=1.0 0.00001 430.649 29 CA=0/0, C=13/16

chr9:100459578 C/C T C SNV XPA XPA:utr_5:NM_000380.3 1 100 1 utr_5 NM_000380.3c.-4A>G p.? -0.18 XPA protein C-terminus,XPA protein N-terminalrs1800975,rs747448406 0.2902 YES 4.981E-1;0.0;1.243E-4 (pos.100459578) XPA complementing geneDNA repair,DNA replication factor A complex,UV protection,UV-damage excision repair,base-excision repair,cytoplasm,damaged DNA binding,global genome nucleotide-excision repair,intercellular bridge,intrinsic apoptotic signaling pathway in response to DNA damage,metal ion binding,multicellular organism growth,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair factor 1 complex,nucleotide-excision repair involved in interstrand cross-link repair,nucleotide-excision repair, DNA damage recognition,nucleotide-excision repair, DNA duplex unwinding,nucleotide-excision repair, DNA incision,nucleotide-excision repair, DNA incision, 3'-to lesion,nucleotide-excision repair, DNA incision, 5'-to lesion,nucleotide-excision repair, preincision complex assembly,nucleotide-excision repair, preincision complex stabilization,nucleus,protein binding,protein domain specific binding,protein homodimerization activity,protein localization to nucleus,response to auditory stimulus,response to oxidative stress,response to Carcinoma;Carcinoma, Basal Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Digestive System Diseases;Digestive System Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Intestinal Diseases;Intestinal Neoplasms;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Basal Cell;Neoplasms, Glandular and Epithelial;Nutritional and Metabolic Diseases;Photosensitivity Disorders;Pigmentation Disorders;Precancerous Conditions;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin Neoplasms;Skin and Connective Tissue Diseases;Xeroderma PigmentosumBenign T=0, C=33 T=0.0, C=1.0 0.00001 504.574 33 T=0/0, C=14/19

chr9:114480602 A/A C A SNV C9orf84 C9orf84:intronic:NM_173521.4 1 100 intronic NM_173521.4c.1940-34G>Tp.? -1.21 rs2418174 0.4679 YES 8.749E-1 (pos.114480602) C=0, A=43 C=0.0, A=1.0 0.00001 705.842 43 C=0/0, A=23/20

chr9:114489887 T/T C T SNV C9orf84 C9orf84:intronic:NM_173521.4 1 100 intronic NM_173521.4c.1642+26G>Ap.? -0.43 rs953536 0.467 YES 8.745E-1 (pos.114489887) C=0, T=21 C=0.0, T=1.0 0.00001 281.235 21 C=0/0, T=11/10

chr3:14197987 T/T A T SNV XPC XPC:exonic:NM_004628.4 1 100 10 synonymous NM_004628.4c.1881T>A p.(=) -2.39 0.02(COSM4595320)Rad4 beta-hairpin domain 1,Rad4 beta-hairpin domain 2,Rad4 beta-hairpin domain 3,Rad4 transglutaminase-like domainrs2958057 YES 1.0 (pos.14197987) squamous_cell_carcinomaXPC gene DNA repair,UV-damage excision repair,XPC complex,bubble DNA binding,cytoplasm,damaged DNA binding,extracellular exosome,global genome nucleotide-excision repair,heteroduplex DNA loop binding,intra-S DNA damage checkpoint,intracellular membrane-bounded organelle,mismatch repair,mitochondrion,nucleolus,nucleoplasm,nucleotide-excision repair,nucleotide-excision repair factor 2 complex,nucleotide-excision repair, DNA damage recognition,nucleotide-excision repair, DNA duplex unwinding,nucleotide-excision repair, preincision complex assembly,nucleus,plasma membrane,protein binding,regulation of mitotic cell cycle phase transition,response to UV-B,response to auditory stimulus,response to drug,single-stranded DNA bindingAdenocarcinoma;Amino Acid Metabolism, Inborn Errors;Autistic Disorder;Carcinoma;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Genetic Diseases, Inborn;Lung Diseases;Lung Neoplasms;Mental Disorders;Metabolic Diseases;Metabolism, Inborn Errors;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neurodevelopmental Disorders;Nutritional and Metabolic Diseases;Photosensitivity Disorders;Pigmentation Disorders;Precancerous Conditions;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Thoracic Neoplasms;Xeroderma PigmentosumBenign A=0, T=44 A=0.0, T=1.0 0.00001 722.57 44 A=0/0, T=20/24

chr9:114989616 G/G A G SNV PTBP3 PTBP3:intronic:NM_001163790.2 1 100 intronic NM_001163790.2c.1457+75T>Cp.? -0.69 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs6477900 YES RNA binding,RNA splicing,anatomical structure morphogenesis,erythrocyte maturation,mRNA processing,negative regulation of RNA splicing,nucleus,regulation of cell differentiationA=0, G=34 A=0.0, G=1.0 0.00001 524.121 34 A=0/0, G=12/22

chr9:115060205 G/G C G SNV PTBP3 PTBP3:intronic:NM_001163790.2 1 100 intronic NM_001163790.2c.43-9G>C p.? -0.09 0.16(COSM6350439),0.16(COSM6350440)RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs10981348 0.323 YES 3.747E-1 (pos.115060205)carcinoma RNA binding,RNA splicing,anatomical structure morphogenesis,erythrocyte maturation,mRNA processing,negative regulation of RNA splicing,nucleus,regulation of cell differentiationC=0, G=301 C=0.0, G=1.0 0.00001 4934.42 301 C=0/0, G=149/152

chr9:115092624 A/A T A SNV PTBP3 PTBP3:intronic:NM_001163790.2 1 100 intronic NM_001163790.2c.42+97A>Tp.? 2.08 RNA recognition motif. (a.k.a. RRM, RBD, or RNP domain)rs2900539 YES RNA binding,RNA splicing,anatomical structure morphogenesis,erythrocyte maturation,mRNA processing,negative regulation of RNA splicing,nucleus,regulation of cell differentiationT=0, A=34 T=0.0, A=1.0 0.00001 524.186 34 T=0/0, A=14/20

chr9:115142507 G/G A G SNV HSDL2 HSDL2:intronic:NM_032303.4 1 100 intronic NM_032303.4c.17+47A>Gp.? 0.29 Enoyl-(Acyl carrier protein) reductase,SCP-2 sterol transfer family,short chain dehydrogenasers7867831 3.00E-04 1.0 (pos.115142507) biological_process,membrane,mitochondrion,molecular_function,oxidation-reduction process,oxidoreductase activity,peroxisomeDigestive System Diseases;Digestive System Neoplasms;Liver Diseases;Liver Neoplasms;Neoplasms;Neoplasms by SiteA=0, G=91 A=0.0, G=1.0 0.00001 1503.27 91 A=0/0, G=54/37

chr9:115567018 TGT/TGT T TGT INDEL SNX30 SNX30:intronic:NM_001012994.1 2 100 intronic NM_001012994.1c.157-38T>TGTp.? 1.33 BAR domain,PX domain endocytosis,endosome,extrinsic component of membrane,phosphatidylinositol binding,protein binding,protein transport,vesicle organizationEar Diseases;Hearing Disorders;Hearing Loss;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Sensation DisordersT=0, TGT=39T=0.0, TGT=1.0 0.00001 600.444 39 T=0/0, TGT=16/23

chr19:44047826 T/A T A SNV XRCC1 XRCC1:exonic:NM_006297.2 1 97.3 16 missense NM_006297.2c.1726A>T p.Asn576Tyr 5.78 1 143 0 BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,XRCC1 N terminal domain,twin BRCT domainrs2682557,rs386809580,rs753162451,rs7656570951.00E-04 0.0 (pos.44047824),0.0;0.0 (pos.44047816),1.0 (pos.44047826)X-ray-repair, complementing defective, repair in Chinese hamster cells-13' overhang single-stranded DNA endodeoxyribonuclease activity,DNA ligase activity,ERCC4-ERCC1 complex,base-excision repair,base-excision repair, DNA ligation,cerebellum morphogenesis,damaged DNA binding,double-strand break repair via homologous recombination,double-strand break repair via nonhomologous end joining,enzyme binding,hippocampus development,negative regulation of protection from non-homologous end joining at telomere,negative regulation of protein ADP-ribosylation,nuclear chromatin,nuclear chromosome, telomeric region,nucleolus,nucleoplasm,nucleotide-excision repair, DNA gap filling,nucleus,oxidized DNA binding,positive regulation of DNA ligase activity,positive regulation of single strand break repair,protein binding,replication-born double-strand break repair via sister chromatid exchange,response to drug,response to hydroperoxide,response to hypoxia,response to organic substance,single strand break repair,telomeric DNA-containing double minutes formation,transcription-coupled nucleotide-excisiAdenoma;Brain Diseases;Breast Diseases;Carcinoma;Carcinoma, Squamous Cell;Cardiovascular Diseases;Central Nervous System Diseases;Digestive System Diseases;Digestive System Neoplasms;Erythema;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mesothelioma;Mouth Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Mesothelial;Neoplasms, Squamous Cell;Nervous System Diseases;Precursor Cell Lymphoblastic Leukemia-Lymphoma;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Stomatitis;Stomatognathic Diseases;T=1, A=36 T=0.027, A=0.973 0.00001 551.778 37 T=0/1, A=17/19

chr9:116356373 C/C G C SNV RGS3 RGS3:intronic:NM_144488.5 1 100 intronic NM_144488.5c.3081-337G>Cp.? 1.5 0.08(COSM455194)C2 domain,PDZ domain (Also known as DHR or GLGF),Regulator of G protein signaling domainrs12350531,rs7776032860.3179 YES 0.0 (pos.116356371),8.713E-1;0.0 (pos.116356373)neoplasm Regulator of G-protein signaling-3GTPase activator activity,cytoplasm,cytosol,inactivation of MAPK activity,nucleoplasm,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of G-protein coupled receptor protein signaling pathwayG=0, C=36 G=0.0, C=1.0 0.00001 563.742 36 G=0/0, C=17/19

chr9:116356516 G/G A G SNV RGS3 RGS3:intronic:NM_144488.5 1 100 intronic NM_144488.5c.3081-194A>Gp.? 0.37 0(COSM4163249)C2 domain,PDZ domain (Also known as DHR or GLGF),Regulator of G protein signaling domainrs12341266 0.1178 YES 1.0 (pos.116356516) neoplasm Regulator of G-protein signaling-3GTPase activator activity,cytoplasm,cytosol,inactivation of MAPK activity,nucleoplasm,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of G-protein coupled receptor protein signaling pathwayA=0, G=23 A=0.0, G=1.0 0.00001 316.638 23 A=0/0, G=9/14

chr9:116356529 G/G C G SNV RGS3 RGS3:intronic:NM_144488.5 1 100 intronic NM_144488.5c.3081-181C>Gp.? 0.72 0(COSM4163250)C2 domain,PDZ domain (Also known as DHR or GLGF),Regulator of G protein signaling domainrs10817493 0.2749 YES 9.929E-1;0.0 (pos.116356529)neoplasm Regulator of G-protein signaling-3GTPase activator activity,cytoplasm,cytosol,inactivation of MAPK activity,nucleoplasm,plasma membrane,positive regulation of GTPase activity,protein binding,regulation of G-protein coupled receptor protein signaling pathwayC=0, G=22 C=0.0, G=1.0 0.00001 298.892 22 C=0/0, G=7/15

chr19:44057227 T/C T C SNV XRCC1 XRCC1:exonic:NM_006297.2 1 45.83 7 synonymous NM_006297.2c.618A>G p.(=) -3.22 0(COSM3756907)BRCA1 C Terminus (BRCT) domain,BRCT domain, a BRCA1 C-terminus domain,XRCC1 N terminal domain,twin BRCT domainrs915927 0.4286 YES 1.491E-1 (pos.44057227) adenocarcinomaX-ray-repair, complementing defective, repair in Chinese hamster cells-13' overhang single-stranded DNA endodeoxyribonuclease activity,DNA ligase activity,ERCC4-ERCC1 complex,base-excision repair,base-excision repair, DNA ligation,cerebellum morphogenesis,damaged DNA binding,double-strand break repair via homologous recombination,double-strand break repair via nonhomologous end joining,enzyme binding,hippocampus development,negative regulation of protection from non-homologous end joining at telomere,negative regulation of protein ADP-ribosylation,nuclear chromatin,nuclear chromosome, telomeric region,nucleolus,nucleoplasm,nucleotide-excision repair, DNA gap filling,nucleus,oxidized DNA binding,positive regulation of DNA ligase activity,positive regulation of single strand break repair,protein binding,replication-born double-strand break repair via sister chromatid exchange,response to drug,response to hydroperoxide,response to hypoxia,response to organic substance,single strand break repair,telomeric DNA-containing double minutes formation,transcription-coupled nucleotide-excisiAdenoma;Brain Diseases;Breast Diseases;Carcinoma;Carcinoma, Squamous Cell;Cardiovascular Diseases;Central Nervous System Diseases;Digestive System Diseases;Digestive System Neoplasms;Erythema;Esophageal Diseases;Esophageal Neoplasms;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Male;Genital Neoplasms, Male;Head and Neck Neoplasms;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Lung Diseases;Lung Neoplasms;Lymphatic Diseases;Lymphoproliferative Disorders;Male Urogenital Diseases;Mesothelioma;Mouth Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Mesothelial;Neoplasms, Squamous Cell;Nervous System Diseases;Precursor Cell Lymphoblastic Leukemia-Lymphoma;Prostatic Diseases;Prostatic Neoplasms;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Skin Diseases;Skin and Connective Tissue Diseases;Stomach Diseases;Stomach Neoplasms;Stomatitis;Stomatognathic Diseases;T=52, C=44 T=0.5417, C=0.4583 0.00001 471.522 96 T=28/24, C=21/23

chr17:48437456 G/G C G SNV XYLT2 XYLT2:exonic:NM_022167.3 1 100 11 missense NM_022167.3c.2402C>G p.Thr801Arg 3.02 0 71 0.025 0.46(COSM1384191)Core-2/I-Branching enzyme,Xylosyltransferase C terminalrs6504649 0.3975 YES 8.388E-2;0.0 (pos.48437456)adenocarcinomaXylosyltransferase 2Golgi membrane,acetylglucosaminyltransferase activity,cellular_component,chondroitin sulfate biosynthetic process,chondroitin sulfate proteoglycan biosynthetic process,endoplasmic reticulum membrane,glycosaminoglycan biosynthetic process,glycosaminoglycan metabolic process,heparan sulfate proteoglycan biosynthetic process,heparin biosynthetic process,integral component of membrane,membrane,protein xylosyltransferase activityBone Diseases;Bone Diseases, Developmental;Cardiovascular Diseases;Cataract;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Lens Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Osteochondrodysplasias;Pseudoxanthoma Elasticum;Retinal Detachment;Retinal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular Diseasesrisk factor C=0, G=26 C=0.0, G=1.0 0.00001 371.335 26 C=0/0, G=12/14

chr9:116858625 G/G T G SNV KIF12 KIF12:intronic:NM_138424.1 1 100 intronic NM_138424.1c.324+42A>Cp.? 0.63 Kinesin motor domainrs6478062 0.3131 YES 6.946E-1 (pos.116858625) Kinesin family member 12ATP binding,ATPase activity,biological_process,cytoplasm,extracellular exosome,kinesin complex,microtubule,microtubule binding,microtubule motor activity,microtubule organizing center,microtubule-based movement,molecular_functionT=0, G=37 T=0.0, G=1.0 0.00001 583.438 37 T=0/0, G=22/15

chr21:47717616 A/A G A SNV YBEY YBEY:utr_3:NM_058181.2 1 100 5 utr_3 NM_058181.2c.572G>A p.? -0.61 Uncharacterized protein family UPF0054rs8651 YES YBEY metallopeptidaseendonuclease activity,metal ion binding,metalloendopeptidase activity,mitochondrion,nucleic acid phosphodiester bond hydrolysis,nucleus,proteolysis,rRNA processingG=0, A=27 G=0.0, A=1.0 0.00001 389.973 27 G=0/0, A=5/22

chr9:117054542 C/T C T SNV COL27A1 COL27A1:intronic:NM_032888.3 1 53.13 intronic NM_032888.3c.4584+52C>Tp.? -0.64 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs751327595,rs7855288 0.3272 YES 0.0 (pos.117054541),3.772E-1 (pos.117054542)Collagen, type XXVII, alpha-1endoplasmic reticulum lumen,extracellular matrix organization,extracellular matrix structural constituent,extracellular region,fibrillar collagen trimer,growth plate cartilage chondrocyte development,metal ion bindingBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Heredodegenerative Disorders, Nervous System;Mental Disorders;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Neurodevelopmental Disorders;Tic Disorders;Tourette SyndromeC=15, T=17 C=0.4688, T=0.5313 0.00001 173.551 32 C=9/6, T=13/4

chr3:183432983 T/T C T SNV YEATS2 YEATS2:exonic:NM_018023.4 1 100 2 synonymous NM_018023.4c.33C>T p.(=) -3.87 0.01(COSM3746616),0.01(COSM3746617)YEATS family rs3736535 0.1602 YES 3.089E-1 (pos.183432983)acute_myeloid_leukaemia,carcinomaYEATS domain-containing protein 2Ada2/Gcn5/Ada3 transcription activator complex,TBP-class protein binding,histone H3 acetylation,histone binding,mitotic spindle,modification-dependent protein binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,protein bindingC=0, T=29 C=0.0, T=1.0 0.00001 427.599 29 C=0/0, T=5/24

chr12:69753595 T/T C T SNV YEATS4 YEATS4:utr_5:NM_006530.3 1 100 1 utr_5 NM_006530.3c.-158C>T p.? -0.07 YEATS family rs622656 YES YEATS domain-containing protein 4DNA binding,DNA binding transcription factor activity,NuA4 histone acetyltransferase complex,cytoskeleton organization,histone H2A acetylation,histone H4 acetylation,mitotic cell cycle,nuclear matrix,nuclear membrane,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,protein C-terminus binding,protein binding,regulation of growth,regulation of transcription, DNA-templated,structural constituent of cytoskeleton,transcription, DNA-templatedCardiovascular Diseases;Embolism and Thrombosis;Liposarcoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Adipose Tissue;Neoplasms, Connective and Soft Tissue;Sarcoma;Thromboembolism;Vascular Diseases;Venous ThromboembolismC=0, T=26 C=0.0, T=1.0 0.00001 371.419 26 C=0/0, T=16/10

chr18:724612 G/G A G SNV YES1 YES1:exonic:NM_005433.3 1 100 12 synonymous NM_005433.3c.1444T>C p.(=) 2.09 Protein kinase domain,Protein tyrosine kinase,SH2 domain,SH3 domain,Variant SH3 domainrs537141 1.00E-04 1.0 (pos.724612) Oncogene YES-1ATP binding,Fc-gamma receptor signaling pathway involved in phagocytosis,Golgi apparatus,T cell costimulation,actin filament,cell differentiation,cell migration,cellular protein modification process,cellular response to platelet-derived growth factor stimulus,cellular response to retinoic acid,cellular response to transforming growth factor beta stimulus,cytosol,enzyme binding,ephrin receptor signaling pathway,epidermal growth factor receptor binding,extracellular exosome,extrinsic component of cytoplasmic side of plasma membrane,focal adhesion,glucose transport,innate immune response,ion channel binding,leukocyte migration,microtubule organizing center,non-membrane spanning protein tyrosine kinase activity,peptidyl-tyrosine autophosphorylation,peptidyl-tyrosine phosphorylation,phosphotyrosine residue binding,plasma membrane,positive regulation of peptidyl-tyrosine phosphorylation,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein tyrosine kinase activity,receptor binAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesDasatinib A=0, G=89 A=0.0, G=1.0 0.00001 1470.39 89 A=0/0, G=44/45

chr14:75279395 A/A T A SNV YLPM1 YLPM1:exonic:NM_019589.2 1 100 11 synonymous NM_019589.2c.5412T>A p.(=) 0.59 0.43(COSM4148247),0.43(COSM4148248)AAA domain rs2302834 0.3016 YES 7.604E-1 (pos.75279395) neoplasm RNA binding,biological_process,cytosol,nuclear speck,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, A=73 T=0.0, A=1.0 0.00001 1150.51 73 T=0/0, A=37/36

chr8:64098729 AG/AG A AG INDEL YTHDF3 YTHDF3:exonic:NM_001277817.1 1 100 4 unknown NM_001277817.1 1.75 YT521-B-like domainrs58419856,rs752129585 0 YES 1.0;0.0 (pos.64098729) N6-methyladenosine-containing RNA binding,RNA binding,cytosol,mRNA destabilization,positive regulation of translation,positive regulation of translational initiation,protein binding,ribosome bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, AG=32 A=0.0, AG=1.0 0.00001 485.141 32 A=0/0, AG=19/13

chr7:100371100 A/A C A SNV ZAN ZAN:exonic:NM_173059.2 1 100 30 missense NM_173059.2c.5618C>A p.Ala1873Glu -0.75 107 C8 domain,MAM domain, meprin/A5/mu,TILa domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs2734880 0.4445 YES 1.648E-1;0.0 (pos.100371100) Zonadhesin binding of sperm to zona pellucida,cell-cell adhesion,integral component of membrane,membrane,plasma membraneC=0, A=51 C=0.0, A=1.0 0.00001 754.567 51 C=0/0, A=18/33

chr7:100371114 T/T C T SNV ZAN ZAN:exonic:NM_173059.2 1 100 30 missense NM_173059.2c.5632C>T p.Pro1878Ser -0.51 74 C8 domain,MAM domain, meprin/A5/mu,TILa domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs314298 0.4444 YES 1.63E-1 (pos.100371114) Zonadhesin binding of sperm to zona pellucida,cell-cell adhesion,integral component of membrane,membrane,plasma membraneC=0, T=50 C=0.0, T=1.0 0.00001 852.748 50 C=0/0, T=17/33

chr7:100385561 G/G GGCTTCAGCTACCGCTTGCAAGGCCGCATGACCTATG INDEL ZAN ZAN:exonic:NM_173059.2 35 100 39 frameshiftDeletion NM_173059.2c.7028_7062delCTTCAGCTACCGCTTGCAAGGCCGCATGACCTATGp.Phe2343fs 0.34, 4.09, -0.06, -0.26, 0.45, -0.73, -0.07, -1.38, 0.01, 1.4, 2.66, 2.11, 0.2, -0.23, 2.91, 5.58, 2.84, 2.21, 1.53, 0.09, 0.08, 6.83, 6.83, 0.05, -0.13, -0.26, -0.48, 0.96, 0.73, 3.48, 6.47, 2.96, 0.48, 5.58, 6.47, 1.10.07(COSM6284615),0.07(COSM6284616),0.07(COSM6284617)C8 domain,MAM domain, meprin/A5/mu,TILa domain,Trypsin Inhibitor like cysteine rich domain,von Willebrand factor type D domainrs1007604387,rs112538235,rs113714278,rs369526619,rs373952854,rs549519838,rs59541653,rs72364644,rs746171713,rs747492723,rs754180316,rs755710647,rs756612615,rs766237000,rs769243614,rs772599987,rs776094724,rs776565434,rs777404654,rs780537198,rs8690555570.458 YES 0.0 (pos.100385559),0.0 (pos.100385567),0.0 (pos.100385568),0.0 (pos.100385573),0.0 (pos.100385575),0.0 (pos.100385582),0.0 (pos.100385586),0.0 (pos.100385595),0.0 (pos.100385596),0.0;0.0 (pos.100385574),1.216E-4 (pos.100385588),1.248E-4 (pos.100385585),3.604E-2;0.0 (pos.100385561),5.358E-2 (pos.100385578)ductal_carcinoma,malignant_melanoma,neoplasm,osteosarcoma,serous_carcinoma,small_cell_carcinoma,squamous_cell_carcinomaZonadhesin binding of sperm to zona pellucida,cell-cell adhesion,integral component of membrane,membrane,plasma membraneGGCTTCAGCTACCGCTTGCAAGGCCGCATGACCTAT=0, G=78GGCTTCAGCTACCGCTTGCAAGGCCGCATGACCTAT=0.0, G=1.00.00001 1249.36 78 GGCTTCAGCTACCGCTTGCAAGGCCGCATGACCTAT=0/0, G=32/46

chr9:117848112 T/T A T SNV TNC TNC:intronic:NM_002160.3 1 100 intronic NM_002160.3c.1867+31T>Ap.? -0.77 EGF-like domain,Fibrinogen beta and gamma chains, C-terminal globular domain,Fibronectin type III domainrs1617917 0.3153 YES 3.053E-1 (pos.117848112) Tenascin C (hexabrachion)basement membrane,bud outgrowth involved in lung branching,cell adhesion,cellular protein metabolic process,cellular response to prostaglandin D stimulus,cellular response to retinoic acid,cellular response to vitamin D,endoplasmic reticulum lumen,extracellular matrix,extracellular matrix organization,extracellular region,extracellular space,focal adhesion,interstitial matrix,membrane,mesenchymal-epithelial cell signaling involved in prostate gland development,negative regulation of cell adhesion,neuromuscular junction development,odontogenesis of dentin-containing tooth,osteoblast differentiation,peripheral nervous system axon regeneration,positive regulation of cell proliferation,positive regulation of gene expression,post-translational protein modification,prostate gland epithelium morphogenesis,regulation of cell proliferation,response to ethanol,response to fibroblast growth factor,response to mechanical stimulus,response to wounding,syndecan binding,wound healingAsthma;Bronchial Diseases;Cardiovascular Diseases;Endometriosis;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Heart Diseases;Hypersensitivity;Hypersensitivity, Immediate;Immune System Diseases;Lung Diseases;Lung Diseases, Obstructive;Lung Injury;Melanoma;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Pleural Diseases;Respiratory Hypersensitivity;Respiratory Tract Diseases;Varicose Veins;Vascular DiseasesA=0, T=103 A=0.0, T=1.0 0.00001 1609.52 103 A=0/0, T=52/51

chr3:167077691 A/A T A SNV ZBBX ZBBX:exonic:NM_001199201.1 1 100 8 synonymous NM_001199201.1c.399A>T p.(=) -0.24 B-box zinc fingerrs4257551 0.0054 1.0 (pos.167077691) T=0, A=96 T=0.0, A=1.0 0.00001 1618.01 96 T=0/0, A=56/40

chr22:50277835 C/C T C SNV ZBED4 ZBED4:exonic:NM_014838.2 1 100 2 synonymous NM_014838.2c.525T>C p.(=) -0.95 BED zinc finger,hAT family C-terminal dimerisation regionrs910796 0.1024 YES 9.657E-1 (pos.50277835) Zinc finger BED domain-containing protein 4DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,cytoplasm,metal ion binding,nucleoplasm,nucleus,protein binding,protein dimerization activity,regulation of transcription from RNA polymerase II promoterAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesT=0, C=66 T=0.0, C=1.0 0.00001 1015.4 66 T=0/0, C=46/20

chr9:119448979 C/T C T SNV

ASTN2,TRIM

32 ASTN2:intronic:NM_014010.4, TRIM32:upstream:NM_001099679.1 1
58.33

intronic NM_014010.4, NM_001099679.1c.2654-34907G>A, c.-11043C>Tp.?, p.? 0.36 0.16(COSM3763582)Coagulation Factor Xa inhibitory site,MAC/Perforin domainrs10983304 YES 0.0 (pos.119448979) adenocarcinomaAstrotactin 2,Tripartite-motif-containing protein 32RNA binding,Tat protein binding,actin ubiquitination,axon development,calcium ion binding,cell cortex,cell pole,clathrin-coated vesicle,cytoplasm,cytosol,early endosome,endosome,establishment of body hair planar orientation,fat cell differentiation,identical protein binding,innate immune response,inositol 1,3,4,5 tetrakisphosphate binding,integral component of membrane,intracellular,late endosome,muscle cell cellular homeostasis,myosin binding,negative regulation of fibroblast proliferation,negative regulation of intrinsic apoptotic signaling pathway in response to DNA damage,negative regulation of protein localization to cell surface,negative regulation of viral release from host cell,negative regulation of viral transcription,nucleus,perikaryon,positive regulation of DNA binding transcription factor activity,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of NF-kappaB transcription factor activity,positive regulation of cell cycle,positive regulation of cell growth,positive reAbnormalities, Multiple;Amphetamine-Related Disorders;Attention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Autistic Disorder;Bardet-Biedl Syndrome;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Headache Disorders;Headache Disorders, Primary;Hypothalamic Diseases;Mental Disorders;Migraine Disorders;Migraine without Aura;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Nervous System Diseases;Neurodevelopmental Disorders;Neuromuscular Diseases;Substance-Related DisordersC=15, T=21 C=0.4167, T=0.5833 0.00001 234.325 36 C=13/2, T=15/6

chr22:50277883 G/G A G SNV ZBED4 ZBED4:exonic:NM_014838.2 1 100 2 synonymous NM_014838.2c.573A>G p.(=) -2.56 BED zinc finger,hAT family C-terminal dimerisation regionrs910797 0.1024 YES 9.657E-1 (pos.50277883) Zinc finger BED domain-containing protein 4DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,cytoplasm,metal ion binding,nucleoplasm,nucleus,protein binding,protein dimerization activity,regulation of transcription from RNA polymerase II promoterAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, G=86 A=0.0, G=1.0 0.00001 1410.83 86 A=0/0, G=48/38

chr9:119977051 G/T G T SNV ASTN2 ASTN2:intronic:NM_014010.4 1 50 intronic NM_014010.4c.631-30C>Ap.? 0.87 Coagulation Factor Xa inhibitory site,MAC/Perforin domainrs7856971 0.3361 YES 4.095E-1 (pos.119977051) Astrotactin 2calcium ion binding,cell cortex,cell pole,clathrin-coated vesicle,early endosome,endosome,establishment of body hair planar orientation,inositol 1,3,4,5 tetrakisphosphate binding,integral component of membrane,late endosome,negative regulation of protein localization to cell surface,perikaryon,protein transportAmphetamine-Related Disorders;Attention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Autistic Disorder;Brain Diseases;Central Nervous System Diseases;Child Development Disorders, Pervasive;Headache Disorders;Headache Disorders, Primary;Mental Disorders;Migraine Disorders;Migraine without Aura;Nervous System Diseases;Neurodevelopmental Disorders;Substance-Related DisordersG=40, T=40 G=0.5, T=0.5 0.00001 424.157 80 G=25/15, T=23/17

chr20:56186884 C/C T C SNV ZBP1 ZBP1:exonic:NM_030776.2 1 100 6 missense NM_030776.2c.773A>G p.Gln258Arg -1.67 0.6 43 0 Adenosine deaminase z-alpha domain,RIP homotypic interaction motifrs2865394 0.0077 1.0;0.0 (pos.56186884) Insulin-like growth factor 2 mRNA-binding protein 1,Z-DNA binding protein 1 (tumor stroma and activated macrophage protein DLM1)DNA binding,RNA binding,biological_process,cytoplasm,cytosol,double-stranded RNA adenosine deaminase activity,identical protein binding,innate immune response,left-handed Z-DNA binding,nucleus,positive regulation of type I interferon production,protein binding,regulation of type I interferon productionT=0, C=21 T=0.0, C=1.0 0.00001 281.216 21 T=0/0, C=15/6

chr9:123280950 C/C T C SNV CDK5RAP2 CDK5RAP2:intronic:NM_018249.5 1 100 intronic NM_018249.5c.1093-27A>Gp.? -0.34 Centrosomin N-terminal motif 1rs2095064 0.0723 YES 7.418E-1 (pos.123280950) CDK5 regulatory subunit-associated protein 2G2/M transition of mitotic cell cycle,Golgi apparatus,brain development,calmodulin binding,cell junction,centriole replication,centrosome,centrosome cycle,chromosome segregation,ciliary basal body-plasma membrane docking,cytoplasm,cytoskeleton,cytosol,establishment of mitotic spindle orientation,extracellular exosome,integral component of membrane,microtubule,microtubule binding,microtubule bundle formation,microtubule cytoskeleton organization,microtubule organizing center,microtubule organizing center organization,microtubule plus-end,mitotic spindle pole,negative regulation of centriole replication,negative regulation of neuron differentiation,neurogenesis,pericentriolar material,perinuclear region of cytoplasm,positive regulation of transcription, DNA-templated,protein binding,protein kinase binding,regulation of G2/M transition of mitotic cell cycle,regulation of neuron differentiation,regulation of spindle checkpoint,spindle pole,transcription regulatory region DNA binding,tubulin bindingAgenesis of Corpus Callosum;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Immune System Diseases;Joint Diseases;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Microcephaly;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Rheumatic Diseases;Skin and Connective Tissue DiseasesLikely benign T=0, C=121 T=0.0, C=1.0 0.00001 1957.64 121 T=0/0, C=75/46

chr9:123550027 A/A G A SNV FBXW2 FBXW2:intronic:NM_012164.3 1 100 intronic NM_012164.3c.490+20C>Tp.? -0.57 F-box domain,F-box-like,WD domain, G-beta repeatrs7026635 0.2595 YES 5.509E-1 (pos.123550027) F-box and WD40 domain protein 2cellular protein modification process,cytosol,post-translational protein modification,protein binding,protein polyubiquitination,proteolysis,ubiquitin-protein transferase activityG=0, A=26 G=0.0, A=1.0 0.00001 371.292 26 G=0/0, A=17/9

chr9:123632045 G/G A G SNV PHF19 PHF19:intronic:NM_015651.2 1 100 intronic NM_015651.2c.465+78T>Cp.? -2.64 0.01(COSM455269)PHD-finger,Polycomb-like MTF2 factor 2rs1056567 0.3222 YES 5.558E-1 (pos.123632045)adenocarcinoma,osteosarcoma,squamous_cell_carcinomaPHD finger protein 19ESC/E(Z) complex,covalent chromatin modification,metal ion binding,methylated histone binding,negative regulation of gene expression, epigenetic,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,positive regulation of histone H3-K27 methylation,protein binding,regulation of transcription, DNA-templated,stem cell differentiation,stem cell population maintenance,transcription, DNA-templatedArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=0, G=23 A=0.0, G=1.0 0.00001 316.251 23 A=0/0, G=14/9

chr9:123632829 C/C G C SNV PHF19 PHF19:intronic:NM_015651.2 1 100 intronic NM_015651.2c.269-13C>Gp.? -1.25 PHD-finger,Polycomb-like MTF2 factor 2rs4836833 0.3224 YES 5.063E-1;5.818E-4 (pos.123632829) PHD finger protein 19ESC/E(Z) complex,covalent chromatin modification,metal ion binding,methylated histone binding,negative regulation of gene expression, epigenetic,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,positive regulation of histone H3-K27 methylation,protein binding,regulation of transcription, DNA-templated,stem cell differentiation,stem cell population maintenance,transcription, DNA-templatedArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=0, C=26 G=0.0, C=1.0 0.00001 371.335 26 G=0/0, C=13/13

chr9:123888242 T/T G T SNV CNTRL CNTRL:intronic:NM_007018.4 1 100 intronic NM_007018.4c.2025+28G>Tp.? -0.34 Leucine Rich repeats (2 copies),Leucine-rich repeatrs10760150 0.2946 YES 9.63E-1 (pos.123888242) Flemming body,G2/M transition of mitotic cell cycle,cell division,centriolar subdistal appendage,centrosome,ciliary basal body-plasma membrane docking,cytosol,membrane,mitotic cell cycle,peptidyl-tyrosine phosphorylation,protein binding,protein tyrosine kinase activity,regulation of G2/M transition of mitotic cell cycleG=0, T=89 G=0.0, T=1.0 0.00001 1469.7 89 G=0/0, T=44/45

chr9:123908345 A/A G A SNV CNTRL CNTRL:intronic:NM_007018.4 1 100 intronic NM_007018.4c.3311-41G>Ap.? 0.6 Leucine Rich repeats (2 copies),Leucine-rich repeatrs7023214 0.3128 YES 7.861E-1;0.0 (pos.123908345) Flemming body,G2/M transition of mitotic cell cycle,cell division,centriolar subdistal appendage,centrosome,ciliary basal body-plasma membrane docking,cytosol,membrane,mitotic cell cycle,peptidyl-tyrosine phosphorylation,protein binding,protein tyrosine kinase activity,regulation of G2/M transition of mitotic cell cycleG=0, A=42 G=0.0, A=1.0 0.00001 684.371 42 G=0/0, A=21/21

chr9:123929710 G/G A G SNV CNTRL CNTRL:intronic:NM_007018.4 1 100 intronic NM_007018.4c.5656-57A>Gp.? -0.03 Leucine Rich repeats (2 copies),Leucine-rich repeatrs10818513 YES Flemming body,G2/M transition of mitotic cell cycle,cell division,centriolar subdistal appendage,centrosome,ciliary basal body-plasma membrane docking,cytosol,membrane,mitotic cell cycle,peptidyl-tyrosine phosphorylation,protein binding,protein tyrosine kinase activity,regulation of G2/M transition of mitotic cell cycleA=0, G=50 A=0.0, G=1.0 0.00001 852.741 50 A=0/0, G=16/34

chr9:124091135 A/A G A SNV GSN GSN:intronic:NM_000177.4 1 100 intronic NM_000177.4c.1916-34G>Ap.? -0.87 Gelsolin repeatrs306771 0.217 YES 9.909E-1 (pos.124091135) Gelsolin actin binding,actin cap,actin cytoskeleton,actin filament binding,actin filament capping,actin filament polymerization,actin filament reorganization,actin filament severing,actin nucleation,aging,amyloid fibril formation,barbed-end actin filament capping,blood microparticle,calcium ion binding,cellular protein metabolic process,cellular response to cadmium ion,cilium assembly,cortical actin cytoskeleton,cytoplasm,cytosol,extracellular exosome,extracellular matrix disassembly,extracellular region,extracellular space,ficolin-1-rich granule lumen,focal adhesion,hepatocyte apoptotic process,lamellipodium,myelin sheath,myosin II binding,negative regulation of viral entry into host cell,neutrophil degranulation,nucleus,oligodendrocyte development,perinuclear region of cytoplasm,phagocytosis, engulfment,phosphatidylinositol-mediated signaling,plasma membrane,podosome,positive regulation of actin nucleation,positive regulation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,positive reAcute Coronary Syndrome;Adenoma;Amyloidosis;Bone Diseases;Bone Diseases, Metabolic;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Corneal Diseases;Corneal Dystrophies, Hereditary;Digestive System Diseases;Drug-Induced Liver Injury;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Heart Diseases;Liver Diseases;Mesothelioma;Metabolic Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neoplasms, Mesothelial;Nutritional and Metabolic Diseases;Osteoporosis;Proteostasis Deficiencies;Vascular DiseasesLatrunculin A G=0, A=23 G=0.0, A=1.0 0.00001 316.747 23 G=0/0, A=19/4

chr9:125144145 G/G A G SNV PTGS1 PTGS1:intronic:NM_000962.3 1 100 intronic NM_000962.3c.762+119A>Gp.? 0.25 Animal haem peroxidase,EGF-like domainrs1238420 YES Prostaglandin-endoperoxide synthase 1 (prostaglandin G/H synthase and cyclooxygenase)Golgi apparatus,cellular oxidant detoxification,cyclooxygenase pathway,cytoplasm,dioxygenase activity,endoplasmic reticulum membrane,extracellular exosome,heme binding,inflammatory response,intracellular membrane-bounded organelle,lipid metabolic process,metal ion binding,nucleus,organelle membrane,oxidation-reduction process,peroxidase activity,photoreceptor outer segment,prostaglandin biosynthetic process,prostaglandin-endoperoxide synthase activity,regulation of blood pressure,regulation of cell proliferation,response to oxidative stress,xenobiotic metabolic processAdnexal Diseases;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Breast Diseases;Breast Neoplasms;Bronchial Diseases;Bronchial Hyperreactivity;Cardiovascular Diseases;Central Nervous System Diseases;Cysts;Digestive System Diseases;Digestive System Neoplasms;Drug Hypersensitivity;Duodenal Diseases;Dyssomnias;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Glioma;Gonadal Disorders;Head and Neck Neoplasms;Heart Diseases;Heart Failure;Hyperalgesia;Hypersensitivity;Immune System Diseases;Intestinal Diseases;Kidney Diseases;Kidney Failure, Chronic;Male Urogenital Diseases;Mental Disorders;Metabolic Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Autoimmune Di(3-Chloro-4-Propoxy-Phenyl)-Acetic Acid,1-(4-IODOBENZOYL)-5-METHOXY-2-METHYL INDOLE-3-ACETIC ACID,2-(1,1'-Biphenyl-4-Yl)Propanoic Acid,2-1-(4-chlorobenzoyl)-5-methoxy-2-methyl-1H-indol-3-yl-n-(1R)-1-(hydroxymethyl)propylacetamide,2-1-(4-chlorobenzoyl)-5-methoxy-2-methyl-1H-indol-3-yl-n-(1S)-1-(hydroxymethyl)propylacetamide,2-Bromoacetyl Group,Aceclofenac,Acetaminophen,Acetic Acid Salicyloyl-Amino-Ester,Acetylsalicylic acid,Antipyrine,Antrafenine,Arachidonic Acid,Balsalazide,Beta-D-Glucose,Bromfenac,Candesartan,Carprofen,Carvedilol,Chlorpropamide,Choline magnesium trisalicylate,Dapsone,Desmopressin,Dexibuprofen,Diazepam,Diclofenac,Diethylcarbamazine,Diflunisal,Dihomo-gamma-linolenic acid,Diphenhydramine,Dronabinol,Eletriptan,Eszopiclone,Etodolac,Etoposide,Fenoprofen,Flufenamic Acid,Flurbiprofen,Flurbiprofen Methyl Ester,Hexobarbital,Hydromorphone,Hyperforin,Ibuprofen,Icosapent,Ifosfamide,Imatinib,Indomethacin,Irbesartan,Ketamine,Ketobemidone,Ketoprofen,Ketorolac,Lornoxicam,Lumiracoxib,Magnesium salicylate,MeclA=0, G=37 A=0.0, G=1.0 0.00001 583.541 37 A=0/0, G=13/24

chr1:22835677 G/G A G SNV ZBTB40 ZBTB40:exonic:NM_014870.3 1 100 9 missense NM_014870.3c.1784A>G p.Tyr595Cys 0.22 0.27 194 0 0.03(COSM3746832)BTB/POZ domain,Zinc finger, C2H2 type,Zinc-finger of C2H2 type,zinc-finger of a C2HC-typers209729 0.2808 YES 8.982E-1 (pos.22835677) diffuse_large_B_cell_lymphoma,hepatocellular_carcinoma,neoplasmZinc finger- and BTB domain-containing protein 40DNA binding,bone mineralization,cellular response to DNA damage stimulus,metal ion binding,molecular_function,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsA=0, G=20 A=0.0, G=1.0 0.00001 263.786 20 A=0/0, G=15/5

chr9:37441808 G/G A G SNV ZBTB5 ZBTB5:exonic:NM_014872.2 1 100 2 synonymous NM_014872.2c.741T>C p.(=) -0.44 BTB/POZ domain,Zinc finger, C2H2 typers309450 0 1.0 (pos.37441808) Zinc finger- and BTB domain-containing protein 5RNA polymerase II regulatory region sequence-specific DNA binding,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,nucleus,protein binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific bindingA=0, G=35 A=0.0, G=1.0 0.00001 543.903 35 A=0/0, G=12/23

chr9:125673051 G/G T G SNV ZBTB6 ZBTB6:utr_3:NM_006626.5 1 100 2 utr_3 NM_006626.5c.1301A>C p.? -0.16 BTB/POZ domain,C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers1147321 0.1434 YES 3.358E-1;0.0 (pos.125673051) DNA binding,metal ion binding,mitochondrion,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, G=37 T=0.0, G=1.0 0.00001 576.062 37 T=0/0, G=21/16

chr1:33065947 C/C G C SNV ZBTB8A ZBTB8A:exonic:NM_001040441.2 1 100 5 missense NM_001040441.2c.1253G>C p.Gly418Ala 3.23 1 60 0 BTB/POZ domain,C2H2-type zinc finger,Domain of unknown function (DUF3342),Zinc finger, C2H2 typers704886 1.00E-04 1.0 (pos.33065947) DNA binding,biological_process,cellular_component,metal ion binding,molecular_function,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, C=37 G=0.0, C=1.0 0.00001 583.706 37 G=0/0, C=16/21

chr6:33422976 G/G T G SNV ZBTB9 ZBTB9:exonic:NM_152735.3 1 100 2 synonymous NM_152735.3c.99T>G p.(=) -0.17 BTB/POZ domain,Zinc finger, C2H2 type,zinc-finger of a C2HC-typers3119025 0.0765 YES 9.95E-1 (pos.33422976) DNA binding,metal ion binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, G=21 T=0.0, G=1.0 0.00001 281.235 21 T=0/0, G=5/16

chr9:125760863 C/C T C SNV RABGAP1 RABGAP1:intronic:NM_012197.3 1 100 intronic NM_012197.3c.1205-13T>Cp.? 0.26 Kinesin protein,Phosphotyrosine interaction domain (PTB/PID),Rab-GTPase-TBC domainrs587364,rs760528729 0.1367 YES 0.0 (pos.125760862),2.911E-1 (pos.125760863)RAB GTPase-activating protein 1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,GTPase activator activity,Rab GTPase binding,activation of GTPase activity,cell cycle,centrosome,cytosol,endomembrane system,integral component of membrane,intracellular protein transport,microtubule associated complex,protein binding,regulation of GTPase activity,regulation of cilium assembly,regulation of vesicle fusion,tubulin bindingT=0, C=46 T=0.0, C=1.0 0.00001 760.466 46 T=0/0, C=30/16

chr9:125861695 C/C T C SNV RABGAP1 RABGAP1:intronic:NM_012197.3 1 100 intronic NM_012197.3c.2818-62T>Cp.? -2.73 Kinesin protein,Phosphotyrosine interaction domain (PTB/PID),Rab-GTPase-TBC domainrs700080 0.1285 YES RAB GTPase-activating protein 1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,GTPase activator activity,Rab GTPase binding,activation of GTPase activity,cell cycle,centrosome,cytosol,endomembrane system,integral component of membrane,intracellular protein transport,microtubule associated complex,protein binding,regulation of GTPase activity,regulation of cilium assembly,regulation of vesicle fusion,tubulin bindingT=0, C=106 T=0.0, C=1.0 0.00001 1662.75 106 T=0/0, C=68/38

chr9:125861888 G/G A G SNV RABGAP1 RABGAP1:intronic:NM_012197.3 1 100 intronic NM_012197.3c.2889+60A>Gp.? -0.09 Kinesin protein,Phosphotyrosine interaction domain (PTB/PID),Rab-GTPase-TBC domainrs700081 0.1263 YES RAB GTPase-activating protein 1G-protein coupled receptor activity,G-protein coupled receptor signaling pathway,GTPase activator activity,Rab GTPase binding,activation of GTPase activity,cell cycle,centrosome,cytosol,endomembrane system,integral component of membrane,intracellular protein transport,microtubule associated complex,protein binding,regulation of GTPase activity,regulation of cilium assembly,regulation of vesicle fusion,tubulin bindingA=0, G=104 A=0.0, G=1.0 0.00001 1626.75 104 A=0/0, G=64/40

chr8:79610710 G/G A G SNV ZC2HC1A ZC2HC1A:exonic:NM_016010.2 1 100 7 synonymous NM_016010.2c.666A>G p.(=) 0.37 0.8(COSM1569545)zinc-finger of a C2HC-typers1054283 0.2655 YES 9.144E-1 (pos.79610710) neoplasm metal ion binding,protein binding A=0, G=109 A=0.0, G=1.0 0.00001 1718.92 109 A=0/0, G=71/38

chr1:203787700 C/C T C SNV ZC3H11A ZC3H11A:exonic:NM_014827.5 1 100 6 synonymous NM_014827.5c.57T>C p.(=) -0.2 RNA-binding, Nab2-type zinc finger,Zinc-finger containing familyrs4951260 8.00E-04 1.0 (pos.203787700) Zinc finger CCCH domain-containing protein 11ARNA binding,RNA export from nucleus,mRNA 3'-end processing,mRNA export from nucleus,metal ion binding,nucleoplasm,poly(A)+ mRNA export from nucleus,protein binding,termination of RNA polymerase II transcription,transcription export complexBreast Diseases;Breast Neoplasms;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesT=0, C=101 T=0.0, C=1.0 0.00001 1579.75 101 T=0/0, C=42/59

chr9:126794648 G/A G A SNV LHX2 LHX2:intronic:NM_004789.3 1 46.43 intronic NM_004789.3c.934-51G>Ap.? -1.71 Homeobox KN domain,Homeobox domain,LIM domainrs10986179,rs3864161820.3336 YES 9.516E-2;0.0 (pos.126794648) LIM/homeodomain protein LHX2DNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,axon extension,axon guidance,cerebral cortex development,chromatin binding,dorsal/ventral pattern formation,hair follicle development,maintenance of epithelial cell apical/basal polarity,mesoderm development,metal ion binding,negative regulation of transcription regulatory region DNA binding,neural tube closure,nucleus,olfactory bulb development,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,regulation of transcription, DNA-templated,retina development in camera-type eye,sequence-specific DNA binding,telencephalon regionalization,transcription factor activity, RNA polymerase II transcription factor binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesG=15, A=13 G=0.5357, A=0.4643 0.00001 114.441 28 G=11/4, A=4/9

chr13:46549722 C/C CT C INDEL ZC3H13 ZC3H13:exonic:NM_015070.5 1 100 12 frameshiftDeletion NM_015070.5c.2163delAp.Glu722fs 5.7, 0.01 Zinc finger C-x8-C-x5-C-x3-H type (and similar)rs1007101582 Zinc finger CCCH domain-containing protein 13RNA binding,metal ion binding,nuclear speck,nucleoplasm,protein bindingCT=0, C=62 CT=0.0, C=1.0 0.00001 796.296 62 CT=0/0, C=57/5

chr7:138732457 A/A G A SNV ZC3HAV1 ZC3HAV1:exonic:NM_020119.3 1 100 13 synonymous NM_020119.3c.2592C>T p.(=) 0.01 0.14(COSM3762418),0.48(COSM295865)Poly(ADP-ribose) polymerase catalytic domain,WWE domainrs3735008 0.4988 YES 3.114E-1 (pos.138732457)acute_myeloid_leukaemia,adenocarcinoma,diffuse_large_B_cell_lymphomaZinc finger CCCH domain-containing antiviral protein 1NAD+ ADP-ribosyltransferase activity,NAD+ binding,RNA binding,cadherin binding,cytoplasm,cytosol,defense response to virus,innate immune response,metal ion binding,negative regulation of viral genome replication,nucleus,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of RIG-I signaling pathway,positive regulation of interferon-alpha production,positive regulation of interferon-beta production,positive regulation of mRNA catabolic process,protein binding,protein poly-ADP-ribosylation,response to virusG=0, A=22 G=0.0, A=1.0 0.00001 290.981 22 G=0/0, A=13/9

chr9:127637215 G/G T G SNV ARPC5L ARPC5L:intronic:NM_030978.2 1 100 intronic NM_030978.2c.223-39T>Gp.? -1.46 ARP2/3 complex 16 kDa subunit (p16-Arc)rs581558 0.0047 YES 8.069E-1 (pos.127637215) Arp2/3 complex-mediated actin nucleation,Arp2/3 protein complex,actin filament binding,biological_process,cell migration,cytoplasm,extracellular exosome,focal adhesion,molecular_function,protein bindingT=0, G=39 T=0.0, G=1.0 0.00001 623.98 39 T=0/0, G=19/20

chr9:127644882 A/A G A SNV GOLGA1 GOLGA1:intronic:NM_002077.3 1 100 intronic NM_002077.3c.1906-34C>Tp.? -1.27 GRIP domain rs596231 5.00E-04 1.0 (pos.127644882) Golgi autoantigen, golgin subfamily A, 1Golgi apparatus,Golgi cisterna membrane,cytosol,perinuclear region of cytoplasm,protein binding,trans-Golgi networkG=0, A=60 G=0.0, A=1.0 0.00001 903.531 60 G=0/0, A=25/35

chr7:138732497 A/A G A SNV ZC3HAV1 ZC3HAV1:exonic:NM_020119.3 1 100 13 missense NM_020119.3c.2552C>T p.Thr851Ile -0.37 0.94 89 0 0.01(COSM3762419)Poly(ADP-ribose) polymerase catalytic domain,WWE domainrs3735007 0.4814 YES 3.506E-1 (pos.138732497)acute_myeloid_leukaemia,adenocarcinomaZinc finger CCCH domain-containing antiviral protein 1NAD+ ADP-ribosyltransferase activity,NAD+ binding,RNA binding,cadherin binding,cytoplasm,cytosol,defense response to virus,innate immune response,metal ion binding,negative regulation of viral genome replication,nucleus,positive regulation of I-kappaB kinase/NF-kappaB signaling,positive regulation of RIG-I signaling pathway,positive regulation of interferon-alpha production,positive regulation of interferon-beta production,positive regulation of mRNA catabolic process,protein binding,protein poly-ADP-ribosylation,response to virusG=0, A=21 G=0.0, A=1.0 0.00001 281.23 21 G=0/0, A=12/9

chr9:129158002 G/A G A SNV MVB12B MVB12B:intronic:NM_033446.2 1 50 intronic NM_033446.2c.662+26G>Ap.? -0.16 Multivesicular body subunit 12rs722538 0.3172 YES 1.067E-1 (pos.129158002) ESCRT I complex,cytosol,early endosome,endosomal transport,endosome membrane,extracellular exosome,host cell,intracellular transport of virus,late endosome,late endosome membrane,lipid binding,nucleus,plasma membrane,positive regulation of viral process,protein binding,protein transport,regulation of epidermal growth factor receptor signaling pathway,ubiquitin binding,ubiquitin-dependent protein catabolic process via the multivesicular body sorting pathway,vesicle,viral life cycle,virus maturationNutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionG=27, A=27 G=0.5, A=0.5 0.00001 262.866 54 G=18/9, A=16/11

chr16:87446053 A/A G A SNV ZCCHC14 ZCCHC14:exonic:NM_015144.2 1 100 12 synonymous NM_015144.2c.1863C>T p.(=) -2.33 0.03(COSM329616)Zinc knuckle rs2042395 0.2445 YES 3.027E-1 (pos.87446053) acute_myeloid_leukaemia,plasma_cell_myelomanucleic acid binding,phosphatidylinositol binding,zinc ion bindingG=0, A=58 G=0.0, A=1.0 0.00001 867.384 58 G=0/0, A=26/32

chr3:28520417 A/A T A SNV ZCWPW2 ZCWPW2:exonic:NM_001040432.3 1 100 5 missense NM_001040432.3c.605T>A p.Leu202Gln -0.56 1 113 0 0(COSM5021379)CW-type Zinc Finger,PWWP domainrs1563656 0.4255 YES 6.247E-1 (pos.28520417) osteosarcoma zinc ion binding T=0, A=21 T=0.0, A=1.0 0.00001 281.235 21 T=0/0, A=5/16

chr9:130652800 A/A G A SNV

ST6GALNAC

6 ST6GALNAC6:intronic:NM_013443.4 1
100

intronic NM_013443.4c.704+116C>Tp.? -0.06 Glycosyltransferase family 29 (sialyltransferase)rs2281897 YES ST6 alpha-N-acetyl-neuraminyl-2,3-beta-galactosyl-1, 3-N-acetylgalactosaminide alpha-2,6-sialyltransferase 6Golgi membrane,alpha-N-acetylgalactosaminide alpha-2,6-sialyltransferase activity,cell-cell recognition,cytoplasm,ganglioside biosynthetic process,glycoprotein metabolic process,glycosphingolipid metabolic process,glycosylceramide metabolic process,integral component of membrane,oligosaccharide biosynthetic process,oligosaccharide metabolic process,plasma membrane,protein N-linked glycosylation via asparagine,protein glycosylation,sialylation,sialyltransferase activityG=0, A=25 G=0.0, A=1.0 0.00001 353.019 25 G=0/0, A=17/8

chr9:130670903 A/A C A SNV

ST6GALNAC

4 ST6GALNAC4:intronic:NM_175039.3 1
100

intronic NM_175039.3c.720-43G>Tp.? -1.63 Glycosyltransferase family 29 (sialyltransferase)rs10760511 0.0015 YES 9.942E-1 (pos.130670903) (alpha-N-acetylneuraminyl-2,3-beta-galactosyl-1,3)-N-acetyl-galactosaminide 6-alpha-sialyltransferase activity,Golgi membrane,O-glycan processing,alpha-N-acetylgalactosaminide alpha-2,6-sialyltransferase activity,glycolipid metabolic process,integral component of membrane,oligosaccharide metabolic process,protein N-linked glycosylation via asparagine,protein glycosylation,sialylation,sialyltransferase activityC=0, A=51 C=0.0, A=1.0 0.00001 754.577 51 C=0/0, A=34/17

chr2:207169731 A/A G A SNV ZDBF2 ZDBF2:exonic:NM_020923.2 1 100 5 missense NM_020923.2c.479G>A p.Arg160Lys 1.26 1 26 0 DBF zinc fingerrs10932150 0.4512 YES 1.794E-1 (pos.207169731) Zinc finger DBF domain-containing protein 2nucleic acid binding,zinc ion bindingBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsG=0, A=36 G=0.0, A=1.0 0.00001 542.037 36 G=0/0, A=6/30

chr2:207174316 C/C T C SNV ZDBF2 ZDBF2:exonic:NM_020923.2 1 100 5 synonymous NM_020923.2c.5064T>C p.(=) -0.76 DBF zinc fingerrs3732084 0.395 YES 3.288E-1 (pos.207174316) Zinc finger DBF domain-containing protein 2nucleic acid binding,zinc ion bindingBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=9/12

chr2:207173288 A/G A G SNV ZDBF2 ZDBF2:exonic:NM_020923.2 1 54.46 5 missense NM_020923.2c.4036A>G p.Ile1346Val -0.96 0.51 29 0 DBF zinc fingerrs367704091 2.00E-04 0.0 (pos.207173288) Zinc finger DBF domain-containing protein 2nucleic acid binding,zinc ion bindingBronchial Neoplasms;Carcinoma, Bronchogenic;Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Small Cell Lung Carcinoma;Thoracic NeoplasmsA=46, G=55 A=0.4554, G=0.5446 0.00001 591.632 101 A=23/23, G=22/33

chr11:19192006 C/G C G SNV ZDHHC13 ZDHHC13:exonic:NM_019028.2 1 46.58 15 missense NM_019028.2c.1523C>G p.Thr508Ser 3.6 0.39 58 0.752 0.92(COSM5771867),0.92(COSM5771868)Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),DHHC palmitoyltransferasers374897174 3.00E-04 0.0 (pos.19192006) ductal_carcinomaZinc finger DHHC domain-containing protein 13Golgi membrane,Golgi-associated vesicle membrane,cytoplasmic vesicle membrane,endoplasmic reticulum,integral component of membrane,magnesium ion transmembrane transport,magnesium ion transmembrane transporter activity,membrane,palmitoyltransferase activity,positive regulation of I-kappaB kinase/NF-kappaB signaling,protein-cysteine S-palmitoyltransferase activity,signal transducer activity,signal transductionAlopecia;Amyloidosis;Bone Diseases;Bone Diseases, Metabolic;Hair Diseases;Hypotrichosis;Metabolic Diseases;Musculoskeletal Diseases;Nutritional and Metabolic Diseases;Osteoporosis;Proteostasis Deficiencies;Skin Diseases;Skin and Connective Tissue DiseasesC=86, G=75 C=0.5342, G=0.4658 0.00001 758.075 161 C=57/29, G=61/14

chr9:130861039 G/G A G SNV SLC25A25 SLC25A25:intronic:NM_001006641.3 1 100 intronic NM_001006641.3c.262-2336A>Gp.? -4.42 EF hand,EF-hand domain pair,Mitochondrial carrier proteinrs947623 0.0072 YES 9.987E-1 (pos.130861039) ADP transmembrane transporter activity,ADP transport,ATP metabolic process,ATP transmembrane transporter activity,ATP transport,adipose tissue development,calcium ion binding,calcium ion transmembrane transport,camera-type eye development,cellular respiration,extracellular exosome,integral component of membrane,mitochondrial inner membrane,mitochondrial transport,multicellular organism growth,response to activity,response to dietary excess,response to food,transmembrane transportA=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=11/15

chr6:157963743 A/A G A SNV ZDHHC14 ZDHHC14:exonic:NM_024630.2 1 100 2 synonymous NM_024630.2c.372G>A p.(=) -2.36 0.11(COSM4160324)DHHC palmitoyltransferasers2365611 0.3921 YES 3.765E-1 (pos.157963743)acute_myeloid_leukaemia,neoplasmendoplasmic reticulum,integral component of membrane,palmitoyltransferase activity,protein palmitoylation,protein-cysteine S-palmitoyltransferase activityG=0, A=76 G=0.0, A=1.0 0.00001 1209.52 76 G=0/0, A=26/50

chr9:130914434 G/G A G SNV LCN2 LCN2:intronic:NM_005564.4 1 100 intronic NM_005564.4c.476-28A>Gp.? -0.19 Lipocalin / cytosolic fatty-acid binding protein familyrs2232629 0.0302 YES 9.999E-1 (pos.130914434) Lipocalin 2 (oncogene 24p3)antimicrobial humoral response,cellular iron ion homeostasis,cellular response to hydrogen peroxide,cellular response to interleukin-1,cellular response to lipopolysaccharide,cellular response to nutrient levels,cellular response to tumor necrosis factor,cytosol,extracellular exosome,extracellular region,extracellular space,extrinsic apoptotic signaling pathway in absence of ligand,innate immune response,ion transport,iron ion binding,neutrophil degranulation,positive regulation of cell projection organization,positive regulation of gene expression,protease binding,protein homodimerization activity,protein homotrimerization,response to drug,response to herbicide,response to mycotoxin,response to virus,siderophore transport,small molecule binding,specific granule lumen,transport,transporter activityAcute Kidney Injury;Anemia;Anemia, Hemolytic;Anemia, Hemolytic, Congenital;Arthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Calcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Dermatitis;Dermatitis, Contact;Diabetes Mellitus;Digestive System Diseases;Drug-Induced Liver Injury;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Heart Diseases;Heart Valve Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemoglobinopathies;Hepatitis;Hepatitis, Animal;Immune System Diseases;Joint Diseases;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Male Urogenital Diseases;Metabolic Diseases;Musculoskeletal Diseases;Neoplasm Metastasis;Neoplasms;Neoplastic Processes;Nutritional and Metabolic Diseases;Renal Insufficiency;Renal Insufficiency, Chronic;Rheumatic Diseases;Skin Diseases;Skin Diseases, Eczemato2,3,-Dihydroxybenzoylserine,2,3-Dihydroxy-Benzoic Acid,Carboxymycobactin S,Carboxymycobactin T,Methyl Nonanoate (Ester),Trencam-3,2-HopoA=0, G=29 A=0.0, G=1.0 0.00001 426.931 29 A=0/0, G=10/19

chr9:130932396 A/A AAC A INDEL CIZ1 CIZ1:intronic:NM_001257975.1 2 100 intronic NM_001257975.1c.2034-10GTT>Tp.? 1.94, 0.4, -0.27 Zinc-finger double-stranded RNA-binding,Zinc-finger of C2H2 typers144699223,rs200565994,rs201111963,rs59232258,rs75157907,rs7965925740.3513 YES 5.174E-1 (pos.130932396) CDKN1A-interacting zinc finger protein 1cyclin binding,maintenance of protein location in nucleus,nucleic acid binding,nucleoplasm,nucleus,plasma membrane,positive regulation of DNA-dependent DNA replication initiation,protein binding,zinc ion bindingCentral Nervous System Diseases;Dyskinesias;Dystonia;Dystonic Disorders;Genital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Bone Tissue;Neoplasms, Connective Tissue;Neoplasms, Connective and Soft Tissue;Nervous System Diseases;Neurologic Manifestations;Osteosarcoma;Prostatic Diseases;Prostatic Neoplasms;Sarcoma;Sarcoma, Ewing;Torticollis;Urogenital NeoplasmsAAC=0, A=33AAC=0.0, A=1.0 0.00001 504.051 33 AAC=0/0, A=12/21

chr12:72013832 G/G A G SNV ZFC3H1 ZFC3H1:exonic:NM_144982.4 1 100 26 synonymous NM_144982.4c.4923T>C p.(=) 0.06 Putative zinc-finger domainrs1298463 0.2484 YES 1.814E-1 (pos.72013832) RNA binding,RNA processing,exosome (RNase complex),extracellular space,metal ion binding,nucleolus,nucleus,protein bindingArthritis;Arthritis, Juvenile;Autoimmune Diseases;Connective Tissue Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Rheumatic Diseases;Skin and Connective Tissue DiseasesA=0, G=38 A=0.0, G=1.0 0.00001 603.786 38 A=0/0, G=18/20

chr16:72827758 C/C T C SNV ZFHX3 ZFHX3:exonic:NM_006885.3 1 100 9 synonymous NM_006885.3c.8823A>G p.(=) 2.47 Homeobox domain,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers699444 0.1624 YES 9.988E-1 (pos.72827758) Zinc finger homeobox 3DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,circadian regulation of gene expression,core promoter sequence-specific DNA binding,cytoplasm,enzyme binding,muscle organ development,negative regulation of myoblast differentiation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear body,nucleoplasm,nucleus,positive regulation of myoblast differentiation,positive regulation of transcription, DNA-templated,protein binding,protein dimerization activity,regulation of locomotor rhythm,regulation of transcription, DNA-templated,response to transforming growth factor beta,transcription factor activity, RNA polymerase II distal enhancer sequence-specific binding,transcription factor complex,transcription from RNA polymerase II promoter,transcription regulatory region DNA binding,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-sArrhythmias, Cardiac;Atrial Fibrillation;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Hypospadias;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Penile Diseases;Prostatic Diseases;Prostatic Neoplasms;Stroke;Urogenital Abnormalities;Urogenital Neoplasms;Vascular DiseasesT=0, C=35 T=0.0, C=1.0 0.00001 543.054 35 T=0/0, C=19/16

chr16:72832135 A/A T A SNV ZFHX3 ZFHX3:exonic:NM_006885.3 1 100 9 synonymous NM_006885.3c.4446A>T p.(=) -4.2 Homeobox domain,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers740178 0.1988 YES 9.689E-1 (pos.72832135) Zinc finger homeobox 3DNA binding transcription factor activity,RNA polymerase II core promoter proximal region sequence-specific DNA binding,circadian regulation of gene expression,core promoter sequence-specific DNA binding,cytoplasm,enzyme binding,muscle organ development,negative regulation of myoblast differentiation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear body,nucleoplasm,nucleus,positive regulation of myoblast differentiation,positive regulation of transcription, DNA-templated,protein binding,protein dimerization activity,regulation of locomotor rhythm,regulation of transcription, DNA-templated,response to transforming growth factor beta,transcription factor activity, RNA polymerase II distal enhancer sequence-specific binding,transcription factor complex,transcription from RNA polymerase II promoter,transcription regulatory region DNA binding,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-sArrhythmias, Cardiac;Atrial Fibrillation;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Hypospadias;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Nervous System Diseases;Penile Diseases;Prostatic Diseases;Prostatic Neoplasms;Stroke;Urogenital Abnormalities;Urogenital Neoplasms;Vascular DiseasesT=0, A=33 T=0.0, A=1.0 0.00001 504.598 33 T=0/0, A=24/9

chr9:13125201 C/C T C SNV MPDZ MPDZ:intronic:NM_003829.4 1 100 intronic NM_003829.4c.4807+14A>Gp.? -0.45 L27_2,PDZ domain (Also known as DHR or GLGF),Unstructured region 10 on multiple PDZ proteinrs2297003 0.3147 YES 5.431E-1 (pos.13125201) Multiple PDZ domain proteinSchmidt-Lanterman incisure,apical plasma membrane,apicolateral plasma membrane,bicellular tight junction,cell adhesion,cytoplasm,cytoplasmic vesicle,dendrite,postsynaptic density,postsynaptic membrane,protein C-terminus binding,protein binding,viral processBrain Diseases;Central Nervous System Diseases;Epilepsy;Nervous System Diseases;Neurologic Manifestations;SeizuresBenign T=0, C=25 T=0.0, C=1.0 0.00001 353.004 25 T=0/0, C=16/9

chr9:131267212 C/G C G SNV

GLE1,MIR12

68A MIR1268A:intronic_nc:NR_031672.1, GLE1:intronic:NM_001003722.11
51.85

intronic NR_031672.1, NM_001003722.1c.99+29C>Gp.? -0.17 GLE1-like proteinrs56164320 0.0435 YES 1.573E-1 (pos.131267212) Gle1, RNA export mediator, S. cerevisiae, homolog ofcytoplasm,cytosol,extracellular space,identical protein binding,inositol hexakisphosphate binding,mRNA export from nucleus,membrane,nuclear membrane,nuclear pore,nuclear pore cytoplasmic filaments,nucleolus,phospholipid binding,poly(A)+ mRNA export from nucleus,protein binding,regulation of translational initiation,regulation of translational termination,translation initiation factor bindingArthrogryposis;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Joint Diseases;Motor Neuron Disease;Muscular Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular DiseasesC=13, G=14 C=0.4815, G=0.5185 0.00001 132.666 27 C=9/4, G=8/6

chr9:131374165 G/G C G SNV

MIR1268A,S

PTAN1 MIR1268A:intronic_nc:NR_031672.1, SPTAN1:intronic:NM_001130438.21
100

intronic NR_031672.1, NM_001130438.2c.4905+41C>Gp.? -1.82 Ca2+ insensitive EF hand,EF hand,EF-hand domain pair,SH3 domain,Spectrin repeat,Variant SH3 domainrs7024498 3.00E-04 1.0 (pos.131374165) Spectrin, alpha, nonerythrocytic-1 (alpha-fodrin)ER to Golgi vesicle-mediated transport,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin binding,actin filament capping,axon guidance,cadherin binding,calcium ion binding,calmodulin binding,cytoskeleton organization,cytosol,extracellular exosome,extracellular region,extracellular vesicle,intracellular membrane-bounded organelle,membrane,microtubule cytoskeleton,neutrophil degranulation,protein binding,regulation of molecular function,specific granule lumen,spectrin,structural constituent of cytoskeleton,tertiary granule lumenBrain Diseases;Central Nervous System Diseases;Epilepsy;Epilepsy, Generalized;Nervous System Diseases;Neurodegenerative Diseases;Spasms, InfantileLikely benign C=0, G=40 C=0.0, G=1.0 0.00001 644.286 40 C=0/0, G=25/15

chr9:131394297 G/G A G SNV

MIR1268A,S

PTAN1 MIR1268A:intronic_nc:NR_031672.1, SPTAN1:intronic:NM_001130438.21
100

intronic NR_031672.1, NM_001130438.2c.6763-109A>Gp.? 0.01 Ca2+ insensitive EF hand,EF hand,EF-hand domain pair,SH3 domain,Spectrin repeat,Variant SH3 domainrs10760569 YES Spectrin, alpha, nonerythrocytic-1 (alpha-fodrin)ER to Golgi vesicle-mediated transport,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,actin binding,actin filament capping,axon guidance,cadherin binding,calcium ion binding,calmodulin binding,cytoskeleton organization,cytosol,extracellular exosome,extracellular region,extracellular vesicle,intracellular membrane-bounded organelle,membrane,microtubule cytoskeleton,neutrophil degranulation,protein binding,regulation of molecular function,specific granule lumen,spectrin,structural constituent of cytoskeleton,tertiary granule lumenBrain Diseases;Central Nervous System Diseases;Epilepsy;Epilepsy, Generalized;Nervous System Diseases;Neurodegenerative Diseases;Spasms, InfantileA=0, G=45 A=0.0, G=1.0 0.00001 747.393 45 A=0/0, G=29/16

chr9:131454120 T/T C T SNV SET SET:intronic:NM_001248000.1 1 100 intronic NM_001248000.1c.105-17C>Tp.? -1.1 Nucleosome assembly protein (NAP)rs3750330 0.0063 YES 9.058E-1 (pos.131454120) SET gene DNA binding,DNA replication,cytoplasm,cytosol,endoplasmic reticulum,histone binding,lipid droplet,negative regulation of catalytic activity,negative regulation of histone acetylation,negative regulation of neuron apoptotic process,negative regulation of transcription, DNA-templated,nucleocytoplasmic transport,nucleoplasm,nucleosome assembly,nucleosome disassembly,nucleus,perinuclear region of cytoplasm,protein binding,protein complex,protein phosphatase inhibitor activity,protein phosphatase regulator activity,regulation of mRNA stability,viral processC=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=9/15

chr9:131455903 C/T C T SNV SET SET:intronic:NM_001248000.1 1 98.17 intronic NM_001248000.1c.466-14C>Tp.? -0.63 Nucleosome assembly protein (NAP)rs4836618 0.0066 YES 9.063E-1 (pos.131455903) SET gene DNA binding,DNA replication,cytoplasm,cytosol,endoplasmic reticulum,histone binding,lipid droplet,negative regulation of catalytic activity,negative regulation of histone acetylation,negative regulation of neuron apoptotic process,negative regulation of transcription, DNA-templated,nucleocytoplasmic transport,nucleoplasm,nucleosome assembly,nucleosome disassembly,nucleus,perinuclear region of cytoplasm,protein binding,protein complex,protein phosphatase inhibitor activity,protein phosphatase regulator activity,regulation of mRNA stability,viral processC=2, T=107 C=0.0183, T=0.9817 0.00001 1649.94 109 C=2/0, T=95/12

chr9:131482467 C/C T C SNV

PKN3,ZDHH

C12 PKN3:intronic:NM_013355.4, ZDHHC12:downstream:NM_032799.4 1
100

intronic NM_013355.4, NM_032799.4c.2377-15T>C, c.*993A>Gp.?, p.? -0.06 Hr1 repeat,Protein kinase C terminal domain,Protein kinase domain,Protein tyrosine kinasers3750325 0.0434 YES 9.089E-1 (pos.131482467) Protein kinase N3ATP binding,Golgi apparatus,endoplasmic reticulum,epithelial cell migration,integral component of membrane,intracellular signal transduction,nucleus,palmitoyltransferase activity,peptidyl-serine phosphorylation,perinuclear region of cytoplasm,protein binding,protein kinase C activity,protein kinase activity,protein palmitoylation,protein phosphorylation,protein serine/threonine kinase activity,protein-cysteine S-palmitoyltransferase activity,signal transductionT=0, C=26 T=0.0, C=1.0 0.00001 371.415 26 T=0/0, C=7/19



chr19:57058998 C/G C G SNV ZFP28 ZFP28:exonic:NM_020828.1 1 50 3 missense NM_020828.1c.422C>G p.Ser141Trp 1.4 0 177 0.99 0.26(COSM3960580),0.41(COSM3757299)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers34136271 0.189 YES 7.798E-2;0.0 (pos.57058998)adenocarcinoma,squamous_cell_carcinomaZinc finger protein 28DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=28, G=28 C=0.5, G=0.5 0.00001 272.136 56 C=19/9, G=24/4

chr9:131553768 G/G A G SNV TBC1D13 TBC1D13:intronic:NM_018201.4 1 100 intronic NM_018201.4c.200+48A>Gp.? -2.87 Rab-GTPase-TBC domainrs10760577 0.0014 9.985E-1 (pos.131553768) TBC1 domain family, member 13GTPase activator activity,Rab GTPase binding,activation of GTPase activity,cytosol,endomembrane system,intracellular,intracellular protein transport,membrane,regulation of cilium assembly,regulation of vesicle fusionA=0, G=36 A=0.0, G=1.0 0.00001 563.728 36 A=0/0, G=17/19

chr9:131585994 C/C T C SNV SPOUT1 SPOUT1:intronic:NM_016390.3 1 100 intronic NM_016390.3c.1062+32A>Gp.? -1.2 Putative RNA methyltransferasers2997918 4.00E-04 1.0;0.0 (pos.131585994) SPOUT domain-containing methyltransferase 1RNA binding,cell cycle,cell division,condensed chromosome kinetochore,cytoplasm,kinetochore,maintenance of centrosome location,methylation,methyltransferase activity,miRNA binding,mitotic spindle,posttranscriptional regulation of gene expression,production of miRNAs involved in gene silencing by miRNA,spindle pole centrosomeT=0, C=50 T=0.0, C=1.0 0.00001 852.716 50 T=0/0, C=11/39

chr9:131587240 A/A G A SNV SPOUT1 SPOUT1:intronic:NM_016390.3 1 100 intronic NM_016390.3c.712+16C>Tp.? 0.49 Putative RNA methyltransferasers2293968 0.2907 YES 6.615E-1 (pos.131587240) SPOUT domain-containing methyltransferase 1RNA binding,cell cycle,cell division,condensed chromosome kinetochore,cytoplasm,kinetochore,maintenance of centrosome location,methylation,methyltransferase activity,miRNA binding,mitotic spindle,posttranscriptional regulation of gene expression,production of miRNAs involved in gene silencing by miRNA,spindle pole centrosomeG=0, A=24 G=0.0, A=1.0 0.00001 334.792 24 G=0/0, A=14/10

chr8:144332082 T/C T C SNV ZFP41 ZFP41:exonic:NM_173832.5 1 95.65 2 synonymous NM_173832.5c.72T>C p.(=) 0.41 0(COSM3763071),0.01(COSM3685333)C2H2-type zinc finger,Zinc finger, C2H2 typers11136275 0.481 YES 7.561E-1 (pos.144332082)acute_myeloid_leukaemia,adenocarcinomaDNA binding,cell differentiation,metal ion binding,multicellular organism development,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,spermatogenesis,transcription, DNA-templatedT=2, C=44 T=0.0435, C=0.9565 0.00001 704.734 46 T=2/0, C=19/25

chr9:131882761 C/C T C SNV PTPA PTPA:intronic:NM_178001.2 1 100 intronic NM_178001.2c.32-31T>C p.? -0.45 Phosphotyrosyl phosphate activator (PTPA) proteinrs9409311 0 1.0 (pos.131882761) Protein phosphatase-2A, regulatory subunit B' (PR 53),Protein tyrosine phosphatase, receptor type, alpha polypeptideATP binding,ATPase activity,calcium channel complex,cytoplasm,extracellular exosome,mitotic spindle organization in nucleus,negative regulation of phosphoprotein phosphatase activity,negative regulation of protein dephosphorylation,nucleoplasm,nucleus,peptidyl-prolyl cis-trans isomerase activity,phosphatase activator activity,positive regulation of apoptotic process,positive regulation of catalytic activity,positive regulation of phosphoprotein phosphatase activity,positive regulation of protein dephosphorylation,protein binding,protein heterodimerization activity,protein homodimerization activity,protein peptidyl-prolyl isomerization,protein phosphatase 2A binding,protein phosphatase regulator activity,protein phosphatase type 2A complex,protein tyrosine phosphatase activator activity,receptor binding,regulation of phosphoprotein phosphatase activityT=0, C=20 T=0.0, C=1.0 0.00001 263.786 20 T=0/0, C=15/5

chr9:131897221 T/T C T SNV PTPA PTPA:intronic:NM_178001.2 1 100 intronic NM_178001.2c.665+48C>Tp.? -0.1 Phosphotyrosyl phosphate activator (PTPA) proteinrs7019373 0.31 YES 5.635E-1 (pos.131897221) Protein phosphatase-2A, regulatory subunit B' (PR 53),Protein tyrosine phosphatase, receptor type, alpha polypeptideATP binding,ATPase activity,calcium channel complex,cytoplasm,extracellular exosome,mitotic spindle organization in nucleus,negative regulation of phosphoprotein phosphatase activity,negative regulation of protein dephosphorylation,nucleoplasm,nucleus,peptidyl-prolyl cis-trans isomerase activity,phosphatase activator activity,positive regulation of apoptotic process,positive regulation of catalytic activity,positive regulation of phosphoprotein phosphatase activity,positive regulation of protein dephosphorylation,protein binding,protein heterodimerization activity,protein homodimerization activity,protein peptidyl-prolyl isomerization,protein phosphatase 2A binding,protein phosphatase regulator activity,protein phosphatase type 2A complex,protein tyrosine phosphatase activator activity,receptor binding,regulation of phosphoprotein phosphatase activityC=0, T=24 C=0.0, T=1.0 0.00001 334.792 24 C=0/0, T=9/15

chr9:13192320 G/G C G SNV MPDZ MPDZ:intronic:NM_003829.4 1 100 intronic NM_003829.4c.1804-26G>Cp.? -0.11 L27_2,PDZ domain (Also known as DHR or GLGF),Unstructured region 10 on multiple PDZ proteinrs1331676 0.0028 YES 9.966E-1 (pos.13192320) Multiple PDZ domain proteinSchmidt-Lanterman incisure,apical plasma membrane,apicolateral plasma membrane,bicellular tight junction,cell adhesion,cytoplasm,cytoplasmic vesicle,dendrite,postsynaptic density,postsynaptic membrane,protein C-terminus binding,protein binding,viral processBrain Diseases;Central Nervous System Diseases;Epilepsy;Nervous System Diseases;Neurologic Manifestations;SeizuresC=0, G=40 C=0.0, G=1.0 0.00001 644.286 40 C=0/0, G=25/15

chr9:132382253 T/T C T SNV C9orf50 C9orf50:intronic:NM_199350.3 1 100 intronic NM_199350.3c.508+93G>Ap.? -0.19 Domain of unknown function (DUF4685)rs7467760 YES C=0, T=27 C=0.0, T=1.0 0.00001 389.521 27 C=0/0, T=14/13

chr14:73440864 C/T C T SNV ZFYVE1 ZFYVE1:exonic:NM_021260.3 1 50 11 synonymous NM_021260.3c.2025G>A p.(=) -2.81 0.04(COSM3754083)FYVE zinc fingerrs12931 0.4855 YES 3.682E-1;1.16E-4 (pos.73440864)acute_myeloid_leukaemia,adenocarcinoma,neoplasmZinc finger FYVE type-containing protein 11-phosphatidylinositol binding,ER-mitochondrion membrane contact site,Golgi stack,autophagosome,cellular response to starvation,endoplasmic reticulum,extrinsic component of omegasome membrane,macroautophagy,membrane,metal ion binding,negative regulation of phosphatase activity,omegasome,perinuclear region of cytoplasm,phosphatidylinositol-3,4,5-trisphosphate binding,phosphatidylinositol-3,4-bisphosphate binding,pre-autophagosomal structure,protein binding,zinc ion bindingC=11, T=11 C=0.5, T=0.5 0.00001 94.5519 22 C=3/8, T=5/6

chr9:132623917 C/A C A SNV USP20 USP20:intronic:NM_006676.7 1 97.06 intronic NM_006676.7c.497+26C>Ap.? -0.5 DUSP domain,Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs10124224 0.0952 YES 9.967E-1 (pos.132623917) Ubiquitin-specific protease 20G-protein coupled receptor binding,centrosome,cysteine-type endopeptidase activity,cytosol,endocytosis,perinuclear region of cytoplasm,protein K48-linked deubiquitination,protein K63-linked deubiquitination,protein binding,protein deubiquitination,regulation of G-protein coupled receptor protein signaling pathway,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic process,zinc ion bindingC=1, A=33 C=0.0294, A=0.9706 0.00001 492.933 34 C=1/0, A=22/11

chr9:132625417 TG/TG CA TG MNV USP20 USP20:intronic:NM_006676.7 2 100 intronic NM_006676.7c.498-48CA>TGp.? -0.72, -1.66 DUSP domain,Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs4836676,rs4837419,rs71482232,rs8797142330.1042 YES 9.742E-1 (pos.132625417),9.952E-1 (pos.132625418)Ubiquitin-specific protease 20G-protein coupled receptor binding,centrosome,cysteine-type endopeptidase activity,cytosol,endocytosis,perinuclear region of cytoplasm,protein K48-linked deubiquitination,protein K63-linked deubiquitination,protein binding,protein deubiquitination,regulation of G-protein coupled receptor protein signaling pathway,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic process,zinc ion bindingCA=0, TG=21CA=0.0, TG=1.0 0.00001 285.631 21 CA=0/0, TG=9/12

chr9:132625602 C/C T C SNV USP20 USP20:intronic:NM_006676.7 1 100 intronic NM_006676.7c.611+24T>Cp.? -5.33 DUSP domain,Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs2900279 0.0916 YES 9.956E-1 (pos.132625602) Ubiquitin-specific protease 20G-protein coupled receptor binding,centrosome,cysteine-type endopeptidase activity,cytosol,endocytosis,perinuclear region of cytoplasm,protein K48-linked deubiquitination,protein K63-linked deubiquitination,protein binding,protein deubiquitination,regulation of G-protein coupled receptor protein signaling pathway,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic process,zinc ion bindingT=0, C=30 T=0.0, C=1.0 0.00001 446.638 30 T=0/0, C=8/22

chr9:132627723 A/A G A SNV USP20 USP20:intronic:NM_006676.7 1 100 intronic NM_006676.7c.690+63G>Ap.? 0.22 DUSP domain,Ubiquitin carboxyl-terminal hydrolase,Zn-finger in ubiquitin-hydrolases and other proteinrs913320 0.1172 YES Ubiquitin-specific protease 20G-protein coupled receptor binding,centrosome,cysteine-type endopeptidase activity,cytosol,endocytosis,perinuclear region of cytoplasm,protein K48-linked deubiquitination,protein K63-linked deubiquitination,protein binding,protein deubiquitination,regulation of G-protein coupled receptor protein signaling pathway,thiol-dependent ubiquitin-specific protease activity,thiol-dependent ubiquitinyl hydrolase activity,ubiquitin-dependent protein catabolic process,zinc ion bindingG=0, A=39 G=0.0, A=1.0 0.00001 623.963 39 G=0/0, A=20/19

chr9:132689671 G/G A G SNV FNBP1 FNBP1:intronic:NM_015033.2 1 100 intronic NM_015033.2c.643-51T>Cp.? 0.39 Fes/CIP4, and EFC/F-BAR homology domain,SH3 domain,Variant SH3 domainrs4837429,rs765351811 0 1.16E-4;0.0 (pos.132689670) Formin-binding protein 17cell cortex,clathrin-coated pit,cytoplasmic vesicle,cytoskeleton,cytosol,endocytosis,identical protein binding,lipid binding,lysosome,membrane organization,plasma membrane,protein bindingA=0, G=20 A=0.0, G=1.0 0.00001 263.739 20 A=0/0, G=3/17

chr9:132872686 G/G A G SNV GPR107 GPR107:intronic:NM_020960.4 1 100 intronic NM_020960.4c.1306+2868A>Gp.? -0.71 Lung seven transmembrane receptor,Rhodopsin-like GPCR transmembrane domainrs4837460 0.0198 YES 1.0 (pos.132872686) Golgi apparatus,clathrin heavy chain binding,clathrin-coated vesicle,clathrin-dependent endocytosis,early endosome,integral component of membrane,nucleoplasmA=0, G=46 A=0.0, G=1.0 0.00001 771.615 46 A=0/0, G=8/38

chr9:133346983 G/G A G SNV ASS1 ASS1:intronic:NM_000050.4 1 100 intronic NM_000050.4c.597+81A>Gp.? 4.19 Arginosuccinate synthase,Queuosine biosynthesis protein QueCrs641510 0.0047 YES Argininosuccinate synthetase 1ATP binding,RNA binding,amino acid binding,arginine biosynthetic process,argininosuccinate metabolic process,argininosuccinate synthase activity,aspartate metabolic process,cellular response to laminar fluid shear stress,citrulline metabolic process,cytoplasm,cytosol,extracellular exosome,identical protein binding,mitochondrion,myelin sheath,negative regulation of leukocyte cell-cell adhesion,positive regulation of nitric oxide biosynthetic process,protein binding,urea cycleAmino Acid Disorder;Amino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Cardiovascular Diseases;Central Nervous System Diseases;Citrullinemia;Citrullinemia type I;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Core Conditions;Diabetes Complications;Diabetes Mellitus;Diabetic Angiopathies;Digestive System Diseases;Endocrine System Diseases;Genetic Diseases, Inborn;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Recommended Newborn Screening Panels;Urea Cycle Disorders, Inborn;Vascular DiseasesATP,L-Arginine,L-Aspartic Acid,L-CitrullineA=0, G=31 A=0.0, G=1.0 0.00001 465.819 31 A=0/0, G=3/28

chr5:79734297 C/C T C SNV ZFYVE16 ZFYVE16:exonic:NM_014733.5 1 100 3 missense NM_014733.5c.1793T>C p.Ile598Thr 0.38 1 89 0 0.01(COSM4408698)Domain of unknown function (DUF3480),FYVE zinc fingerrs259028 0.0566 YES 9.33E-1 (pos.79734297) hepatocellular_carcinomaZinc finger FYVE domain-containing protein 16 T=0, C=20 T=0.0, C=1.0 0.00001 263.767 20 T=0/0, C=10/10

chr5:79734409 A/A G A SNV ZFYVE16 ZFYVE16:exonic:NM_014733.5 1 100 3 synonymous NM_014733.5c.1905G>A p.(=) -0.04 0(COSM4407170)Domain of unknown function (DUF3480),FYVE zinc fingerrs259029 0.0488 YES 9.329E-1 (pos.79734409) hepatocellular_carcinomaZinc finger FYVE domain-containing protein 16 G=0, A=39 G=0.0, A=1.0 0.00001 623.98 39 G=0/0, A=22/17

chr10:99504630 T/T G T SNV ZFYVE27 ZFYVE27:exonic:NM_144588.6 1 100 4 missense NM_144588.6c.413G>T p.Gly138Val 3.33 1 109 0 FYVE zinc fingerrs10882993 0.238 YES 5.47E-1 (pos.99504630) Zinc finger FYVE domain-containing protein 27axon,dendrite,endoplasmic reticulum,endoplasmic reticulum tubular network,endoplasmic reticulum tubular network formation,growth cone membrane,integral component of endoplasmic reticulum membrane,metal ion binding,neuron projection development,neurotrophin TRK receptor signaling pathway,positive regulation of axon extension,protein binding,protein localization to plasma membrane,protein self-association,recycling endosome membrane,vesicle-mediated transportCongenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neuromuscular Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Spastic Paraplegia, HereditaryBenign/Likely benignG=0, T=42 G=0.0, T=1.0 0.00001 685.049 42 G=0/0, T=16/26

chr16:29791561 G/G T G SNV ZG16 ZG16:exonic:NM_152338.3 1 100 4 missense NM_152338.3c.325T>G p.Leu109Val 1.15 1 32 0 Jacalin-like lectin domainrs235637 0 1.0 (pos.29791561) Zymogen granule protein, 16-kDGolgi lumen,carbohydrate binding,cytoplasmic vesicle lumen,extracellular matrix,protein binding,protein transport,proteinaceous extracellular matrix,zymogen granule membraneT=0, G=20 T=0.0, G=1.0 0.00001 263.628 20 T=0/0, G=3/17

chr19:10419130 C/T C T SNV ZGLP1 ZGLP1:exonic:NM_001103167.1 1 52.27 1 synonymous NM_001103167.1c.228G>A p.(=) 0.11 0.02(COSM329625),0.02(COSM329626)GATA zinc fingerrs281417,rs757572089 0.3183 YES 0.0 (pos.10419128),1.113E-1 (pos.10419130)adenocarcinoma,plasma_cell_myelomaZinc finger GATA-like protein 1DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription factor binding,cell differentiation,chromatin binding,multicellular organism development,negative regulation of transcription from RNA polymerase II promoter,nucleus,oocyte development,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,sequence-specific DNA binding,spermatogenesis,transcription factor complex,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific binding,zinc ion bindingC=21, T=23 C=0.4773, T=0.5227 0.00001 260.157 44 C=4/17, T=10/13

chr8:123966159 C/C G C SNV ZHX2 ZHX2:exonic:NM_014943.3 1 100 3 synonymous NM_014943.3c.2409G>C p.(=) -0.27 Homeobox domainrs3802265 0.3517 YES 7.184E-1;0.0 (pos.123966159) DNA binding,DNA binding transcription factor activity,identical protein binding,mRNA catabolic process,metal ion binding,negative regulation of neuron differentiation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,protein binding,protein heterodimerization activity,protein homodimerization activity,somatic stem cell population maintenance,transcription corepressor activity,transcription, DNA-templatedG=0, C=98 G=0.0, C=1.0 0.00001 1659.82 98 G=0/0, C=41/57

chr9:134067795 A/A G A SNV NUP214 NUP214:intronic:NM_005085.3 1 100 intronic NM_005085.3c.3659+116G>Ap.? -1.68 rs4602942 YES Nucleoporin, 214kDRNA export from nucleus,cytoplasmic side of nuclear pore,cytosol,focal adhesion,host cell,intracellular membrane-bounded organelle,intracellular transport of virus,mRNA export from nucleus,mitotic nuclear envelope disassembly,nuclear export signal receptor activity,nuclear localization sequence binding,nuclear pore central transport channel,nuclear pore nuclear basket,nucleoplasm,nucleus,protein binding,protein export from nucleus,protein import into nucleus,protein sumoylation,regulation of cell cycle,regulation of cellular response to heat,regulation of gene silencing by miRNA,regulation of glycolytic process,regulation of mRNA stability,regulation of nucleocytoplasmic transport,structural constituent of nuclear pore,tRNA export from nucleus,viral process,viral transcriptionLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeG=0, A=21 G=0.0, A=1.0 0.00001 281.235 21 G=0/0, A=3/18

chr8:123965193 C/T C T SNV ZHX2 ZHX2:exonic:NM_014943.3 1 57.14 3 synonymous NM_014943.3c.1443C>T p.(=) -1.63 0.06(COSM1454606)Homeobox domainrs111726812 0.0323 YES 0.0 (pos.123965193) adenocarcinoma,neoplasm DNA binding,DNA binding transcription factor activity,identical protein binding,mRNA catabolic process,metal ion binding,negative regulation of neuron differentiation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,protein binding,protein heterodimerization activity,protein homodimerization activity,somatic stem cell population maintenance,transcription corepressor activity,transcription, DNA-templatedC=12, T=16 C=0.4286, T=0.5714 0.00001 161.768 28 C=9/3, T=8/8

chr19:57647236 C/C T C SNV ZIM3 ZIM3:exonic:NM_052882.1 1 100 5 missense NM_052882.1c.469A>G p.Asn157Asp -2.39 0.63 23 0 0.01(COSM1396954)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 type,zinc-finger of a C2HC-typers7252632 0.3722 YES 9.411E-1;0.0;0.0 (pos.57647236)adenocarcinoma DNA binding,DNA binding transcription factor activity,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=45 T=0.0, C=1.0 0.00001 747.383 45 T=0/0, C=15/30

chr3:44612050 T/T C T SNV ZKSCAN7 ZKSCAN7:exonic:NM_018651.3 1 100 6 missense NM_018651.3c.1448C>T p.Thr483Ile -2.31 1 89 0 0.03(COSM5420056)C2H2-type zinc finger,KRAB box,SCAN domain,Zinc finger, C2H2 typers9873604 0.2793 YES 8.421E-1;0.0 (pos.44612050)ductal_carcinoma DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=61 C=0.0, T=1.0 0.00001 921.577 61 C=0/0, T=20/41

chrX:101138792 C/C T C SNV ZMAT1 ZMAT1:exonic:NM_001011657.3 1 100 7 missense NM_001011657.3c.1607A>G p.Gln536Arg -0.2 1 43 0 0(COSM4590055),0(COSM4590056)Zinc finger, C2H2 type,Zinc-finger of C2H2 typers5944882 1.0 (pos.101138792) squamous_cell_carcinomaZinc finger, matrin-type 1 T=0, C=44 T=0.0, C=1.0 0.00001 726.569 44 T=0/0, C=29/15

chr3:178742690 C/C T C SNV ZMAT3 ZMAT3:utr_3:NM_022470.3 1 100 6 utr_3 NM_022470.3c.985A>G p.? -3.5 Zinc-finger double-stranded RNA-binding,Zinc-finger of C2H2 typers4607155 YES RNA binding,cellular response to DNA damage stimulus,intrinsic apoptotic signaling pathway by p53 class mediator,nucleic acid binding,nucleolus,nucleoplasm,p53 binding,plasma membrane,positive regulation of apoptotic process,protein binding,protein transport,regulation of growth,zinc ion bindingT=0, C=37 T=0.0, C=1.0 0.00001 583.696 37 T=0/0, C=10/27

chr3:178785549 A/A G A SNV ZMAT3 ZMAT3:utr_5:NM_022470.3 1 100 2 utr_5 NM_022470.3c.-9C>T p.? 3.44 Zinc-finger double-stranded RNA-binding,Zinc-finger of C2H2 typers6772028 0.2474 YES 9.433E-1 (pos.178785549) RNA binding,cellular response to DNA damage stimulus,intrinsic apoptotic signaling pathway by p53 class mediator,nucleic acid binding,nucleolus,nucleoplasm,p53 binding,plasma membrane,positive regulation of apoptotic process,protein binding,protein transport,regulation of growth,zinc ion bindingG=0, A=54 G=0.0, A=1.0 0.00001 792.791 54 G=0/0, A=16/38

chr9:134386903 A/A G A SNV POMT1 POMT1:intronic:NM_007171.3 1 100 intronic NM_007171.3c.1052+49G>Ap.? -0.55 C-terminal four TMM region of protein-O-mannosyltransferase,Dolichyl-phosphate-mannose-protein mannosyltransferase,MIR domainrs10901066 0.0478 YES 9.154E-1 (pos.134386903) Protein O-mannosyltransferase 1ER-associated misfolded protein catabolic process,acrosomal vesicle,carbohydrate metabolic process,dolichyl-phosphate-mannose-protein mannosyltransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular matrix organization,integral component of membrane,mannosylation,mannosyltransferase activity,metal ion binding,multicellular organism development,positive regulation of protein O-linked glycosylation,protein O-linked glycosylation,protein O-linked mannosylation,sarcoplasmic reticulumCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Nervous System Diseases;Nervous System Malformations;Walker-Warburg SyndromeBenign G=0, A=28 G=0.0, A=1.0 0.00001 406.525 28 G=0/0, A=12/16

chr17:4645324 C/C T C SNV ZMYND15 ZMYND15:exonic:NM_001267822.1 1 100 4 synonymous NM_001267822.1c.942T>C p.(=) -0.73 0.1(COSM3766115),0.1(COSM3766116)MYND finger rs3826517 0.448 YES 1.183E-1 (pos.4645324) hepatocellular_carcinomaZinc finger MYND-containing protein 15cytoplasm,histone deacetylase binding,metal ion binding,negative regulation of transcription, DNA-templated,nucleus,spermatid development,transcription, DNA-templatedT=0, C=52 T=0.0, C=1.0 0.00001 767.978 52 T=0/0, C=17/35

chr9:134398249 T/T C T SNV

POMT1,UCK

1 UCK1:downstream:NM_001261451.2, POMT1:intronic:NM_007171.31
100

intronic NM_007171.3, NM_001261451.2c.2070-70C>T, c.*2178G>Ap.?, p.? -0.74 C-terminal four TMM region of protein-O-mannosyltransferase,Dolichyl-phosphate-mannose-protein mannosyltransferase,MIR domainrs10122068 YES Protein O-mannosyltransferase 1,Uridine/cytidine kinase 1ATP binding,CTP salvage,ER-associated misfolded protein catabolic process,UMP salvage,acrosomal vesicle,carbohydrate metabolic process,cytosol,dolichyl-phosphate-mannose-protein mannosyltransferase activity,endoplasmic reticulum,endoplasmic reticulum membrane,extracellular matrix organization,integral component of membrane,mannosylation,mannosyltransferase activity,metal ion binding,multicellular organism development,nucleoside kinase activity,nucleotide biosynthetic process,phosphorylation,positive regulation of protein O-linked glycosylation,protein O-linked glycosylation,protein O-linked mannosylation,pyrimidine nucleobase metabolic process,pyrimidine nucleoside salvage,sarcoplasmic reticulum,uridine kinase activityCobblestone Lissencephaly;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Lissencephaly;Malformations of Cortical Development;Malformations of Cortical Development, Group II;Muscular Dystrophies;Nervous System Diseases;Nervous System Malformations;Walker-Warburg SyndromeC=0, T=31 C=0.0, T=1.0 0.00001 465.751 31 C=0/0, T=23/8

chr20:45853037 G/G A G SNV ZMYND8 ZMYND8:exonic:NM_183047.3 1 100 19 synonymous NM_183047.3c.3051T>C p.(=) 0.69 Bromodomain,Domain of unknown function (DUF3544),PWWP domainrs2664544 0.1442 YES 9.361E-1 (pos.45853037) Zinc finger MYND domain-containing protein 8RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription corepressor activity,chromatin binding,cytoplasm,dendritic shaft,dendritic spine,lysine-acetylated histone binding,metal ion binding,methylated histone binding,modulation of excitatory postsynaptic potential,negative regulation of cell migration,negative regulation of transcription from RNA polymerase II promoter by histone modification,nucleus,positive regulation of dendritic spine development,positive regulation of dendritic spine maintenance,positive regulation of filopodium assembly,protein N-terminus binding,protein binding,regulation of postsynaptic density protein 95 clustering,repressing transcription factor binding,transcription cofactor activity,transcription, DNA-templatedA=0, G=70 A=0.0, G=1.0 0.00001 1092.06 70 A=0/0, G=24/46

chr19:21909948 A/A G A SNV ZNF100 ZNF100:exonic:NM_173531.3 1 100 5 missense NM_173531.3c.1166C>T p.Thr389Ile 0 0.05 89 0.719 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers7246400 0.4351 YES 6.623E-1 (pos.21909948) Zinc finger protein-100DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=61 G=0.0, A=1.0 0.00001 921.851 61 G=0/0, A=44/17

chr9:134465398 C/C T C SNV RAPGEF1 RAPGEF1:intronic:NM_198679.1 1 100 intronic NM_198679.1c.2273-35A>Gp.? -0.4 RasGEF N-terminal motif,RasGEF domainrs3818581 0.1697 YES 8.003E-1 (pos.134465398) RAP guanine nucleotide exchange factor 1Rap guanyl-nucleotide exchange factor activity,Rap protein signal transduction,SH3 domain binding,activation of MAPKK activity,blood vessel development,cell-cell adhesion,cellular response to cAMP,cellular response to nerve growth factor stimulus,cytoplasm,cytosol,early endosome,endosome,establishment of endothelial barrier,guanyl-nucleotide exchange factor activity,intracellular,intracellular membrane-bounded organelle,negative regulation of ERK1 and ERK2 cascade,negative regulation of Ras protein signal transduction,negative regulation of canonical Wnt signaling pathway,negative regulation of neural precursor cell proliferation,negative regulation of protein kinase B signaling,nerve growth factor signaling pathway,perinuclear region of cytoplasm,phagocytic vesicle membrane,platelet-derived growth factor receptor signaling pathway,positive regulation of ERK1 and ERK2 cascade,positive regulation of Fc-gamma receptor signaling pathway involved in phagocytosis,positive regulation of GTPase activity,positive regT=0, C=42 T=0.0, C=1.0 0.00001 684.46 42 T=0/0, C=20/22

chr9:134467633 G/C G C SNV RAPGEF1 RAPGEF1:intronic:NM_198679.1 1 50 intronic NM_198679.1c.2186-63C>Gp.? 0.45 RasGEF N-terminal motif,RasGEF domainrs78837410 YES RAP guanine nucleotide exchange factor 1Rap guanyl-nucleotide exchange factor activity,Rap protein signal transduction,SH3 domain binding,activation of MAPKK activity,blood vessel development,cell-cell adhesion,cellular response to cAMP,cellular response to nerve growth factor stimulus,cytoplasm,cytosol,early endosome,endosome,establishment of endothelial barrier,guanyl-nucleotide exchange factor activity,intracellular,intracellular membrane-bounded organelle,negative regulation of ERK1 and ERK2 cascade,negative regulation of Ras protein signal transduction,negative regulation of canonical Wnt signaling pathway,negative regulation of neural precursor cell proliferation,negative regulation of protein kinase B signaling,nerve growth factor signaling pathway,perinuclear region of cytoplasm,phagocytic vesicle membrane,platelet-derived growth factor receptor signaling pathway,positive regulation of ERK1 and ERK2 cascade,positive regulation of Fc-gamma receptor signaling pathway involved in phagocytosis,positive regulation of GTPase activity,positive regG=12, C=12 G=0.5, C=0.5 0.00001 106.709 24 G=9/3, C=7/5

chr9:134952790 C/C T C SNV MED27 MED27:intronic:NM_004269.3 1 100 intronic NM_004269.3c.348+39A>Gp.? -0.34 Mediator complex subunit 27rs4440729 0.0215 YES 1.0 (pos.134952790) Mediator complex subunit 27cytosol,mediator complex,nucleolus,nucleoplasm,nucleus,protein binding,protein ubiquitination,regulation of transcription from RNA polymerase II promoter,stem cell population maintenance,transcription coactivator activity,transcription factor complex,transcription initiation from RNA polymerase II promoter,ubiquitin ligase complex,ubiquitin protein ligase activityT=0, C=55 T=0.0, C=1.0 0.00001 830.49 55 T=0/0, C=34/21

chr9:135153668 C/T C T SNV SETX SETX:intronic:NM_015046.6 1 50 intronic NM_015046.6c.6655-24G>Ap.? -1.06 AAA domain,UvrD/REP helicase N-terminal domainrs11243704 0.2956 YES 7.205E-1 (pos.135153668) Senataxin ATP binding,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA recombination,DNA-templated transcription, termination,MAPK cascade,RNA processing,axon,cellular response to DNA damage stimulus,cellular response to fibroblast growth factor stimulus,cellular response to hydrogen peroxide,cellular response to oxidative stress,cellular response to retinoic acid,chromosome, telomeric region,circadian rhythm,cytoplasm,double-strand break repair,fibroblast growth factor receptor signaling pathway,growth cone,identical protein binding,intercellular bridge,mRNA splice site selection,negative regulation of apoptotic process,nuclear body,nuclear chromosome,nucleolus,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, initiation,positive regulation of DNA-templated transcription, termination,positive regulation of RNA splicing,positive regulation of neuron projection development,positive regulation of termination of RNA polymerase II transcription, poly(A)-coupled,positive regulation of transcrAmyotrophic Lateral Sclerosis;Ataxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Proteostasis Deficiencies;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar Degenerations;TDP-43 ProteinopathiesBenign C=50, T=50 C=0.5, T=0.5 0.00001 566.788 100 C=22/28, T=11/39

chr9:135153673 T/C T C SNV SETX SETX:intronic:NM_015046.6 1 50 intronic NM_015046.6c.6655-29A>Gp.? 0.42 AAA domain,UvrD/REP helicase N-terminal domainrs11243705 0.1472 YES 2.923E-1 (pos.135153673) Senataxin ATP binding,DNA binding,DNA duplex unwinding,DNA helicase activity,DNA recombination,DNA-templated transcription, termination,MAPK cascade,RNA processing,axon,cellular response to DNA damage stimulus,cellular response to fibroblast growth factor stimulus,cellular response to hydrogen peroxide,cellular response to oxidative stress,cellular response to retinoic acid,chromosome, telomeric region,circadian rhythm,cytoplasm,double-strand break repair,fibroblast growth factor receptor signaling pathway,growth cone,identical protein binding,intercellular bridge,mRNA splice site selection,negative regulation of apoptotic process,nuclear body,nuclear chromosome,nucleolus,nucleoplasm,nucleus,positive regulation of DNA-templated transcription, initiation,positive regulation of DNA-templated transcription, termination,positive regulation of RNA splicing,positive regulation of neuron projection development,positive regulation of termination of RNA polymerase II transcription, poly(A)-coupled,positive regulation of transcrAmyotrophic Lateral Sclerosis;Ataxia;Brain Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Charcot-Marie-Tooth Disease;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Hereditary Sensory and Motor Neuropathy;Heredodegenerative Disorders, Nervous System;Metabolic Diseases;Motor Neuron Disease;Nervous System Diseases;Nervous System Malformations;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Polyneuropathies;Proteostasis Deficiencies;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar Degenerations;TDP-43 ProteinopathiesT=50, C=50 T=0.5, C=0.5 0.00001 567.037 100 T=22/28, C=11/39

chr19:58945962 T/T C T SNV ZNF132 ZNF132:exonic:NM_003433.3 1 100 3 synonymous NM_003433.3c.849G>A p.(=) -0.67 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers9941466 0.0551 YES 9.807E-1 (pos.58945962) Zinc finger protein-132DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=55 C=0.0, T=1.0 0.00001 806.567 55 C=0/0, T=28/27

chr19:58572979 A/A G A SNV ZNF135 ZNF135:exonic:NM_007134.1 1 100 2 missense NM_007134.1c.101G>A p.Gly34Asp 1.11 1 94 0 0.01(COSM4132691),0.01(COSM4132692)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1469087 0.1435 YES 4.874E-1 (pos.58572979) neoplasm Zinc finger protein-135DNA binding,DNA binding transcription factor activity,cytoskeleton organization,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of cell morphogenesis,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=29 G=0.0, A=1.0 0.00001 427.587 29 G=0/0, A=8/21

chr11:9537904 C/C G C SNV ZNF143 ZNF143:exonic:NM_003442.5 1 100 14 missense NM_003442.5c.1681G>C p.Glu561Gln 3.79 1 29 0 0.24(COSM6353346)C2H2-type zinc finger,Zinc finger, C2H2 typers10743108 0.0221 YES 7.481E-1 (pos.9537904) carcinoma Zinc finger protein-143RNA polymerase II core promoter proximal region sequence-specific DNA binding,metal ion binding,nucleic acid binding,nucleoplasm,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase III promoter,snRNA transcription from RNA polymerase II promoter,transcription from RNA polymerase II promoter,transcription from RNA polymerase III promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific bindingG=0, C=36 G=0.0, C=1.0 0.00001 563.567 36 G=0/0, C=10/26

chr3:124951821 C/T C T SNV ZNF148 ZNF148:exonic:NM_021964.2 1 98.72 9 synonymous NM_021964.2c.1749G>A p.(=) -0.12 0.2(COSM4407220)Zinc finger, C2H2 typers1053738 0.2389 YES 5.091E-1 (pos.124951821)carcinoma,hepatocellular_carcinoma,intestinal_adenocarcinoma,squamous_cell_carcinomaZinc finger protein-148Golgi apparatus,RNA polymerase II core promoter proximal region sequence-specific DNA binding,cellular defense response,gamete generation,metal ion binding,negative regulation of gene expression,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein complex assembly,sequence-specific DNA binding,substantia nigra development,transcription from RNA polymerase II promoter,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific bindingC=1, T=77 C=0.0128, T=0.9872 0.00001 1213.72 78 C=1/0, T=24/53

chr16:3452193 G/G T G SNV ZNF174 ZNF174:exonic:NM_003450.2 1 100 1 synonymous NM_003450.2c.189T>G p.(=) -2.53 SCAN domain,Zinc finger, C2H2 typers37811 0.1355 YES 9.015E-1 (pos.3452193) Zinc finger protein-174DNA binding transcription factor activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,actin cytoskeleton,cytosol,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,plasma membrane,protein homodimerization activity,sequence-specific DNA binding,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific bindingT=0, G=88 T=0.0, G=1.0 0.00001 1451.91 88 T=0/0, G=28/60

chr9:135265875 AC/AC A AC INDEL TTF1 TTF1:intronic:NM_007344.3 1 100 intronic NM_007344.3c.2222+109T>GTp.? -0.16 Myb-like DNA-binding domain NK2 homeobox 1,Transcription termination factor, RNA polymerase IDNA-templated transcription, termination,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cell differentiation,cellular protein metabolic process,chromatin binding,chromatin remodeling,cytosol,negative regulation of DNA replication,nucleolus,nucleoplasm,nucleus,plasma membrane,regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,termination of RNA polymerase I transcription,transcription factor activity, RNA polymerase II transcription factor recruiting,transcription initiation from RNA polymerase I promoter,transcription regulatory region DNA bindingA=0, AC=44 A=0.0, AC=1.0 0.00001 428.602 44 A=0/0, AC=19/25

chr9:135265876 T/C T C SNV TTF1 TTF1:intronic:NM_007344.3 1 95.45 intronic NM_007344.3c.2222+108A>Gp.? -0.44 Myb-like DNA-binding domainrs471890 YES NK2 homeobox 1,Transcription termination factor, RNA polymerase IDNA-templated transcription, termination,RNA polymerase II transcription factor activity, sequence-specific DNA binding,cell differentiation,cellular protein metabolic process,chromatin binding,chromatin remodeling,cytosol,negative regulation of DNA replication,nucleolus,nucleoplasm,nucleus,plasma membrane,regulation of transcription from RNA polymerase II promoter,sequence-specific DNA binding,termination of RNA polymerase I transcription,transcription factor activity, RNA polymerase II transcription factor recruiting,transcription initiation from RNA polymerase I promoter,transcription regulatory region DNA bindingT=2, C=42 T=0.0455, C=0.9545 0.00001 664.151 44 T=2/0, C=17/25

chr9:135601354 C/C T C SNV AK8 AK8:intronic:NM_152572.2 1 100 intronic NM_152572.2c.1203-42A>Gp.? -0.33 AAA domain,Adenylate kinasers396819 0.4315 YES 5.116E-1 (pos.135601354) Adenylate kinase 8ATP binding,adenylate kinase activity,axoneme,cytidylate kinase activity,cytosol,nucleobase-containing small molecule interconversion,nucleoside diphosphate kinase activity,nucleoside diphosphate phosphorylation,nucleoside kinase activity,nucleoside triphosphate biosynthetic process,nucleotide biosynthetic process,protein binding,sperm flagellum,ventricular system developmentAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Mental Disorders;Neurodevelopmental DisordersBis(Adenosine)-5'-PentaphosphateT=0, C=41 T=0.0, C=1.0 0.00001 664.7 41 T=0/0, C=25/16

chrX:152083006 C/C G C SNV ZNF185 ZNF185:utr_5:NM_001178106.1 1 100 1 utr_5 NM_001178106.1c.-28G>C p.? -0.02 rs6526140 0.2906 YES 1.329E-1 (pos.152083006) Zinc finger protein 185actin cytoskeleton,actin filament binding,cytoplasm,focal adhesion,metal ion binding,zinc ion bindingG=0, C=46 G=0.0, C=1.0 0.00001 768.259 46 G=0/0, C=28/18

chrX:152083012 A/A G A SNV ZNF185 ZNF185:utr_5:NM_001178106.1 1 100 1 utr_5 NM_001178106.1c.-22G>A p.? -0.18 rs6526141 0.2875 YES 1.384E-1 (pos.152083012) Zinc finger protein 185actin cytoskeleton,actin filament binding,cytoplasm,focal adhesion,metal ion binding,zinc ion bindingG=0, A=46 G=0.0, A=1.0 0.00001 768.101 46 G=0/0, A=28/18

chr9:136305439 A/A G A SNV ADAMTS13 ADAMTS13:intronic:NM_139025.4 1 100 intronic NM_139025.4c.1787-26G>Ap.? -0.12 Metallo-peptidase family M12B Reprolysin-like,Reprolysin (M12B) family zinc metalloprotease,Thrombospondin type 1 domainrs2073932 0.4444 YES 8.228E-1 (pos.136305439) A disintegrin-like and metalloprotease with thrombospondin type 1 motif, 13calcium ion binding,cell surface,cell-matrix adhesion,cellular response to interferon-gamma,cellular response to interleukin-4,cellular response to lipopolysaccharide,cellular response to tumor necrosis factor,endoplasmic reticulum lumen,extracellular space,glycoprotein metabolic process,integrin binding,integrin-mediated signaling pathway,metal ion binding,metalloendopeptidase activity,metallopeptidase activity,peptide catabolic process,platelet activation,protein O-linked fucosylation,protein binding,protein processing,proteinaceous extracellular matrix,proteolysis,response to amine,response to potassium ion,response to toxic substance,zinc ion bindingAutoimmune Diseases;Blood Coagulation Disorders;Blood Platelet Disorders;Digestive System Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Immune System Diseases;Purpura;Purpura, Thrombocytopenic;Purpura, Thrombocytopenic, Idiopathic;Purpura, Thrombotic Thrombocytopenic;Thrombocytopenia;Thrombophilia;Thrombotic MicroangiopathiesG=0, A=48 G=0.0, A=1.0 0.00001 810.435 48 G=0/0, A=22/26

chrX:152083059 A/A G A SNV ZNF185 ZNF185:exonic:NM_001178106.1 1 100 1 missense NM_001178106.1c.26G>A p.Arg9His 1.26 0.04 29 0.799 0.06(COSM3759409) rs6526142 0.293 YES 1.572E-1 (pos.152083059)adenocarcinomaZinc finger protein 185actin cytoskeleton,actin filament binding,cytoplasm,focal adhesion,metal ion binding,zinc ion bindingG=0, A=45 G=0.0, A=1.0 0.00001 747.379 45 G=0/0, A=27/18

chr16:71509685 G/G C G SNV ZNF19 ZNF19:exonic:NM_006961.3 1 100 6 synonymous NM_006961.3c.765G>C p.(=) -2.09 0.01(COSM6351893)KRAB box,Zinc finger, C2H2 typers2288489 0.1651 YES 5.655E-1;1.507E-3;0.0 (pos.71509685)carcinoma Zinc finger protein-19 (KOX12)DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, G=116 C=0.0, G=1.0 0.00001 1855.61 116 C=0/0, G=21/95

chr2:95847041 G/G GCGG G INDEL ZNF2 ZNF2:exonic:NM_021088.3 3 100 5 nonframeshiftDeletion NM_021088.3c.474_476delGCGp.Arg157del 0.0, 0.0, -0.36, -0.21 0.35(COSM6359834)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers10578519,rs200455994,rs397802135 1.0 (pos.95847040) carcinoma Zinc finger protein-2DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingGCGG=0, G=35GCGG=0.0, G=1.0 0.00001 548.623 35 GCGG=0/0, G=11/24

chr19:12244026 G/C G C SNV

ZNF20,ZNF6

25-ZNF20 ZNF625-ZNF20:exonic_nc:NR_037802.1, ZNF20:exonic:NM_021143.3 1
57.63

4 missense NM_021143.3, NR_037802.1c.975C>G p.His325Gln -0.29 0.05 24 0.112 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers767730766 0.0 (pos.12244026) Zinc finger protein-14 (KOX 6)DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedG=25, C=34 G=0.4237, C=0.5763 0.00001 356.499 59 G=11/14, C=12/22

chr19:22154732 T/C T C SNV ZNF208 ZNF208:exonic:NM_007153.3 1 47.37 4 missense NM_007153.3c.3104A>G p.Asp1035Gly -0.55 1 94 0.002 0.02(COSM3756545),0.02(COSM3756546),0.02(COSM3756547)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers8108957 0.4353 YES 0.0 (pos.22154715),6.909E-1 (pos.22154732)acute_myeloid_leukaemia,adenocarcinomaZinc finger protein-208DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingT=27, C=27 T=0.5, C=0.5 0.00001 299.392 57 T=3/24, C=7/20

chr9:136531839 C/G C G SNV SARDH SARDH:intronic:NM_001134707.1 1 50 intronic NM_001134707.1c.2631+18G>Cp.? -1.75 Aminomethyltransferase folate-binding domain,FAD dependent oxidoreductase,FAD dependent oxidoreductase central domain,Glycine cleavage T-protein C-terminal barrel domainrs12235666 0.0314 YES 1.26E-1 (pos.136531839) Sarcosine dehydrogenasebiological_process,choline catabolic process,mitochondrial matrix,mitochondrion,oxidation-reduction process,oxidoreductase activity,sarcosine catabolic process,sarcosine dehydrogenase activityAmino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Genetic Diseases, Inborn;Metabolic Diseases;Metabolism, Inborn Errors;Mitochondrial Diseases;Nutritional and Metabolic DiseasesC=13, G=14 C=0.4815, G=0.5185 0.00001 129.926 28 C=7/6, G=7/7

chr9:136629256 C/C CTG C INDEL VAV2 VAV2:intronic:NM_001134398.1 2 100 intronic NM_001134398.1c.2590-25CAG>Gp.? -1.29, -0.81, 0.79 CAMSAP CH domain,Calponin homology (CH) domain,PH domain,Phorbol esters/diacylglycerol binding domain (C1 domain),RhoGEF domain,SH2 domain,SH3 domain,Variant SH3 domainrs34181788,rs375990263,rs398069041,rs66574029,rs745955798,rs747147137,rs750641917,rs755856236,rs761626097,rs765870545,rs770345170,rs775919154YES 0.0 (pos.136629254),0.0 (pos.136629258),1.175E-3;1.768E-1;1.703E-2;0.0;0.0;0.0 (pos.136629256)Oncogene VAV2Fc-epsilon receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,G-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,angiogenesis,cell migration,cytosol,ephrin receptor signaling pathway,epidermal growth factor receptor binding,guanyl-nucleotide exchange factor activity,lamellipodium assembly,metal ion binding,phosphotyrosine residue binding,plasma membrane,platelet activation,positive regulation of apoptotic process,positive regulation of phosphatidylinositol 3-kinase activity,protein binding,regulation of GTPase activity,regulation of Rho protein signal transduction,regulation of blood coagulation,regulation of cell size,regulation of gene expression,regulation of small GTPase mediated signal transduction,signal transduction,small GTPase mediated signal transduction,vascular endothelial growth factor receptor signaling pathwayAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesCTG=0, C=46CTG=0.0, C=1.0 0.00001 771.519 46 CTG=0/0, C=18/28

chr9:136629298 G/G A G SNV VAV2 VAV2:intronic:NM_001134398.1 1 100 intronic NM_001134398.1c.2590-67T>Cp.? -0.78 CAMSAP CH domain,Calponin homology (CH) domain,PH domain,Phorbol esters/diacylglycerol binding domain (C1 domain),RhoGEF domain,SH2 domain,SH3 domain,Variant SH3 domainrs2797825 0.478 YES Oncogene VAV2Fc-epsilon receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,G-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,angiogenesis,cell migration,cytosol,ephrin receptor signaling pathway,epidermal growth factor receptor binding,guanyl-nucleotide exchange factor activity,lamellipodium assembly,metal ion binding,phosphotyrosine residue binding,plasma membrane,platelet activation,positive regulation of apoptotic process,positive regulation of phosphatidylinositol 3-kinase activity,protein binding,regulation of GTPase activity,regulation of Rho protein signal transduction,regulation of blood coagulation,regulation of cell size,regulation of gene expression,regulation of small GTPase mediated signal transduction,signal transduction,small GTPase mediated signal transduction,vascular endothelial growth factor receptor signaling pathwayAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesA=0, G=47 A=0.0, G=1.0 0.00001 789.32 47 A=0/0, G=13/34

chr9:136804211 A/A G A SNV VAV2 VAV2:intronic:NM_001134398.1 1 100 intronic NM_001134398.1c.321+14C>Tp.? 0.1 CAMSAP CH domain,Calponin homology (CH) domain,PH domain,Phorbol esters/diacylglycerol binding domain (C1 domain),RhoGEF domain,SH2 domain,SH3 domain,Variant SH3 domainrs2073886 0.2279 YES 7.878E-1 (pos.136804211) Oncogene VAV2Fc-epsilon receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,G-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,angiogenesis,cell migration,cytosol,ephrin receptor signaling pathway,epidermal growth factor receptor binding,guanyl-nucleotide exchange factor activity,lamellipodium assembly,metal ion binding,phosphotyrosine residue binding,plasma membrane,platelet activation,positive regulation of apoptotic process,positive regulation of phosphatidylinositol 3-kinase activity,protein binding,regulation of GTPase activity,regulation of Rho protein signal transduction,regulation of blood coagulation,regulation of cell size,regulation of gene expression,regulation of small GTPase mediated signal transduction,signal transduction,small GTPase mediated signal transduction,vascular endothelial growth factor receptor signaling pathwayAutoimmune Diseases;Autoimmune Diseases of the Nervous System;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Multiple Sclerosis;Nervous System DiseasesG=0, A=62 G=0.0, A=1.0 0.00001 936.551 62 G=0/0, A=38/24

chr11:7022160 G/G A G SNV ZNF214 ZNF214:exonic:NM_013249.2 1 100 3 missense NM_013249.2c.754T>C p.Cys252Arg 2.14 0.27 180 0.001 KRAB box,Zinc finger, C2H2 typers2857919 0.0308 YES 9.994E-1 (pos.7022160) Zinc finger protein-214DNA binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingA=0, G=34 A=0.0, G=1.0 0.00001 524.185 34 A=0/0, G=23/11

chr9:137320855 G/T G T SNV RXRA RXRA:intronic:NM_002957.5 1 57.14 intronic NM_002957.5c.911-99G>Tp.? -1.41 Ligand-binding domain of nuclear hormone receptor,Nuclear/hormone receptor activator site AF-1,Zinc finger, C4 type (two domains)rs3118570 YES Retinoid X receptor, alpha9-cis retinoic acid receptor activity,DBD domain binding,DNA binding,DNA binding transcription factor activity,LBD domain binding,RNA polymerase II regulatory region sequence-specific DNA binding,RNA polymerase II transcription factor complex,bile acid and bile salt transport,camera-type eye development,cardiac muscle cell proliferation,cholesterol metabolic process,chromatin DNA binding,double-stranded DNA binding,embryo implantation,enzyme binding,in utero embryonic development,ligand-dependent nuclear receptor binding,maternal placenta development,modulation by virus of host morphology or physiology,negative regulation of transcription from RNA polymerase II promoter,nuclear chromatin,nuclear receptor activity,nucleoplasm,nucleus,peptide binding,peroxisome proliferator activated receptor signaling pathway,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription from RNA polymerase II promoter involved in cellular response to chemical stimulus,positive regulaAmyotrophic Lateral Sclerosis;Central Nervous System Diseases;Endocrine Gland Neoplasms;Endocrine System Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Head and Neck Neoplasms;Male Urogenital Diseases;Metabolic Diseases;Mononeuropathies;Motor Neuron Disease;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Peripheral Nervous System Diseases;Prostatic Diseases;Prostatic Neoplasms;Proteostasis Deficiencies;Sciatic Neuropathy;Spinal Cord Diseases;TDP-43 Proteinopathies;Thyroid Diseases;Thyroid Neoplasms;Urogenital Neoplasms(5BETA)-PREGNANE-3,20-DIONE,1-BENZYL-3-(4-METHOXYPHENYLAMINO)-4-PHENYLPYRROLE-2,5-DIONE,2-(2,4-DICHLOROBENZOYL)AMINO-5-(PYRIMIDIN-2-YLOXY)BENZOIC ACID,2-chloro-5-nitro-N-phenylbenzamide,Acitretin,Adapalene,Alitretinoin,Bexarotene,Doconexent,Etodolac,Etretinate,tributylstannanylG=21, T=28 G=0.4286, T=0.5714 0.00001 344.26 49 G=19/2, T=22/6

chr11:6976988 T/T A T SNV ZNF215 ZNF215:exonic:NM_013250.2 1 100 7 synonymous NM_013250.2c.780A>T p.(=) -0.09 C2H2-type zinc finger,KRAB box,SCAN domain,Zinc finger, C2H2 typers2239731 0.2585 YES 7.345E-1 (pos.6976988) Zinc finger protein-215DNA binding,DNA binding transcription factor activity,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, T=20 A=0.0, T=1.0 0.00001 263.786 20 A=0/0, T=5/15

chr9:137620474 T/T C T SNV COL5A1 COL5A1:intronic:NM_001278074.1 1 100 intronic NM_001278074.1c.787-42C>Tp.? -3.56 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs3124302 0.4558 YES 4.746E-1;0.0 (pos.137620474) Collagen V, alpha-1 polypeptideAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Keloid;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesBenign C=0, T=32 C=0.0, T=1.0 0.00001 485.137 32 C=0/0, T=12/20

chr9:137623193 T/T C T SNV COL5A1 COL5A1:intronic:NM_001278074.1 1 100 intronic NM_001278074.1c.1165-149C>Tp.? -3.26 Collagen triple helix repeat (20 copies),Fibrillar collagen C-terminal domainrs3124309 YES Collagen V, alpha-1 polypeptideAbortion, Spontaneous;Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Ehlers-Danlos Syndrome;Female Urogenital Diseases and Pregnancy Complications;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Keloid;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Pregnancy Complications;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesC=0, T=23 C=0.0, T=1.0 0.00001 316.747 23 C=0/0, T=14/9

chr19:44470420 C/C T C SNV ZNF221 ZNF221:exonic:NM_013359.2 1 100 6 missense NM_013359.2c.766T>C p.Cys256Arg 0.52 0 180 1 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers439676 0.0306 YES 9.809E-1 (pos.44470420) DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=10/18

chr9:138586309 A/G A G SNV SOHLH1 SOHLH1:intronic:NM_001101677.1 1 52.38 intronic NM_001101677.1c.876-6T>C p.? -1.65 Helix-loop-helix DNA-binding domainrs484524 0.0767 YES 9.801E-1 (pos.138586309) Spermatogenesis- and oogenesis-specific basic helix-look-helix protein 1RNA polymerase II regulatory region sequence-specific DNA binding,cell differentiation,core promoter sequence-specific DNA binding,cytoplasm,nucleus,oogenesis,ovarian follicle development,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingA=30, G=33 A=0.4762, G=0.5238 0.00001 333.907 63 A=10/20, G=5/28

chr9:138586854 C/T C T SNV SOHLH1 SOHLH1:intronic:NM_001101677.1 1 59.09 intronic NM_001101677.1c.875+42G>Ap.? -0.76 Helix-loop-helix DNA-binding domainrs3118655 0.0752 YES 9.793E-1 (pos.138586854) Spermatogenesis- and oogenesis-specific basic helix-look-helix protein 1RNA polymerase II regulatory region sequence-specific DNA binding,cell differentiation,core promoter sequence-specific DNA binding,cytoplasm,nucleus,oogenesis,ovarian follicle development,positive regulation of transcription from RNA polymerase II promoter,protein dimerization activity,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=9, T=13 C=0.4091, T=0.5909 0.00001 122.568 22 C=7/2, T=9/4

chr9:138837113 C/C T C SNV UBAC1 UBAC1:intronic:NM_016172.2 1 100 intronic NM_016172.2c.654-17A>Gp.? -0.61 UBA/TS-N domain,Ubiquitin-2 like Rad60 SUMO-likers10776856 0.4813 YES 5.124E-1 (pos.138837113) Ubiquitin-associated domain-containing protein 1Golgi apparatus,cytosol,extracellular exosome,plasma membrane,protein binding,protein ubiquitinationT=0, C=52 T=0.0, C=1.0 0.00001 767.015 52 T=0/0, C=31/21

chr9:139094773 G/G A G SNV LHX3 LHX3:intronic:NM_014564.4 1 100 intronic NM_014564.4c.94+19T>Cp.? -1.6 Homeobox domain,LIM domainrs2274115 YES 4.118E-1 (pos.139094773) LIM/homeodomain protein LHX3RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription factor binding,animal organ morphogenesis,inner ear development,lung development,medial motor column neuron differentiation,metal ion binding,motor neuron axon guidance,negative regulation of apoptotic process,nucleus,pituitary gland development,placenta development,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,regulation of transcription, DNA-templated,sequence-specific DNA binding,spinal cord association neuron differentiation,spinal cord motor neuron cell fate specification,transcription factor activity, RNA polymerase II transcription factor binding,transcription factor complex,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II core promoter proximal region sequence-specific binding,transcriptional activator activity, RNA polymerase II transcription regulatory region sequenceBone Diseases;Bone Diseases, Developmental;Bone Diseases, Endocrine;Brain Diseases;Central Nervous System Diseases;Dwarfism;Dwarfism, Pituitary;Ear Diseases;Endocrine System Diseases;Hearing Disorders;Hearing Loss;Hearing Loss, Sensorineural;Hypopituitarism;Hypothalamic Diseases;Musculoskeletal Diseases;Nervous System Diseases;Neurologic Manifestations;Otorhinolaryngologic Diseases;Pituitary Diseases;Sensation DisordersBenign A=0, G=32 A=0.0, G=1.0 0.00001 485.102 32 A=0/0, G=13/19

chr19:44470548 G/G A G SNV ZNF221 ZNF221:exonic:NM_013359.2 1 100 6 synonymous NM_013359.2c.894A>G p.(=) -6.93 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers453640 0.0012 YES 1.0 (pos.44470548) DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=51 A=0.0, G=1.0 0.00001 754.57 51 A=0/0, G=24/27

chr19:44470663 C/C G C SNV ZNF221 ZNF221:exonic:NM_013359.2 1 100 6 missense NM_013359.2c.1009G>C p.Ala337Pro 2.95 1 27 0 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers435590 0.0012 YES 1.0;0.0 (pos.44470663) DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, C=150 G=0.0, C=1.0 0.00001 2551.75 150 G=0/0, C=60/90

chr19:44471209 A/A T A SNV ZNF221 ZNF221:exonic:NM_013359.2 1 100 6 missense NM_013359.2c.1555T>A p.Ser519Thr -0.32 0.07 58 0.038 0.18(COSM4997926)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers365745 0.1406 YES 8.483E-1 (pos.44471209) ductal_carcinoma DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, A=74 T=0.0, A=1.0 0.00001 1170.13 74 T=0/0, A=24/50

chr9:139354437 G/A G A SNV SEC16A SEC16A:intronic:NM_014866.1 1 50 intronic NM_014866.1c.5073+57C>Tp.? 0.38 Sec23-binding domain of Sec16,Vesicle coat trafficking protein Sec16 mid-regionrs45613441 0.0867 YES Sec16, S. Cerevisiae, homolog of, ACOPII vesicle coating,Golgi apparatus,Golgi membrane,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum organization,protein binding,protein transport,substantia nigra developmentG=60, A=60 G=0.5, A=0.5 0.00001 625.858 120 G=29/31, A=46/14

chr9:139360354 G/G A G SNV SEC16A SEC16A:intronic:NM_014866.1 1 100 intronic NM_014866.1c.4303+60T>Cp.? -1.86 Sec23-binding domain of Sec16,Vesicle coat trafficking protein Sec16 mid-regionrs3124590 YES Sec16, S. Cerevisiae, homolog of, ACOPII vesicle coating,Golgi apparatus,Golgi membrane,cytosol,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum organization,protein binding,protein transport,substantia nigra developmentA=0, G=22 A=0.0, G=1.0 0.00001 298.885 22 A=0/0, G=7/15

chr9:139410424 G/G A G SNV NOTCH1 NOTCH1:intronic:NM_017617.4 1 100 intronic NM_017617.4c.1669+9T>Cp.? -3.63 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Calcium-binding EGF domain,Domain of unknown function (DUF3454),EGF-like domain,Human growth factor-like EGF,LNR domain,NOTCH proteinrs3125006 0.1395 YES 9.382E-1 (pos.139410424) Notch, Drosophila, homolog of, 1, translocation-associatedDNA binding transcription factor activity,Golgi membrane,MAML1-RBP-Jkappa- ICN1 complex,Notch binding,Notch signaling involved in heart development,Notch signaling pathway,Notch signaling pathway involved in regulation of secondary heart field cardioblast proliferation,acrosomal vesicle,adherens junction,animal organ regeneration,aortic valve morphogenesis,apical plasma membrane,apoptotic process involved in embryonic digit morphogenesis,arterial endothelial cell differentiation,astrocyte differentiation,atrioventricular node development,atrioventricular valve morphogenesis,auditory receptor cell fate commitment,axonogenesis,branching morphogenesis of an epithelial tube,calcium ion binding,cardiac atrium morphogenesis,cardiac chamber formation,cardiac epithelial to mesenchymal transition,cardiac left ventricle morphogenesis,cardiac muscle cell proliferation,cardiac muscle tissue morphogenesis,cardiac right atrium morphogenesis,cardiac right ventricle formation,cardiac septum morphogenesis,cardiac vascular smoAbnormalities, Multiple;Adenocarcinoma;Astrocytoma;Bone Diseases;Breast Diseases;Breast Neoplasms;Calcinosis;Calcium Metabolism Disorders;Carcinogenesis;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Ductal;Carcinoma, Pancreatic Ductal;Carcinoma, Squamous Cell;Cardiovascular Abnormalities;Cardiovascular Diseases;Cell Transformation, Neoplastic;Colonic Diseases;Colonic Neoplasms;Colorectal Neoplasms;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Ectodermal Dysplasia;Endocrine Gland Neoplasms;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genital Diseases, Female;Genital Neoplasms, Female;Glioblastoma;Glioma;Head and Neck Neoplasms;Heart Defects, Congenital;Heart Diseases;Heart Valve Diseases;Hemic and Lymphatic DiBenign A=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=16/7

chr19:44570393 A/A C A SNV ZNF223 ZNF223:exonic:NM_013361.5 1 100 5 missense NM_013361.5c.412C>A p.Leu138Ile -1.56 0.04 5 0.182 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers6509138 0.3537 YES 3.074E-1 (pos.44570393) DNA binding,biological_process,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, A=27 C=0.0, A=1.0 0.00001 389.987 27 C=0/0, A=8/19

chr19:44571154 C/C T C SNV ZNF223 ZNF223:exonic:NM_013361.5 1 100 5 synonymous NM_013361.5c.1173T>C p.(=) -2.76 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers4433920 0.3193 YES 3.082E-1 (pos.44571154) DNA binding,biological_process,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=32 T=0.0, C=1.0 0.00001 485.127 32 T=0/0, C=3/29

chr19:44739303 C/C T C SNV ZNF227 ZNF227:exonic:NM_182490.2 1 100 6 synonymous NM_182490.2c.720T>C p.(=) 0.34 0.05(COSM4418478)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers2279073 0.4521 YES 4.284E-1 (pos.44739303) acute_myeloid_leukaemia DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=59 T=0.0, C=1.0 0.00001 885.365 59 T=0/0, C=13/46

chr19:44739399 C/C T C SNV ZNF227 ZNF227:exonic:NM_182490.2 1 100 6 synonymous NM_182490.2c.816T>C p.(=) 0.08 0(COSM4419793)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers2279072 0.4365 YES 5.109E-1 (pos.44739399) acute_myeloid_leukaemia DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=161 T=0.0, C=1.0 0.00001 2573.27 161 T=0/0, C=91/70

chr19:44511202 T/T A T SNV ZNF230 ZNF230:utr_5:NM_006300.3 1 100 2 utr_5 NM_006300.3c.-29A>T p.? 0.21 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2356549 0.297 YES 3.009E-1 (pos.44511202) RING finger protein 141DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Precursor Cell Lymphoblastic Leukemia-LymphomaA=0, T=54 A=0.0, T=1.0 0.00001 798.148 54 A=0/0, T=31/23

chr19:44511223 G/G T G SNV ZNF230 ZNF230:utr_5:NM_006300.3 1 100 2 utr_5 NM_006300.3c.-8T>G p.? -1.78 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers424147 0.004 YES 1.0 (pos.44511223) RING finger protein 141DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedHemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Leukemia;Leukemia, Lymphoid;Lymphatic Diseases;Lymphoproliferative Disorders;Neoplasms;Neoplasms by Histologic Type;Precursor Cell Lymphoblastic Leukemia-LymphomaT=0, G=54 T=0.0, G=1.0 0.00001 798.144 54 T=0/0, G=30/24

chr9:139815052 TA/TA T TA INDEL TRAF2 TRAF2:intronic:NM_021138.3 1 100 intronic NM_021138.3c.960+85T>TAp.? -1.38 MATH domain,TNF receptor-associated factor BIRC3 binding domain,TRAF-type zinc finger,Zinc finger, C3HC4 type (RING finger)TNF receptor-associated factor 2AIP1-IRE1 complex,CD40 receptor binding,CD40 receptor complex,I-kappaB kinase/NF-kappaB signaling,IRE1-TRAF2-ASK1 complex,TRAF2-GSTP1 complex,activation of NF-kappaB-inducing kinase activity,activation of cysteine-type endopeptidase activity involved in apoptotic process,activation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,cell cortex,cellular protein complex assembly,cellular response to nitric oxide,cytoplasmic side of plasma membrane,cytosol,death-inducing signaling complex assembly,enzyme binding,identical protein binding,intracellular,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,membrane raft,metal ion binding,mitogen-activated protein kinase kinase kinase binding,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of glial cell apoptotic process,negative regulation of neuron death,nucleoplasm,positive regulation of DNA binding transcription factor activity,positive regulatioT=0, TA=65 T=0.0, TA=1.0 0.00001 856.332 65 T=0/0, TA=31/34

chr9:139815053 G/A G A SNV TRAF2 TRAF2:intronic:NM_021138.3 1 95.38 intronic NM_021138.3c.960+86G>Ap.? -0.74 MATH domain,TNF receptor-associated factor BIRC3 binding domain,TRAF-type zinc finger,Zinc finger, C3HC4 type (RING finger)rs10781522 YES TNF receptor-associated factor 2AIP1-IRE1 complex,CD40 receptor binding,CD40 receptor complex,I-kappaB kinase/NF-kappaB signaling,IRE1-TRAF2-ASK1 complex,TRAF2-GSTP1 complex,activation of NF-kappaB-inducing kinase activity,activation of cysteine-type endopeptidase activity involved in apoptotic process,activation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,cell cortex,cellular protein complex assembly,cellular response to nitric oxide,cytoplasmic side of plasma membrane,cytosol,death-inducing signaling complex assembly,enzyme binding,identical protein binding,intracellular,intrinsic apoptotic signaling pathway in response to endoplasmic reticulum stress,membrane raft,metal ion binding,mitogen-activated protein kinase kinase kinase binding,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of glial cell apoptotic process,negative regulation of neuron death,nucleoplasm,positive regulation of DNA binding transcription factor activity,positive regulatioG=3, A=62 G=0.0462, A=0.9538 0.00001 905.754 65 G=3/0, A=28/34

chr18:74671768 C/C T C SNV ZNF236 ZNF236:exonic:NM_007345.3 1 100 29 synonymous NM_007345.3c.5232T>C p.(=) 2.34 0.21(COSM3756217)C2H2-type zinc finger,Zinc finger, C2H2 type,Zinc-finger of C2H2 type,zinc-finger of a C2HC-typers470403 0.3313 YES 6.531E-1 (pos.74671768) adenocarcinomaZinc finger protein-236DNA binding,cellular response to glucose stimulus,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=99 T=0.0, C=1.0 0.00001 1681.12 99 T=0/0, C=33/66

chr10:44052903 C/C A C SNV ZNF239 ZNF239:exonic:NM_001099283.1 1 100 2 missense NM_001099283.1c.625T>G p.Cys209Gly 4.46 159 0.75(COSM3751783)Zinc finger, C2H2 typers2230661 0.4654 YES 5.554E-1 (pos.44052903) adenocarcinomaZinc finger protein-239DNA binding,DNA binding transcription factor activity,RNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific bindingA=0, C=29 A=0.0, C=1.0 0.00001 427.604 29 A=0/0, C=15/14

chr9:139840521 C/C T C SNV C8G C8G:intronic:NM_000606.2 1 100 intronic NM_000606.2c.347-16T>Cp.? -0.91 Lipocalin / cytosolic fatty-acid binding protein familyrs41307442 0.136 YES 2.452E-2 (pos.139840521) Complement component-8, gamma polypeptideblood microparticle,complement activation, alternative pathway,complement activation, classical pathway,complement binding,cytolysis,extracellular exosome,extracellular region,membrane attack complex,protein complex binding,regulation of complement activation,retinol bindingCitric Acid,Lauric Acid T=0, C=36 T=0.0, C=1.0 0.00001 563.744 36 T=0/0, C=31/5

chr10:44053013 C/C G C SNV ZNF239 ZNF239:exonic:NM_001099283.1 1 100 2 missense NM_001099283.1c.515C>G p.Ala172Gly -0.51 60 0.04(COSM3751784)Zinc finger, C2H2 typers2230660 0.4642 YES 5.56E-1;0.0 (pos.44053013)adenocarcinoma,squamous_cell_carcinomaZinc finger protein-239DNA binding,DNA binding transcription factor activity,RNA binding,RNA polymerase II core promoter proximal region sequence-specific DNA binding,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific bindingG=0, C=64 G=0.0, C=1.0 0.00001 977.635 64 G=0/0, C=44/20

chr19:58455381 T/T C T SNV ZNF256 ZNF256:exonic:NM_005773.2 1 100 2 synonymous NM_005773.2c.81G>A p.(=) -0.44 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers257652 6.00E-04 9.841E-1 (pos.58455381) Zinc finger protein 256DNA binding,DNA binding transcription factor activity,metal ion binding,multicellular organism development,negative regulation of transcription, DNA-templated,nucleus,protein binding,transcription, DNA-templatedC=0, T=20 C=0.0, T=1.0 0.00001 254.311 20 C=0/0, T=10/10

chr9:139841212 C/C T C SNV C8G C8G:intronic:NM_000606.2 1 100 intronic NM_000606.2c.596-8T>C p.? 0.08 Lipocalin / cytosolic fatty-acid binding protein familyrs41309980 0.1415 YES 2.883E-2 (pos.139841212) Complement component-8, gamma polypeptideblood microparticle,complement activation, alternative pathway,complement activation, classical pathway,complement binding,cytolysis,extracellular exosome,extracellular region,membrane attack complex,protein complex binding,regulation of complement activation,retinol bindingCitric Acid,Lauric Acid T=0, C=72 T=0.0, C=1.0 0.00001 1130.95 72 T=0/0, C=44/28

chr9:139879067 C/C T C SNV LCNL1 LCNL1:intronic:NM_207510.3 1 100 intronic NM_207510.3c.196+52T>Cp.? -3.96 Lipocalin / cytosolic fatty-acid binding protein familyrs2049042 0 1.0 (pos.139879067) T=0, C=59 T=0.0, C=1.0 0.00001 884.62 59 T=0/0, C=28/31

chr19:58453342 T/C T C SNV ZNF256 ZNF256:exonic:NM_005773.2 1 58.33 3 synonymous NM_005773.2c.834A>G p.(=) -6.25 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers959231 0.2964 YES 3.152E-1;0.0 (pos.58453342) Zinc finger protein 256DNA binding,DNA binding transcription factor activity,metal ion binding,multicellular organism development,negative regulation of transcription, DNA-templated,nucleus,protein binding,transcription, DNA-templatedT=25, C=35 T=0.4167, C=0.5833 0.00001 370.434 60 T=16/9, C=18/17

chr19:53303527 G/G A G SNV ZNF28 ZNF28:exonic:NM_006969.3 1 100 4 missense NM_006969.3c.1571T>C p.Met524Thr -2.8 0.06 81 0 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers8107444 0.0962 YES 9.197E-1;0.0 (pos.53303527) DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=70 A=0.0, G=1.0 0.00001 1092.09 70 A=0/0, G=50/20

chr9:139906513 C/C T C SNV ABCA2 ABCA2:intronic:NM_001606.4 1 100 intronic NM_001606.4c.5360+41A>Gp.? -1.84 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs2271863 0.2843 YES 8.072E-1 (pos.139906513) ATP-binding cassette 2ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,cholesterol homeostasis,cytoplasmic vesicle,endosome,endosome membrane,integral component of membrane,lipid metabolic process,lysosomal membrane,lysosome,membrane,microtubule organizing center,nucleotide binding,regulation of intracellular cholesterol transport,regulation of transcription from RNA polymerase II promoter,response to drug,response to steroid hormone,transmembrane transport,transport,transporter activityT=0, C=45 T=0.0, C=1.0 0.00001 747.381 45 T=0/0, C=22/23

chr9:139908260 AC/AC A AC INDEL ABCA2 ABCA2:intronic:NM_001606.4 1 100 intronic NM_001606.4c.4447+24T>GTp.? -0.65 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs759791307 0.0 (pos.139908260) ATP-binding cassette 2ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,cholesterol homeostasis,cytoplasmic vesicle,endosome,endosome membrane,integral component of membrane,lipid metabolic process,lysosomal membrane,lysosome,membrane,microtubule organizing center,nucleotide binding,regulation of intracellular cholesterol transport,regulation of transcription from RNA polymerase II promoter,response to drug,response to steroid hormone,transmembrane transport,transport,transporter activityA=0, AC=39 A=0.0, AC=1.0 0.00001 471.575 39 A=0/0, AC=18/21

chr9:139908265 C/C T C SNV ABCA2 ABCA2:intronic:NM_001606.4 1 100 intronic NM_001606.4c.4447+19A>Gp.? -0.88 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs10781531 0.0359 YES 1.0 (pos.139908265) ATP-binding cassette 2ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,cholesterol homeostasis,cytoplasmic vesicle,endosome,endosome membrane,integral component of membrane,lipid metabolic process,lysosomal membrane,lysosome,membrane,microtubule organizing center,nucleotide binding,regulation of intracellular cholesterol transport,regulation of transcription from RNA polymerase II promoter,response to drug,response to steroid hormone,transmembrane transport,transport,transporter activityT=0, C=39 T=0.0, C=1.0 0.00001 623.767 39 T=0/0, C=18/21

chr9:139910648 C/C T C SNV ABCA2 ABCA2:intronic:NM_001606.4 1 100 intronic NM_001606.4c.3105-22A>Gp.? -4.52 AAA domain, putative AbiEii toxin, Type IV TA system,ABC transporter,ABC-2 family transporter proteinrs6560657 0.0303 YES 9.957E-1 (pos.139910648) ATP-binding cassette 2ATP binding,ATP-binding cassette (ABC) transporter complex,ATPase activity,ATPase activity, coupled to transmembrane movement of substances,cholesterol homeostasis,cytoplasmic vesicle,endosome,endosome membrane,integral component of membrane,lipid metabolic process,lysosomal membrane,lysosome,membrane,microtubule organizing center,nucleotide binding,regulation of intracellular cholesterol transport,regulation of transcription from RNA polymerase II promoter,response to drug,response to steroid hormone,transmembrane transport,transport,transporter activityT=0, C=23 T=0.0, C=1.0 0.00001 316.747 23 T=0/0, C=8/15

chr22:22868211 A/A G A SNV ZNF280A ZNF280A:utr_3:NM_080740.4 1 100 2 utr_3 NM_080740.4c.1744C>T p.? -0.67 C2H2-type zinc finger,Domain of unknown function (DUF4195)rs361558 YES DNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=22 G=0.0, A=1.0 0.00001 288.442 22 G=0/0, A=12/10

chr9:139943549 A/A G A SNV ENTPD2 ENTPD2:intronic:NM_203468.2 1 100 intronic NM_203468.2c.1150-22C>Tp.? 0.04 GDA1/CD39 (nucleoside phosphatase) familyrs7390981 0.0741 YES 8.737E-1 (pos.139943549) Ectonucleoside triphosphate diphosphohydrolase 2ATP binding,G-protein coupled receptor signaling pathway,basal lamina,endoplasmic reticulum membrane,extracellular exosome,integral component of membrane,nucleobase-containing small molecule catabolic process,nucleoside-diphosphatase activity,nucleoside-triphosphatase activity,plasma membrane,platelet activation,purine ribonucleoside diphosphate catabolic processBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Digestive System Diseases;Liver Cirrhosis;Liver Cirrhosis, Biliary;Liver DiseasesG=0, A=52 G=0.0, A=1.0 0.00001 767.013 52 G=0/0, A=28/24

chr9:140001978 A/A C A SNV MAN1B1 MAN1B1:intronic:NM_016219.4 1 100 intronic NM_016219.4c.1765-5C>Ap.? -0.48 0.35(COSM5019207)Glycosyl hydrolase family 47rs12115325,rs7728436310.3603 YES 0.0;0.0 (pos.140001974),5.962E-3 (pos.140001978)haemangioblastomaMannosidase, alpha, class 1B member 1Golgi apparatus,Golgi membrane,N-glycan processing,calcium ion binding,endoplasmic reticulum,endoplasmic reticulum mannose trimming,endoplasmic reticulum membrane,endoplasmic reticulum quality control compartment,extracellular vesicle,integral component of membrane,mannose trimming involved in glycoprotein ERAD pathway,mannosyl-oligosaccharide 1,2-alpha-mannosidase activity,membrane,metabolic process,oligosaccharide metabolic process,protein alpha-1,2-demannosylation,protein glycosylation,trimming of first mannose on A branch,trimming of second mannose on A branch,trimming of terminal mannose on B branch,trimming of terminal mannose on C branch,ubiquitin-dependent ERAD pathwayIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations1,4-Butanediol,Duvoglustat,Kifunensine,Methyl-2-S-(Alpha-D-Mannopyranosyl)-2-Thio-Alpha-D-MannopyranosideBenign/Likely benignC=0, A=30 C=0.0, A=1.0 0.00001 446.603 30 C=0/0, A=14/16

chr9:140002220 G/G A G SNV MAN1B1 MAN1B1:intronic:NM_016219.4 1 100 intronic NM_016219.4c.1896+106A>Gp.? -1.27 Glycosyl hydrolase family 47rs10117795 YES 7.278E-1 (pos.140002220) Mannosidase, alpha, class 1B member 1Golgi apparatus,Golgi membrane,N-glycan processing,calcium ion binding,endoplasmic reticulum,endoplasmic reticulum mannose trimming,endoplasmic reticulum membrane,endoplasmic reticulum quality control compartment,extracellular vesicle,integral component of membrane,mannose trimming involved in glycoprotein ERAD pathway,mannosyl-oligosaccharide 1,2-alpha-mannosidase activity,membrane,metabolic process,oligosaccharide metabolic process,protein alpha-1,2-demannosylation,protein glycosylation,trimming of first mannose on A branch,trimming of second mannose on A branch,trimming of terminal mannose on B branch,trimming of terminal mannose on C branch,ubiquitin-dependent ERAD pathwayIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations1,4-Butanediol,Duvoglustat,Kifunensine,Methyl-2-S-(Alpha-D-Mannopyranosyl)-2-Thio-Alpha-D-MannopyranosideA=0, G=32 A=0.0, G=1.0 0.00001 485.139 32 A=0/0, G=16/16

chr9:140002261 G/G A G SNV MAN1B1 MAN1B1:intronic:NM_016219.4 1 100 intronic NM_016219.4c.1896+147A>Gp.? -3.74 Glycosyl hydrolase family 47rs11790092 YES 1.256E-2;0.0 (pos.140002261) Mannosidase, alpha, class 1B member 1Golgi apparatus,Golgi membrane,N-glycan processing,calcium ion binding,endoplasmic reticulum,endoplasmic reticulum mannose trimming,endoplasmic reticulum membrane,endoplasmic reticulum quality control compartment,extracellular vesicle,integral component of membrane,mannose trimming involved in glycoprotein ERAD pathway,mannosyl-oligosaccharide 1,2-alpha-mannosidase activity,membrane,metabolic process,oligosaccharide metabolic process,protein alpha-1,2-demannosylation,protein glycosylation,trimming of first mannose on A branch,trimming of second mannose on A branch,trimming of terminal mannose on B branch,trimming of terminal mannose on C branch,ubiquitin-dependent ERAD pathwayIntellectual Disability;Mental Disorders;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic Manifestations1,4-Butanediol,Duvoglustat,Kifunensine,Methyl-2-S-(Alpha-D-Mannopyranosyl)-2-Thio-Alpha-D-MannopyranosideA=0, G=23 A=0.0, G=1.0 0.00001 316.741 23 A=0/0, G=6/17

chr22:22868493 T/T G T SNV ZNF280A ZNF280A:exonic:NM_080740.4 1 100 2 missense NM_080740.4c.1462C>A p.Arg488Ser 4.89 110 0.98(COSM4002100)C2H2-type zinc finger,Domain of unknown function (DUF4195)rs361666 0.3191 YES 4.374E-1;7.869E-3 (pos.22868493)acute_myeloid_leukaemia,carcinomaDNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, T=27 G=0.0, T=1.0 0.00001 389.988 27 G=0/0, T=8/19

chr22:22868497 C/C G C SNV ZNF280A ZNF280A:exonic:NM_080740.4 1 100 2 missense NM_080740.4c.1458C>G p.Phe486Leu -0.22 22 0.01(COSM4002101)C2H2-type zinc finger,Domain of unknown function (DUF4195)rs361762 0.3193 YES 4.373E-1 (pos.22868497) acute_myeloid_leukaemia,carcinomaDNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, C=27 G=0.0, C=1.0 0.00001 389.988 27 G=0/0, C=8/19

chr22:22868773 A/A G A SNV ZNF280A ZNF280A:exonic:NM_080740.4 1 100 2 synonymous NM_080740.4c.1182C>T p.(=) -1.42 0.02(COSM1179797)C2H2-type zinc finger,Domain of unknown function (DUF4195)rs361737 0.3195 YES 4.378E-1 (pos.22868773) acute_myeloid_leukaemia,adenoma,neoplasmDNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=89 G=0.0, A=1.0 0.00001 1472.23 89 G=0/0, A=47/42

chr9:140146651 C/C T C SNV

STPG3,STPG

3-AS1 STPG3:intronic:NM_001256699.1, STPG3-AS1:intronic_nc:NR_038389.11
100

intronic NR_038389.1, NM_001256699.1c.403+64T>Cp.? 0.12 Sperm-tail PG-rich repeatrs28567631 YES T=0, C=36 T=0.0, C=1.0 0.00001 563.744 36 T=0/0, C=28/8

chr9:140158871 T/C T C SNV NELFB NELFB:intronic:NM_015456.4 1 47.62 intronic NM_015456.4c.1040+62T>Cp.? -1.47 Cofactor of BRCA1 (COBRA1)rs13295537 YES Cofactor of BRCA1NELF complex,RNA binding,cytoplasm,negative regulation of transcription elongation from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,positive regulation of viral transcription,protein binding,transcription elongation from RNA polymerase II promoter,transcription from RNA polymerase II promoterT=11, C=10 T=0.5238, C=0.4762 0.00001 82.2896 21 T=4/7, C=4/6

chr22:22868776 A/A G A SNV ZNF280A ZNF280A:exonic:NM_080740.4 1 100 2 synonymous NM_080740.4c.1179C>T p.(=) -0.25 0.72(COSM1179798)C2H2-type zinc finger,Domain of unknown function (DUF4195)rs362173 0.3198 YES 4.373E-1 (pos.22868776) acute_myeloid_leukaemia,adenoma,neoplasmDNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=88 G=0.0, A=1.0 0.00001 1451.91 88 G=0/0, A=47/41

chr22:22869123 C/C T C SNV ZNF280A ZNF280A:exonic:NM_080740.4 1 100 2 missense NM_080740.4c.832A>G p.Asn278Asp 3.23 23 0.01(COSM4002102)C2H2-type zinc finger,Domain of unknown function (DUF4195)rs362003 0.3192 YES 4.392E-1;0.0 (pos.22869123)acute_myeloid_leukaemia,carcinoma,neoplasmDNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=67 T=0.0, C=1.0 0.00001 1034.41 67 T=0/0, C=17/50

chr9:140325898 A/A G A SNV NOXA1 NOXA1:intronic:NM_006647.1 1 100 intronic NM_006647.1c.804+105G>Ap.? -2.55 PB1 domain,SH3 domain,Tetratricopeptide repeat,Variant SH3 domainrs7467896 YES NADPH oxidase activator 1NADPH oxidase complex,Rac GTPase binding,SH3 domain binding,cytosol,enzyme binding,positive regulation of catalytic activity,protein binding,regulation of hydrogen peroxide metabolic process,regulation of respiratory burst,superoxide metabolic process,superoxide-generating NADPH oxidase activator activityG=0, A=26 G=0.0, A=1.0 0.00001 371.408 26 G=0/0, A=4/22

chr9:140693181 A/A G A SNV EHMT1 EHMT1:intronic:NM_024757.4 1 100 intronic NM_024757.4c.2506-84G>Ap.? -0.37 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Pre-SET motif,SET domainrs4876947 YES Euchromatic histone methyltransferase 1C2H2 zinc finger domain binding,DNA methylation,chromatin organization,chromosome,embryo development,histone H3-K27 methylation,histone H3-K9 methylation,histone lysine methylation,histone methylation,histone methyltransferase activity (H3-K27 specific),histone methyltransferase activity (H3-K9 specific),histone-lysine N-methyltransferase activity,integral component of membrane,methyltransferase activity,negative regulation of G0 to G1 transition,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear body,nucleoplasm,nucleus,p53 binding,peptidyl-lysine dimethylation,peptidyl-lysine monomethylation,protein binding,protein-lysine N-methyltransferase activity,regulation of signal transduction by p53 class mediator,response to fungicide,zinc ion bindingCardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Glioma;Heart Defects, Congenital;Heart Diseases;Intellectual Disability;Medulloblastoma;Mental Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neurologic ManifestationsG=0, A=39 G=0.0, A=1.0 0.00001 602.501 39 G=0/0, A=29/10

chr22:22869538 G/G A G SNV ZNF280A ZNF280A:exonic:NM_080740.4 1 100 2 synonymous NM_080740.4c.417T>C p.(=) -0.79 0.01(COSM4002105)C2H2-type zinc finger,Domain of unknown function (DUF4195)rs361611 0.3221 YES 4.373E-1;2.323E-4 (pos.22869538)acute_myeloid_leukaemia DNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=40 A=0.0, G=1.0 0.00001 644.282 40 A=0/0, G=31/9

chr9:141009015 T/T C T SNV CACNA1B CACNA1B:intronic:NM_000718.3 1 100 intronic NM_000718.3c.5649+73C>Tp.? -0.38 Ion transport protein,Polycystin cation channel,Voltage gated calcium channel IQ domain,Voltage-dependent L-type calcium channel, IQ-associatedrs4876928 YES Calcium channel, voltage-dependent, L type, alpha 1B subunitATP binding,calcium channel activity,calcium ion binding,calcium ion transmembrane transport,chemical synaptic transmission,dendrite,high voltage-gated calcium channel activity,locomotory behavior,membrane depolarization,membrane depolarization during action potential,neuronal cell body,neurotransmitter secretion,plasma membrane,presynapse,protein C-terminus binding,protein binding,regulation of blood pressure,regulation of calcium ion transport,regulation of heart contraction,regulation of ion transmembrane transport,response to pain,transport,voltage-gated calcium channel activity,voltage-gated calcium channel complexNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesAgmatine,Amlodipine,Gabapentin,Levetiracetam,Seletracetam,Spironolactone,VerapamilC=0, T=42 C=0.0, T=1.0 0.00001 689.588 42 C=0/0, T=7/35

chr22:22869545 G/G T G SNV ZNF280A ZNF280A:exonic:NM_080740.4 1 100 2 missense NM_080740.4c.410A>C p.Tyr137Ser 0.14 144 0(COSM4002106)C2H2-type zinc finger,Domain of unknown function (DUF4195)rs361580 0.3215 YES 4.375E-1 (pos.22869545) acute_myeloid_leukaemia,carcinomaDNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, G=41 T=0.0, G=1.0 0.00001 664.7 41 T=0/0, G=31/10

chr9:14306944 G/G A G SNV NFIB NFIB:intronic:NM_001190737.1 1 100 intronic NM_001190737.1c.562+44T>Cp.? 0.2 CTF/NF-I family transcription modulation region,MH1 domain,Nuclear factor I protein pre-N-terminusrs4741362 1.00E-04 1.0 (pos.14306944) Nuclear factor I/BClara cell differentiation,DNA binding,DNA binding transcription factor activity,DNA replication,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA polymerase II transcription corepressor activity,RNA polymerase II transcription factor activity, sequence-specific DNA binding,Type I pneumocyte differentiation,Type II pneumocyte differentiation,anterior commissure morphogenesis,cell differentiation involved in salivary gland development,cerebellar mossy fiber,chondrocyte differentiation,commissural neuron axon guidance,fibrillar center,glial cell differentiation,hindbrain development,lung ciliated cell differentiation,negative regulation of DNA binding,negative regulation of epithelial cell proliferation involved in lung morphogenesis,negative regulation of mesenchymal cell proliferation involved in lung development,negative regulation of pri-miRNA transcription from RNA polymerase II promoter,negative regulation of transcription from RNA polymerase II promoter,nucleus,positive reAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and EpithelialA=0, G=45 A=0.0, G=1.0 0.00001 747.386 45 A=0/0, G=27/18

chr9:14640055 T/T C T SNV ZDHHC21 ZDHHC21:intronic:NM_178566.4 1 100 intronic NM_178566.4c.505-45G>Ap.? -0.16 DHHC palmitoyltransferasers6474849 0.0532 YES 9.211E-1 (pos.14640055) Zinc finger DHHC domain-containing protein 21Golgi apparatus,Golgi membrane,hair follicle development,integral component of membrane,palmitoyltransferase activity,peptidyl-L-cysteine S-palmitoylation,plasma membrane,protein palmitoylation,protein-cysteine S-palmitoyltransferase activity,regulation of nitric-oxide synthase activity,sebaceous gland developmentC=0, T=69 C=0.0, T=1.0 0.00001 1072.78 69 C=0/0, T=34/35

chr9:14770825 T/C T C SNV FREM1 FREM1:intronic:NM_144966.5 1 46.88 intronic NM_144966.5c.4858-21A>Gp.? -0.17 Cadherin-like,Calx-beta domain,Lectin C-type domainrs7860370 0.1834 YES 1.522E-4 (pos.14770812),2.667E-1 (pos.14770825)FRAS1-related extracellular matrix protein 1basement membrane,carbohydrate binding,cell communication,cell-matrix adhesion,craniofacial suture morphogenesis,integral component of membrane,metal ion bindingAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Coloboma;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Craniofacial Dysostosis;Digestive System Diseases;Dysostoses;Eye Abnormalities;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Hernias, Diaphragmatic, Congenital;Hypertelorism;Intestinal Diseases;Kidney Diseases;Male Urogenital Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nose Diseases;Otorhinolaryngologic Diseases;Rectal Diseases;Respiratory Tract Diseases;Urologic DiseasesT=17, C=15 T=0.5313, C=0.4688 0.00001 143.733 32 T=4/13, C=6/9

chr22:22869548 C/C T C SNV ZNF280A ZNF280A:exonic:NM_080740.4 1 100 2 missense NM_080740.4c.407A>G p.Asn136Ser -0.34 46 0.01(COSM4002107)C2H2-type zinc finger,Domain of unknown function (DUF4195)rs362011 0.321 YES 4.377E-1 (pos.22869548) acute_myeloid_leukaemia,carcinomaDNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=41 T=0.0, C=1.0 0.00001 664.691 41 T=0/0, C=31/10

chr9:17309336 C/C T C SNV CNTLN CNTLN:intronic:NM_017738.3 1 100 intronic NM_017738.3c.1341+86T>Cp.? 1.23 rs10756860 YES Centlein centriole,centriole-centriole cohesion,centrosome,cytoplasm,cytosol,extracellular exosome,nucleoplasm,protein binding, bridging,protein domain specific binding,protein kinase binding,protein localization to organelleT=0, C=35 T=0.0, C=1.0 0.00001 543.873 35 T=0/0, C=15/20

chr9:17330558 A/A T A SNV CNTLN CNTLN:intronic:NM_017738.3 1 100 intronic NM_017738.3c.1342-72T>Ap.? -0.43 rs3765040 YES Centlein centriole,centriole-centriole cohesion,centrosome,cytoplasm,cytosol,extracellular exosome,nucleoplasm,protein binding, bridging,protein domain specific binding,protein kinase binding,protein localization to organelleT=0, A=62 T=0.0, A=1.0 0.00001 940.32 62 T=0/0, A=31/31

chr9:17342517 G/G A G SNV CNTLN CNTLN:intronic:NM_017738.3 1 100 intronic NM_017738.3c.1886+75A>Gp.? 3.35 rs10756869 YES Centlein centriole,centriole-centriole cohesion,centrosome,cytoplasm,cytosol,extracellular exosome,nucleoplasm,protein binding, bridging,protein domain specific binding,protein kinase binding,protein localization to organelleA=0, G=28 A=0.0, G=1.0 0.00001 408.717 28 A=0/0, G=15/13

chr22:22869742 A/A C A SNV ZNF280A ZNF280A:exonic:NM_080740.4 1 100 2 missense NM_080740.4c.213G>T p.Lys71Asn -0.01 94 0(COSM4002109)C2H2-type zinc finger,Domain of unknown function (DUF4195)rs361959 0.3194 YES 4.398E-1 (pos.22869742) acute_myeloid_leukaemia,carcinomaDNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, A=24 C=0.0, A=1.0 0.00001 334.051 24 C=0/0, A=17/7

chr9:17395108 T/T C T SNV CNTLN CNTLN:intronic:NM_017738.3 1 100 intronic NM_017738.3c.2615+41C>Tp.? 3.83 rs3739488 0.1235 YES 8.128E-1 (pos.17395108) Centlein centriole,centriole-centriole cohesion,centrosome,cytoplasm,cytosol,extracellular exosome,nucleoplasm,protein binding, bridging,protein domain specific binding,protein kinase binding,protein localization to organelleC=0, T=79 C=0.0, T=1.0 0.00001 1269.32 79 C=0/0, T=34/45

chr22:22842206 C/C T C SNV ZNF280B ZNF280B:exonic:NM_080764.3 1 100 4 synonymous NM_080764.3c.1518A>G p.(=) -1.26 C2H2-type zinc finger,Domain of unknown function (DUF4195)rs11109 0.103 YES 7.821E-1 (pos.22842206) DNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=11/10

chr22:22842007 G/A G A SNV ZNF280B ZNF280B:utr_3:NM_080764.3 1 57.89 4 utr_3 NM_080764.3c.1717C>T p.? -0.4 C2H2-type zinc finger,Domain of unknown function (DUF4195)rs117413130 YES DNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=16, A=22 G=0.4211, A=0.5789 0.00001 249.051 38 G=11/5, A=17/5

chr19:44351694 T/T C T SNV ZNF283 ZNF283:exonic:NM_181845.1 1 100 7 missense NM_181845.1c.941C>T p.Thr314Ile 0.07 0.17 89 0 0.01(COSM4132005)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2195980 0.1425 YES 5.95E-1 (pos.44351694) ductal_carcinoma,neoplasmDNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=44 C=0.0, T=1.0 0.00001 726.449 44 C=0/0, T=27/17

chr9:17761379 T/T C T SNV SH3GL2 SH3GL2:intronic:NM_003026.3 1 100 intronic NM_003026.3c.115-56C>Tp.? -2.21 BAR domain,Bin/amphiphysin/Rvs domain for vesicular trafficking,SH3 domain,Variant SH3 domainrs1886589 0.4683 YES SH3 domain, GRB2-like, 2Golgi membrane,antigen processing and presentation of exogenous peptide antigen via MHC class II,cellular response to brain-derived neurotrophic factor stimulus,central nervous system development,clathrin-coated endocytic vesicle membrane,cytosol,dendrite extension,early endosome,extracellular exosome,identical protein binding,lipid binding,membrane organization,microtubule-based movement,negative regulation of epidermal growth factor receptor signaling pathway,neuron projection development,plasma membrane,protein binding,regulation of receptor internalization,signal transduction,synapse,synaptic vesicle uncoatingBasal Ganglia Diseases;Brain Diseases;Central Nervous System Diseases;Movement Disorders;Nervous System Diseases;Neurodegenerative Diseases;Parkinson Disease;Parkinsonian DisordersC=0, T=83 C=0.0, T=1.0 0.00001 1349.88 83 C=0/0, T=49/34

chr19:44351836 A/A G A SNV ZNF283 ZNF283:exonic:NM_181845.1 1 100 7 synonymous NM_181845.1c.1083G>A p.(=) -1.42 0(COSM4000776)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers957569 0.2359 YES 3.59E-1 (pos.44351836) acute_myeloid_leukaemia DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=38 G=0.0, A=1.0 0.00001 602.087 38 G=0/0, A=10/28

chr19:44590000 C/C CTCC C INDEL ZNF284 ZNF284:exonic:NM_001037813.3 3 100 5 nonframeshiftDeletion NM_001037813.3c.370_372delTCCp.Ser124del -3.98, -1.52, -1.81, -4.3 0.01(COSM4284041)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers139900131,rs369411341,rs75164559,rs76566549,rs777399268,rs7969209280.341 YES 2.36E-3 (pos.44590000),3.35E-1 (pos.44589999)adenocarcinoma,carcinomaDNA binding,DNA binding transcription factor activity,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedCTCC=0, C=73CTCC=0.0, C=1.0 0.00001 1154.49 73 CTCC=0/0, C=42/31

chr19:44590558 T/T C T SNV ZNF284 ZNF284:exonic:NM_001037813.3 1 100 5 synonymous NM_001037813.3c.927C>T p.(=) -0.35 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers7255701 0.3474 YES 3.112E-1 (pos.44590558) DNA binding,DNA binding transcription factor activity,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=69 C=0.0, T=1.0 0.00001 1072.78 69 C=0/0, T=27/42

chr9:18817246 C/C A C SNV ADAMTSL1 ADAMTSL1:intronic:NM_001040272.5 1 100 intronic NM_001040272.5c.3934+11A>Cp.? -0.53 Immunoglobulin I-set domain,Immunoglobulin domain,PLAC (protease and lacunin) domain,Thrombospondin type 1 domainrs1433809 0.1015 YES 9.525E-1 (pos.18817246) ADAMTS-like protein 1endoplasmic reticulum lumen,metalloendopeptidase activity,protein O-linked fucosylation,proteinaceous extracellular matrix,proteolysis,zinc ion bindingA=0, C=65 A=0.0, C=1.0 0.00001 996.423 65 A=0/0, C=30/35

chr9:18817372 T/T C T SNV ADAMTSL1 ADAMTSL1:intronic:NM_001040272.5 1 100 intronic NM_001040272.5c.3934+137C>Tp.? 1.06 Immunoglobulin I-set domain,Immunoglobulin domain,PLAC (protease and lacunin) domain,Thrombospondin type 1 domainrs7873880 YES ADAMTS-like protein 1endoplasmic reticulum lumen,metalloendopeptidase activity,protein O-linked fucosylation,proteinaceous extracellular matrix,proteolysis,zinc ion bindingC=0, T=57 C=0.0, T=1.0 0.00001 849.608 57 C=0/0, T=19/38



chr19:44891783 GC/GC G GC INDEL ZNF285 ZNF285:exonic:NM_001291488.1 1 100 5 frameshiftInsertion NM_001291488.1c.644_645insGp.Asn215fs -1.96 DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, GC=23 G=0.0, GC=1.0 0.00001 254.251 23 G=0/0, GC=13/10

chr9:20720599 C/C A C SNV FOCAD FOCAD:intronic:NM_017794.4 1 100 intronic NM_017794.4c.287+66A>Cp.? -0.37 Focadhesin,Protein of unknown function (DUF3730)rs4977898 YES Focadhesin focal adhesion,integral component of membrane,protein bindingA=0, C=65 A=0.0, C=1.0 0.00001 996.464 65 A=0/0, C=31/34

chr9:21026540 T/T G T SNV HACD4 HACD4:intronic:NM_001010915.4 1 100 intronic NM_001010915.4c.270+55C>Ap.? -4.23 Protein tyrosine phosphatase-like protein, PTPLArs2275889 YES Protein tyrosine phosphatase-like A domain-containing protein 23-hydroxy-arachidoyl-CoA dehydratase activity,3-hydroxy-behenoyl-CoA dehydratase activity,3-hydroxy-lignoceroyl-CoA dehydratase activity,3-hydroxyacyl-CoA dehydratase activity,endoplasmic reticulum,enzyme binding,fatty acid elongation,integral component of endoplasmic reticulum membrane,sphingolipid biosynthetic process,very long-chain fatty acid biosynthetic process,very-long-chain 3-hydroxyacyl-CoA dehydratase activityG=0, T=51 G=0.0, T=1.0 0.00001 754.578 51 G=0/0, T=18/33

chr19:44891784 C/C T C SNV ZNF285 ZNF285:exonic:NM_001291488.1 1 100 5 missense NM_001291488.1c.644A>G p.Asn215Ser 0.21 0.61 46 0.002 0.01(COSM5427149) rs2571089 0.0964 YES 6.443E-1;0.0 (pos.44891784)acute_myeloid_leukaemia DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=23 T=0.0, C=1.0 0.00001 309.927 23 T=0/0, C=13/10

chr17:15611495 C/C T C SNV ZNF286A ZNF286A:exonic:NM_001130842.1 1 100 5 missense NM_001130842.1c.268T>C p.Tyr90His 1.34 0.04 83 0.001 0.21(COSM436076)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers3760299 0.3673 YES 6.348E-1 (pos.15611495) adenocarcinoma,carcinomaDNA binding,DNA binding transcription factor activity,integral component of membrane,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=41 T=0.0, C=1.0 0.00001 670.014 41 T=0/0, C=22/19

chr19:53384185 T/T C T SNV ZNF320 ZNF320:exonic:NM_207333.3 1 100 5 synonymous NM_207333.3c.1194G>A p.(=) -2.39 0.01(COSM6350511)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers6509701 0.3113 YES 3.805E-1 (pos.53384185) carcinoma Zinc finger protein 320DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=86 C=0.0, T=1.0 0.00001 1410.93 86 C=0/0, T=29/57

chr19:54080144 G/G A G SNV ZNF331 ZNF331:exonic:NM_001253799.1 1 100 6 synonymous NM_001253799.1c.330A>G p.(=) -3.13 0.01(COSM148735)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers8109631 0.2865 YES 6.772E-1 (pos.54080144) adenocarcinomaZinc finger protein-331DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingArsenic Poisoning;Heavy Metal Poisoning, Nervous System;Nervous System Diseases;Neurotoxicity Syndromes;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=32 A=0.0, G=1.0 0.00001 484.489 32 A=0/0, G=10/22

chr20:44596207 G/G C G SNV ZNF335 ZNF335:exonic:NM_022095.3 1 100 6 missense NM_022095.3c.881G>C p.Ser294Thr 1.97 1 58 0 0.03(COSM4001921)C2H2-type zinc finger,C2H2-type zinc-finger domain,Zinc finger, C2H2 typers6032606 0.0535 YES 5.471E-1 (pos.44596207) acute_myeloid_leukaemia,carcinomaZinc finger protein 335RNA polymerase II core promoter sequence-specific DNA binding,brain development,brain morphogenesis,cerebral cortex neuron differentiation,histone H3-K4 trimethylation,histone methyltransferase complex,in utero embryonic development,metal ion binding,neuron projection morphogenesis,nucleoplasm,nucleus,positive regulation of lymphocyte proliferation,positive regulation of neuroblast proliferation,positive regulation of neurogenesis,protein binding,regulation of gene expression, epigenetic,regulation of histone H3-K4 methylation,regulation of transcription, DNA-templated,transcription regulatory region DNA binding,transcription, DNA-templatedLikely benign C=0, G=21 C=0.0, G=1.0 0.00001 281.234 21 C=0/0, G=9/12

chr9:26934858 G/A G A SNV PLAA PLAA:intronic:NM_001031689.2 1 56 intronic NM_001031689.2c.343+153C>Tp.? 0.51 PFU (PLAA family ubiquitin binding),PUL domain,WD domain, G-beta repeatrs10738762 YES Phospholipase A2-activating proteincellular response to lipopolysaccharide,cytoplasm,extracellular exosome,inflammatory response,macroautophagy,negative regulation of protein K63-linked ubiquitination,nucleus,phospholipase A2 activator activity,phospholipid metabolic process,positive regulation of catalytic activity,positive regulation of dendrite extension,positive regulation of neuron migration,positive regulation of prostaglandin secretion,positive regulation of synaptic vesicle recycling,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,signal transduction,synapse,ubiquitin binding,ubiquitin recycling,ubiquitin-dependent protein catabolic process via the multivesicular body sorting pathwayG=11, A=14 G=0.44, A=0.56 0.00001 134.35 25 G=4/7, A=8/6

chr9:26934895 CC/TG CC TG MNV PLAA PLAA:intronic:NM_001031689.2 2 56 intronic NM_001031689.2c.343+116GG>CAp.? -0.01, -0.34 PFU (PLAA family ubiquitin binding),PUL domain,WD domain, G-beta repeatrs62544451,rs78658575 YES Phospholipase A2-activating proteincellular response to lipopolysaccharide,cytoplasm,extracellular exosome,inflammatory response,macroautophagy,negative regulation of protein K63-linked ubiquitination,nucleus,phospholipase A2 activator activity,phospholipid metabolic process,positive regulation of catalytic activity,positive regulation of dendrite extension,positive regulation of neuron migration,positive regulation of prostaglandin secretion,positive regulation of synaptic vesicle recycling,proteasome-mediated ubiquitin-dependent protein catabolic process,protein binding,signal transduction,synapse,ubiquitin binding,ubiquitin recycling,ubiquitin-dependent protein catabolic process via the multivesicular body sorting pathwayCC=11, TG=14CC=0.44, TG=0.56 0.00001 134.35 25 CC=4/7, TG=8/6

chr9:27047246 C/C T C SNV IFT74 IFT74:intronic:NM_025103.3 1 100 intronic NM_025103.3c.1109-26T>Cp.? -0.27 rs10812520 0.2401 YES 8.765E-1 (pos.27047246) Intraflagellar transport 74, Chlamydomonas, homolog ofNotch signaling pathway,beta-tubulin binding,centrosome,chromatin binding,ciliary tip,cilium,cilium assembly,cytoplasmic vesicle,determination of left/right symmetry,heart development,intraciliary transport,intraciliary transport involved in cilium assembly,intraciliary transport particle B,keratinocyte development,motile cilium,negative regulation of epithelial cell proliferation,non-motile cilium assembly,nucleus,positive regulation of cell adhesion mediated by integrin,positive regulation of transcription from RNA polymerase II promoter,protein bindingT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=19/9

chr9:27173180 T/T C T SNV TEK TEK:intronic:NM_000459.4 1 100 intronic NM_000459.4c.761-40C>Tp.? -0.86 Fibronectin type III domain,Human growth factor-like EGF,Protein kinase domain,Protein tyrosine kinase,Tie-2 Ig-like domain 1rs666478 0.4726 YES 2.956E-1 (pos.27173180) TEK tyrosine kinase, endothelialATP binding,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,Tie signaling pathway,actin filament,angiogenesis,apical plasma membrane,basal plasma membrane,basolateral plasma membrane,cell surface,cell-cell junction,cell-cell signaling,cytoplasm,definitive hemopoiesis,endochondral ossification,endothelial cell proliferation,extracellular region,focal adhesion,glomerulus vasculature development,growth factor binding,heart development,heart trabecula formation,integral component of plasma membrane,leukocyte migration,membrane raft,microtubule organizing center,microvillus,negative regulation of angiogenesis,negative regulation of apoptotic process,negative regulation of endothelial cell apoptotic process,negative regulation of inflammatory response,peptidyl-tyrosine phosphorylation,plasma membrane,positive regulation of ERK1 and ERK2 cascade,positive regulation of actin cytoskeleton reorganization,positive regulation of angiogenesis,positive regulation of endothelial cell migration,positive regulatioArteriovenous Malformations;Brain Diseases;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Epilepsies, Partial;Epilepsy;Epilepsy, Temporal Lobe;Heart Diseases;Hemangiosarcoma;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Connective and Soft Tissue;Neoplasms, Experimental;Neoplasms, Vascular Tissue;Nervous System Diseases;Sarcoma;Vascular Diseases;Vascular MalformationsAmpicillin,N-{4-METHYL-3-(3-PYRIMIDIN-4-YLPYRIDIN-2-YL)AMINOPHENYL}-3-(TRIFLUOROMETHYL)BENZAMIDE,Ponatinib,Regorafenib,VandetanibC=0, T=44 C=0.0, T=1.0 0.00001 726.548 44 C=0/0, T=15/29

chr20:44596545 A/A G A SNV ZNF335 ZNF335:exonic:NM_022095.3 1 100 5 synonymous NM_022095.3c.642C>T p.(=) 1.13 0.72(COSM443920)C2H2-type zinc finger,C2H2-type zinc-finger domain,Zinc finger, C2H2 typers3848719 0.4298 YES 1.169E-3 (pos.44596545) adenocarcinoma,neoplasmZinc finger protein 335RNA polymerase II core promoter sequence-specific DNA binding,brain development,brain morphogenesis,cerebral cortex neuron differentiation,histone H3-K4 trimethylation,histone methyltransferase complex,in utero embryonic development,metal ion binding,neuron projection morphogenesis,nucleoplasm,nucleus,positive regulation of lymphocyte proliferation,positive regulation of neuroblast proliferation,positive regulation of neurogenesis,protein binding,regulation of gene expression, epigenetic,regulation of histone H3-K4 methylation,regulation of transcription, DNA-templated,transcription regulatory region DNA binding,transcription, DNA-templatedBenign/Likely benignG=0, A=58 G=0.0, A=1.0 0.00001 867.368 58 G=0/0, A=31/27

chr19:52468203 A/A T A SNV

ZNF350,ZNF

350-AS1 ZNF350:exonic:NM_021632.3, ZNF350-AS1:intronic_nc:NR_103847.1 1
100

5 missense NR_103847.1, NM_021632.3c.1503A>T p.Arg501Ser -0.26 0 110 0.064 0.18(COSM6353887)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2278415 0.1274 YES 2.2E-1 (pos.52468203) carcinoma Zinc finger protein 350DNA binding,RNA polymerase II intronic transcription regulatory region sequence-specific DNA binding,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nuclear body,nuclear matrix,nucleic acid binding,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific binding,transcriptional repressor complexT=0, A=47 T=0.0, A=1.0 0.00001 789.312 47 T=0/0, A=28/19

chr5:178507069 C/C T C SNV ZNF354C ZNF354C:exonic:NM_014594.2 1 100 5 missense NM_014594.2c.1636T>C p.Phe546Leu 1.01 0.66 22 0 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers1445846 0.3255 YES 8.764E-1 (pos.178507069) DNA binding,DNA binding transcription factor activity,cytosol,metal ion binding,nuclear membrane,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=33 T=0.0, C=1.0 0.00001 504.598 33 T=0/0, C=13/20

chr5:178507090 A/A G A SNV ZNF354C ZNF354C:exonic:NM_014594.2 1 100 5 missense NM_014594.2c.1657G>A p.Glu553Lys 0.47 0.46 56 0.001 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers1445845,rs775119625 0.3232 YES 8.76E-1;1.16E-4 (pos.178507090) DNA binding,DNA binding transcription factor activity,cytosol,metal ion binding,nuclear membrane,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=32 G=0.0, A=1.0 0.00001 485.141 32 G=0/0, A=12/20

chr9:27525022 T/T A T SNV

IFNK,MOB3

B IFNK:intronic:NM_020124.2, MOB3B:intronic:NM_024761.4 1
100

intronic NM_024761.4, NM_020124.2c.-198+4531T>A, c.*625+63A>Tp.?, p.? -1.17 Interferon alpha/beta domain,Mob1/phocein familyrs700784 Interferon, kappa,MOB kinase activator 3BB cell differentiation,B cell proliferation,T cell activation involved in immune response,adaptive immune response,cytokine activity,cytokine-mediated signaling pathway,defense response to virus,extracellular region,extracellular space,humoral immune response,metal ion binding,natural killer cell activation,natural killer cell activation involved in immune response,negative regulation of cell proliferation,positive regulation of innate immune response,positive regulation of peptidyl-serine phosphorylation of STAT protein,protein binding,regulation of receptor activity,regulation of transcription, DNA-templated,response to exogenous dsRNA,response to virus,type I interferon receptor bindingA=0, T=29 A=0.0, T=1.0 0.00001 427.603 29 A=0/0, T=12/17

chr19:37117302 A/G A G SNV ZNF382 ZNF382:exonic:NM_001256838.1 1 50 5 missense NM_001256838.1c.500A>G p.Glu167Gly 1.85 1 98 0.103 0.71(COSM3756690),0.71(COSM3756691)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers3108171 0.3844 YES 8.173E-1 (pos.37117302) adenocarcinomaZinc finger protein 382DNA binding transcription factor activity,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,nucleic acid binding,nucleus,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription, DNA-templated,transcription regulatory region DNA binding,transcription, DNA-templatedA=16, G=16 A=0.5, G=0.5 0.00001 158.203 32 A=13/3, G=7/9

chr3:21462754 G/G A G SNV ZNF385D ZNF385D:exonic:NM_024697.2 1 100 8 synonymous NM_024697.2c.1140T>C p.(=) -4.47 Zinc-finger double-stranded RNA-binding,Zinc-finger of C2H2 typers451242 0.2445 YES 9.078E-1;0.0 (pos.21462754) RNA binding,intrinsic apoptotic signaling pathway by p53 class mediator,nucleus,p53 binding,zinc ion bindingAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersA=0, G=55 A=0.0, G=1.0 0.00001 814.861 55 A=0/0, G=18/37

chr9:33301098 C/T C T SNV NFX1 NFX1:intronic:NM_002504.5 1 58.33 intronic NM_002504.5c.1034-163C>Tp.? 0.46 NF-X1 type zinc finger,R3H domainrs7866990 YES Nuclear transcription factor, X box-binding, protein 1DNA binding transcription factor activity,RNA binding,RNA polymerase II regulatory region sequence-specific DNA binding,cytosol,inflammatory response,ligase activity,negative regulation of MHC class II biosynthetic process,negative regulation of transcription from RNA polymerase II promoter,nucleolus,nucleus,plasma membrane,transcription from RNA polymerase II promoter,transcriptional repressor activity, RNA polymerase II core promoter proximal region sequence-specific binding,viral process,zinc ion bindingC=10, T=14 C=0.4167, T=0.5833 0.00001 135.266 24 C=9/1, T=8/6

chr9:33395196 G/G A G SNV AQP7 AQP7:intronic:NM_001170.2 1 100 intronic NM_001170.2c.27-3T>C p.? 1.28 0.01(COSM4163759),0.01(COSM4163760),0.01(COSM4909340)Major intrinsic proteinrs642636 0 1.0 (pos.33395196) neoplasm Aquaporin-7 cell-cell junction,cytoplasm,excretion,generation of precursor metabolites and energy,glycerol channel activity,glycerol transport,integral component of membrane,integral component of plasma membrane,plasma membrane,transport,transporter activity,water channel activity,water transportDigestive System Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Nutrition Disorders;Nutritional and Metabolic Diseases;Obesity;OvernutritionA=0, G=69 A=0.0, G=1.0 0.00001 1072.78 69 A=0/0, G=49/20

chr9:33447306 G/G C G SNV AQP3 AQP3:intronic:NM_004925.4 1 100 intronic NM_004925.4c.108+115G>Cp.? 1.07 Major intrinsic proteinrs517210 YES Aquaporin-3 basolateral plasma membrane,cell-cell junction,cellular response to hypoxia,cellular response to oxygen-glucose deprivation,cytoplasm,excretion,glycerol channel activity,glycerol transport,integral component of membrane,nucleus,odontogenesis,plasma membrane,positive regulation of immune system process,regulation of keratinocyte differentiation,renal water absorption,renal water homeostasis,response to calcium ion,response to retinoic acid,response to vitamin D,transport,transporter activity,urea transport,water channel activity,water transportAdnexal Diseases;Carcinoma;Carcinoma, Squamous Cell;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Head and Neck Neoplasms;Lymphatic Metastasis;Male Urogenital Diseases;Mouth Diseases;Mouth Neoplasms;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Neoplastic Processes;Ovarian Diseases;Ovarian Neoplasms;Skin Diseases;Skin Neoplasms;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Tongue Diseases;Tongue Neoplasms;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsC=0, G=24 C=0.0, G=1.0 0.00001 334.79 24 C=0/0, G=18/6

chr18:72347482 C/C T C SNV ZNF407 ZNF407:exonic:NM_017757.2 1 100 1 synonymous NM_017757.2c.4507T>C p.(=) 1.2 0.51(COSM1130046),0.51(COSM3756213),0.51(COSM3756214)Zinc finger, C2H2 type,Zinc-finger of C2H2 typers12327359 0.4302 YES 1.864E-1 (pos.72347482) acute_myeloid_leukaemia,adenocarcinomaZinc finger protein 407DNA binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingBenign/Likely benignT=0, C=47 T=0.0, C=1.0 0.00001 789.328 47 T=0/0, C=25/22

chr9:33467983 A/A G A SNV

MIR6851,N

OL6 MIR6851:upstream:NR_106910.1, NOL6:intronic:NM_022917.4 1
100

intronic NM_022917.4, NR_106910.1c.1424+45C>Tp.? 0.77 Nrap protein PAP/OAS-like domain,Nrap protein PAP/OAS1-like domain 5,Nrap protein domain 1,Nrap protein domain 3,Nrap protein domain 6,Nrap protein nucleotidyltransferase domain 4rs679644 0 1.0 (pos.33467983) Nucleolar protein 6CURI complex,RNA binding,UTP-C complex,condensed nuclear chromosome,mitochondrion,nucleolus,nucleoplasm,nucleus,protein binding,rRNA processing,small-subunit processome,tRNA export from nucleusG=0, A=119 G=0.0, A=1.0 0.00001 1917.69 119 G=0/0, A=63/56

chr9:33529314 G/A G A SNV ANKRD18B ANKRD18B:intronic:NM_001353432.1 1 50 intronic NM_001353432.1c.495+143G>Ap.? -0.32 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil region,Domain of unknown function (DUF3496)rs2985588 YES G=28, A=28 G=0.5, A=0.5 0.00001 273.892 56 G=11/17, A=7/21

chr18:72776121 A/A G A SNV ZNF407 ZNF407:exonic:NM_017757.2 1 100 8 synonymous NM_017757.2c.6444G>A p.(=) -5.43 0.04(COSM4131086)Zinc finger, C2H2 type,Zinc-finger of C2H2 typers3744913 0.1456 YES 9.017E-1 (pos.72776121) neoplasm Zinc finger protein 407DNA binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingLikely benign G=0, A=33 G=0.0, A=1.0 0.00001 504.506 33 G=0/0, A=13/20

chr19:53611802 T/G T G SNV ZNF415 ZNF415:exonic:NM_018355.3 1 50 4 missense NM_018355.3c.1496A>C p.Asn499Thr -2.27 0.13 65 0.426 0.01(COSM5880821),0.01(COSM5880822),0.01(COSM5880823)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers61733666 0.0373 YES 0.0 (pos.53611802) rhabdomyosarcoma DNA binding,DNA binding transcription factor activity,cytoplasm,fibrillar center,intracellular,metal ion binding,microtubule cytoskeleton,nucleic acid binding,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=23, G=23 T=0.5, G=0.5 0.00001 258.57 46 T=18/5, G=9/14

chr19:58420162 C/C T C SNV ZNF417 ZNF417:exonic:NM_152475.2 1 100 3 missense NM_152475.2c.1484A>G p.Asn495Ser -8.71 1 46 0 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers10416584 0.2906 YES 2.875E-1 (pos.58420162) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=25 T=0.0, C=1.0 0.00001 353.018 25 T=0/0, C=3/22

chr19:58003488 G/G A G SNV ZNF419 ZNF419:exonic:NM_001098491.1 1 100 4 synonymous NM_001098491.1c.210A>G p.(=) -0.35 0.01(COSM3757334)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2074070 YES 6.191E-1 (pos.58003488) adenocarcinomaZinc finger protein 419DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=37 A=0.0, G=1.0 0.00001 583.704 37 A=0/0, G=11/26

chr19:58003580 G/G A G SNV ZNF419 ZNF419:splicesite_5:NM_001098491.1 1 100 4 splicesite NM_001098491.1c.301+1A>Gp.? 0.11 0(COSM3757335)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2074071 0.3056 YES 7.21E-1 (pos.58003580) acute_myeloid_leukaemia,adenocarcinomaZinc finger protein 419DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=38 A=0.0, G=1.0 0.00001 603.786 38 A=0/0, G=12/26

chr19:11943697 A/A G A SNV ZNF440 ZNF440:exonic:NM_152357.2 1 100 4 missense NM_152357.2c.1706G>A p.Ser569Asn -1.59 1 46 0 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers400106 0.0714 YES 9.998E-1 (pos.11943697) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=24 G=0.0, A=1.0 0.00001 338.65 24 G=0/0, A=16/8

chr19:11891003 A/A G A SNV ZNF441 ZNF441:exonic:NM_152355.2 1 100 4 missense NM_152355.2c.364G>A p.Val122Ile -0.3 1 29 0 0(COSM3756310),0(COSM3756311)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers799193 0.2103 YES 9.472E-1;0.0 (pos.11891003)adenocarcinoma DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=49 G=0.0, A=1.0 0.00001 831.633 49 G=0/0, A=27/22

chr19:44419030 G/G A G SNV ZNF45 ZNF45:exonic:NM_003425.3 1 100 10 synonymous NM_003425.3c.558T>C p.(=) -1.26 KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers386809614,rs4202421.00E-04 1.0;0.0 (pos.44419030) Zinc finger protein-45DNA binding,DNA binding transcription factor activity,metal ion binding,multicellular organism development,nucleoplasm,regulation of transcription, DNA-templated,transcription initiation from RNA polymerase II promoterA=0, G=80 A=0.0, G=1.0 0.00001 1289.35 80 A=0/0, G=56/24

chr9:35062972 T/T C T SNV VCP VCP:intronic:NM_007126.3 1 100 intronic NM_007126.3c.811+3G>Ap.? 0.55 0.29(COSM150600)AAA domain (Cdc48 subfamily),AAA domain (dynein-related subfamily),ATPase family associated with various cellular activities (AAA),Cell division protein 48 (CDC48), N-terminal domain,Cell division protein 48 (CDC48), domain 2,Holliday junction DNA helicase ruvB N-terminus,Vps4 C terminal oligomerisation domainrs514492 0.2262 YES 4.643E-1 (pos.35062972) acute_myeloid_leukaemia,adenocarcinoma,carcinomaValosin-containing proteinADP binding,ATP binding,ATP metabolic process,ATPase activity,ATPase complex,BAT3 complex binding,DNA repair,Derlin-1 retrotranslocation complex,ER to Golgi vesicle-mediated transport,ER-associated misfolded protein catabolic process,ERAD pathway,K48-linked polyubiquitin modification-dependent protein binding,MHC class I protein binding,NADH metabolic process,RNA binding,VCP-NPL4-UFD1 AAA ATPase complex,VCP-NSFL1C complex,activation of cysteine-type endopeptidase activity involved in apoptotic process,aggresome assembly,autophagosome maturation,autophagy,azurophil granule lumen,cellular response to DNA damage stimulus,cytoplasm,cytosol,deubiquitinase activator activity,double-strand break repair,endoplasmic reticulum,endoplasmic reticulum membrane,endoplasmic reticulum stress-induced pre-emptive quality control,endoplasmic reticulum unfolded protein response,endosome to lysosome transport via multivesicular body sorting pathway,error-free translesion synthesis,establishment of protein localization,extracellulAmyotrophic Lateral Sclerosis;Aphasia;Aphasia, Primary Progressive;Bone Diseases;Brain Diseases;Central Nervous System Diseases;Communication Disorders;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dementia;Dermatitis;Drug Eruptions;Drug Hypersensitivity;Erythema;Erythema Multiforme;Frontotemporal Dementia;Frontotemporal Lobar Degeneration;Genetic Diseases, Inborn;Hypersensitivity;Immune System Diseases;Language Disorders;Mental Disorders;Metabolic Diseases;Motor Neuron Disease;Mouth Diseases;Muscular Diseases;Muscular Disorders, Atrophic;Muscular Dystrophies;Muscular Dystrophies, Limb-Girdle;Musculoskeletal Diseases;Myositis;Myositis, Inclusion Body;Nervous System Diseases;Neurobehavioral Manifestations;Neurocognitive Disorders;Neurodegenerative Diseases;Neurologic Manifestations;Neuromuscular Diseases;Nutritional and Metabolic Diseases;Osteitis Deformans;Primary Progressive Nonfluent Aphasia;Proteostasis Deficiencies;Skin Diseases;Skin Diseases, Vesiculobullous;Skin and Connective Tissue DPhosphoaminophosphonic Acid-Adenylate EsterBenign C=0, T=25 C=0.0, T=1.0 0.00001 353.017 25 C=0/0, T=12/13

chr9:35074917 C/C T C SNV FANCG FANCG:intronic:NM_004629.1 1 100 intronic NM_004629.1c.1636+7A>Gp.? 0.23 0.13(COSM4408697) rs587118 0.4993 YES 3.929E-3 (pos.35074917) hepatocellular_carcinomaX-ray repair, complementing defective, in Chinese hamster, 9DNA repair,Fanconi anaemia nuclear complex,cell cycle checkpoint,cytosol,damaged DNA binding,interstrand cross-link repair,intracellular,mitochondrion,mitochondrion organization,nucleolus,nucleoplasm,ovarian follicle development,phosphorelay signal transduction system,plasma membrane,protein binding,response to radiation,signal transducer activity,spermatid developmentAnemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Marrow Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Fanconi Anemia;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Mouth Diseases;Nutritional and Metabolic Diseases;Stomatognathic DiseasesBenign T=0, C=47 T=0.0, C=1.0 0.00001 789.314 47 T=0/0, C=25/22

chr9:35079361 T/T G T SNV FANCG FANCG:intronic:NM_004629.1 1 100 intronic NM_004629.1c.84+77C>Ap.? -0.05 rs504082 YES X-ray repair, complementing defective, in Chinese hamster, 9DNA repair,Fanconi anaemia nuclear complex,cell cycle checkpoint,cytosol,damaged DNA binding,interstrand cross-link repair,intracellular,mitochondrion,mitochondrion organization,nucleolus,nucleoplasm,ovarian follicle development,phosphorelay signal transduction system,plasma membrane,protein binding,response to radiation,signal transducer activity,spermatid developmentAnemia;Anemia, Aplastic;Anemia, Hypoplastic, Congenital;Bone Marrow Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;DNA Repair-Deficiency Disorders;Fanconi Anemia;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Metabolic Diseases;Mouth Diseases;Nutritional and Metabolic Diseases;Stomatognathic DiseasesG=0, T=60 G=0.0, T=1.0 0.00001 903.53 60 G=0/0, T=43/17

chr9:35100569 G/G A G SNV STOML2 STOML2:intronic:NM_013442.2 1 100 intronic NM_013442.2c.933+26T>Cp.? -0.21 C-terminal region of band_7,SPFH domain / Band 7 familyrs586017 0.2091 YES 4.78E-1 (pos.35100569) Stomatin-like protein 2CD4-positive, alpha-beta T cell activation,COP9 signalosome,GTPase binding,T cell receptor complex,T cell receptor signaling pathway,actin cytoskeleton,cardiolipin binding,cellular calcium ion homeostasis,cytoskeleton,extrinsic component of plasma membrane,immunological synapse,interleukin-2 production,lipid localization,membrane,membrane raft,mitochondrial ATP synthesis coupled proton transport,mitochondrial calcium ion transmembrane transport,mitochondrial inner membrane,mitochondrial intermembrane space,mitochondrial protein processing,mitochondrion organization,positive regulation of cardiolipin metabolic process,positive regulation of mitochondrial DNA replication,positive regulation of mitochondrial membrane potential,protein binding,protein oligomerization,receptor binding,stress-induced mitochondrial fusionDermatitis;Dermatitis, Contact;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesA=0, G=29 A=0.0, G=1.0 0.00001 403.163 29 A=0/0, G=16/13

chr9:35101384 C/C CAC C INDEL STOML2 STOML2:intronic:NM_013442.2 2 100 intronic NM_013442.2c.579+39GTG>Gp.? -1.52, -0.3, -0.61 C-terminal region of band_7,SPFH domain / Band 7 familyrs200078307,rs34240345,rs74174791,rs764059816YES 0.0 (pos.35101386),4.725E-1 (pos.35101383)Stomatin-like protein 2CD4-positive, alpha-beta T cell activation,COP9 signalosome,GTPase binding,T cell receptor complex,T cell receptor signaling pathway,actin cytoskeleton,cardiolipin binding,cellular calcium ion homeostasis,cytoskeleton,extrinsic component of plasma membrane,immunological synapse,interleukin-2 production,lipid localization,membrane,membrane raft,mitochondrial ATP synthesis coupled proton transport,mitochondrial calcium ion transmembrane transport,mitochondrial inner membrane,mitochondrial intermembrane space,mitochondrial protein processing,mitochondrion organization,positive regulation of cardiolipin metabolic process,positive regulation of mitochondrial DNA replication,positive regulation of mitochondrial membrane potential,protein binding,protein oligomerization,receptor binding,stress-induced mitochondrial fusionDermatitis;Dermatitis, Contact;Skin Diseases;Skin Diseases, Eczematous;Skin and Connective Tissue DiseasesCAC=0, C=21CAC=0.0, C=1.0 0.00001 281.234 21 CAC=0/0, C=18/3

chr9:35556250 G/C G C SNV RUSC2 RUSC2:intronic:NM_014806.4 1 95.45 intronic NM_014806.4c.2843-55G>Cp.? 0.56 RUN domain,Variant SH3 domainrs870978 YES RUN and SH3 domain-containing 2Rab GTPase binding,biological_process,cytoplasmic vesicle,cytosol,extracellular exosome,protein bindingG=1, C=21 G=0.0455, C=0.9545 0.00001 267.288 22 G=0/1, C=12/9

chr19:53344701 A/G A G SNV ZNF468 ZNF468:exonic:NM_001008801.1 1 50 4 synonymous NM_001008801.1c.846T>C p.(=) -4.79 0.02(COSM148724)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers10420793,rs766034496 0.295 YES 0.0 (pos.53344699),1.002E-1 (pos.53344701)acute_myeloid_leukaemia,adenocarcinomaZinc finger protein 468DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=12, G=12 A=0.5, G=0.5 0.00001 106.709 24 A=7/5, G=6/6

chr16:88498221 T/T C T SNV ZNF469 ZNF469:exonic:NM_001127464.2 1 100 2 missense NM_001127464.2c.4259C>T p.Pro1420Leu 2.71 1 98 0 0.04(COSM3755191)Zinc finger, C2H2 typers4782300 0.0843 YES 8.795E-1 (pos.88498221) adenocarcinomaZinc finger protein 469 Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Corneal Diseases;Ehlers-Danlos Syndrome;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Joint Diseases;Joint Instability;Keratoconus;Musculoskeletal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesBenign C=0, T=76 C=0.0, T=1.0 0.00001 1209.6 76 C=0/0, T=38/38

chr16:88498297 G/G T G SNV ZNF469 ZNF469:exonic:NM_001127464.2 1 100 2 synonymous NM_001127464.2c.4335T>G p.(=) -3.14 0.03(COSM4129472)Zinc finger, C2H2 typers12445417 0.0292 YES 9.676E-1 (pos.88498297) neoplasm Zinc finger protein 469 Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Corneal Diseases;Ehlers-Danlos Syndrome;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Joint Diseases;Joint Instability;Keratoconus;Musculoskeletal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesBenign T=0, G=53 T=0.0, G=1.0 0.00001 782.03 53 T=0/0, G=22/31

chr9:35712823 A/A G A SNV TLN1 TLN1:intronic:NM_006289.3 1 100 intronic NM_006289.3c.3561+9C>Tp.? -0.27 Clp amino terminal domain, pathogenicity island component,FERM N-terminal domain,FERM central domain,I/LWEQ domain,N-terminal or F0 domain of Talin-head FERM,Talin, middle domain,Vinculin Binding Siters2249133 0.4086 YES 5.296E-1 (pos.35712823) Talin 1 IRE1-mediated unfolded protein response,LIM domain binding,actin filament binding,cadherin binding,cell surface,cell-cell junction,cell-cell junction assembly,cell-substrate junction assembly,cortical actin cytoskeleton organization,cytoskeletal anchoring at plasma membrane,cytoskeleton,cytosol,extracellular exosome,extracellular region,focal adhesion,integrin activation,integrin binding,integrin-mediated signaling pathway,movement of cell or subcellular component,muscle contraction,phosphatidylinositol binding,phosphatidylserine binding,platelet aggregation,platelet degranulation,protein binding,ruffle,ruffle membrane,structural constituent of cytoskeleton,vinculin binding,viral processBone Diseases;Bone Diseases, Metabolic;Musculoskeletal Diseases;Neoplasm Invasiveness;Neoplasms;Neoplastic Processes;OsteoporosisG=0, A=24 G=0.0, A=1.0 0.00001 334.789 24 G=0/0, A=16/8

chr9:35739876 A/A G A SNV GBA2 GBA2:intronic:NM_020944.2 1 100 intronic NM_020944.2c.1410-79C>Tp.? 0.09 Glycosyl-hydrolase family 116, catalytic region,beta-glucosidase 2, glycosyl-hydrolase family 116 N-termrs3750434 YES Glucosidase, beta, acid 2Golgi membrane,beta-glucosidase activity,bile acid metabolic process,central nervous system neuron development,endoplasmic reticulum membrane,glucosylceramidase activity,glucosylceramide catabolic process,glycoside catabolic process,glycosphingolipid metabolic process,hydrolase activity, hydrolyzing O-glycosyl compounds,integral component of membrane,plasma membrane,smooth endoplasmic reticulumG=0, A=35 G=0.0, A=1.0 0.00001 543.9 35 G=0/0, A=10/25

chr9:35806827 C/CA C CA INDEL

NPR2,SPAG

8 SPAG8:downstream:NM_172312.1, NPR2:intronic:NM_003995.3 1
95.65

intronic NM_003995.3, NM_172312.1c.2520-193C>CA, c.*1343G>TGp.?, p.? -0.48 Adenylate and Guanylate cyclase catalytic domain,Protein kinase domain,Protein tyrosine kinase,Receptor family ligand binding regionrs35457827 Natiuretic peptide receptor 2,Sperm-associated antigen 8ATP binding,GTP binding,acrosomal vesicle,adenylate cyclase activity,biological_process,bone development,cGMP biosynthetic process,cell cycle,cell differentiation,cellular response to granulocyte macrophage colony-stimulating factor stimulus,cyclic nucleotide biosynthetic process,cytoplasm,guanylate cyclase activity,guanylate cyclase complex, soluble,hormone binding,identical protein binding,integral component of membrane,integral component of plasma membrane,intracellular,intracellular signal transduction,membrane,microtubule binding,molecular_function,natriuretic peptide receptor activity,negative regulation of meiotic cell cycle,negative regulation of oocyte maturation,nucleus,ossification,peptide hormone binding,phosphorus-oxygen lyase activity,plasma membrane,positive regulation of protein binding,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein kinase activity,protein phosphorylation,receptor guanylyl cyclase signaling pathway,regulation of blood pressure,reguBone Diseases;Bone Diseases, Developmental;Breast Diseases;Breast Neoplasms;Musculoskeletal Diseases;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesErythrityl Tetranitrate,NesiritideC=1, CA=22 C=0.0435, CA=0.9565 0.00001 226.136 23 C=1/0, CA=18/4

chr16:88502482 T/T C T SNV ZNF469 ZNF469:exonic:NM_001127464.2 1 100 2 synonymous NM_001127464.2c.8520C>T p.(=) 0.66 0.21(COSM435901)Zinc finger, C2H2 typers3812953 YES 4.424E-1 (pos.88502482) carcinoma,hepatocellular_carcinoma,neoplasm,squamous_cell_carcinomaZinc finger protein 469 Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Corneal Diseases;Ehlers-Danlos Syndrome;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Joint Diseases;Joint Instability;Keratoconus;Musculoskeletal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesBenign C=0, T=20 C=0.0, T=1.0 0.00001 263.109 20 C=0/0, T=6/14

chr16:88504868 G/G A G SNV ZNF469 ZNF469:exonic:NM_001127464.2 1 100 2 missense NM_001127464.2c.10906A>Gp.Thr3636Ala -1.4 0.36 58 0 0.01(COSM4129476)Zinc finger, C2H2 typers904783 0 1.0 (pos.88504868) neoplasm Zinc finger protein 469 Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Corneal Diseases;Ehlers-Danlos Syndrome;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Joint Diseases;Joint Instability;Keratoconus;Musculoskeletal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesBenign A=0, G=21 A=0.0, G=1.0 0.00001 281.567 21 A=0/0, G=15/6

chr16:88505635 G/G A G SNV ZNF469 ZNF469:exonic:NM_001127464.2 1 100 2 synonymous NM_001127464.2c.11673A>Gp.(=) -1.3 Zinc finger, C2H2 typers4782301 0.2343 YES 7.313E-1 (pos.88505635) Zinc finger protein 469 Cardiovascular Diseases;Collagen Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Corneal Diseases;Ehlers-Danlos Syndrome;Eye Abnormalities;Eye Diseases;Genetic Diseases, Inborn;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Hemostatic Disorders;Joint Diseases;Joint Instability;Keratoconus;Musculoskeletal Diseases;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vascular DiseasesBenign A=0, G=22 A=0.0, G=1.0 0.00001 298.812 22 A=0/0, G=15/7

chr16:4815608 G/G A G SNV ZNF500 ZNF500:exonic:NM_021646.3 1 100 2 synonymous NM_021646.3c.372T>C p.(=) 0.11 C2H2-type zinc finger,KRAB box,SCAN domain,Zinc finger, C2H2 typers4786549 0.0014 YES 9.999E-1 (pos.4815608) DNA binding,DNA binding transcription factor activity,cytosol,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,nucleic acid binding,nucleoplasm,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=35 A=0.0, G=1.0 0.00001 538.735 35 A=0/0, G=12/23

chr9:37522672 A/A G A SNV FBXO10 FBXO10:intronic:NM_012166.2 1 100 intronic NM_012166.2c.1930+150C>Tp.? -0.14 F-box domain,F-box-like,Periplasmic copper-binding protein (NosD),Right handed beta helix regionrs10973394 YES F-box only protein 10apoptotic process,cytoplasm,cytosol,post-translational protein modification,protein binding,protein polyubiquitination,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,regulation of apoptotic process,ubiquitin ligase complex,ubiquitin-protein transferase activityG=0, A=32 G=0.0, A=1.0 0.00001 485.141 32 G=0/0, A=16/16

chr2:27838058 C/A C A SNV ZNF512 ZNF512:exonic:NM_032434.3 1 95.45 11 synonymous NM_032434.3c.1155C>A p.(=) -0.33 0.1(COSM5619193)Zinc finger, C2H2 typers11127071 0.4944 YES 8.456E-1;0.0 (pos.27838058)ductal_carcinoma DNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=1, A=21 C=0.0455, A=0.9545 0.00001 271.51 22 C=1/0, A=11/10

chr10:97920099 TC/TC T TC INDEL ZNF518A ZNF518A:exonic:NM_014803.3 1 100 6 unknown NM_014803.3 0.6 rs67530050 0 YES 1.0 (pos.97920099) Zinc finger protein 518ADNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedT=0, TC=32 T=0.0, TC=1.0 0.00001 465.387 32 T=0/0, TC=12/20

chr4:10446385 T/T C T SNV ZNF518B ZNF518B:exonic:NM_053042.2 1 100 3 missense NM_053042.2c.1568G>A p.Ser523Asn 0.3 46 rs9291410 0 1.0;0.0 (pos.10446385) Zinc finger protein 518BDNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,metal ion binding,nucleus,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedC=0, T=44 C=0.0, T=1.0 0.00001 726.569 44 C=0/0, T=21/23

chr4:10446906 G/G A G SNV ZNF518B ZNF518B:exonic:NM_053042.2 1 100 3 synonymous NM_053042.2c.1047T>C p.(=) -3.18 rs10016022 0.2559 YES 8.116E-1 (pos.10446906) Zinc finger protein 518BDNA binding,RNA polymerase II transcription factor activity, sequence-specific DNA binding,metal ion binding,nucleus,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedA=0, G=20 A=0.0, G=1.0 0.00001 263.785 20 A=0/0, G=10/10

chr18:14105923 C/C T C SNV ZNF519 ZNF519:exonic:NM_145287.3 1 98.99 3 missense NM_145287.3c.616A>G p.Lys206Glu 0.31 1 56 0.063 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2159940 2.00E-04 1.0 (pos.14105923) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=2, C=196 T=0.0101, C=0.9899 0.00001 3269.99 198 T=2/0, C=79/117

chr19:52938459 G/G A G SNV ZNF534 ZNF534:exonic:NM_001143939.2 1 100 4 missense NM_001143939.2c.307A>G p.Thr103Ala -1.29 0.48 58 0.012 0(COSM4000874),0(COSM4000875)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers11084163 0.0356 YES 6.699E-1;0.0 (pos.52938459)acute_myeloid_leukaemia DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=46 A=0.0, G=1.0 0.00001 768.304 46 A=0/0, G=36/10

chr19:52941171 C/C T C SNV ZNF534 ZNF534:exonic:NM_001143939.2 1 100 5 missense NM_001143939.2c.497T>C p.Phe166Ser -0.48 0.6 155 0 0(COSM4000876),0(COSM4000877)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1428180 0.0303 YES 6.714E-1 (pos.52941171) acute_myeloid_leukaemia DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=134 T=0.0, C=1.0 0.00001 2196.47 134 T=0/0, C=79/55

chr9:38414067 T/T G T SNV IGFBPL1 IGFBPL1:intronic:NM_001007563.2 1 100 intronic NM_001007563.2c.570+24C>Ap.? -0.85 Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domain,Insulin-like growth factor binding protein,Kazal-type serine protease inhibitor domainrs12375529 0.302 YES 1.638E-1 (pos.38414067) Insulin-like growth factor binding protein-like 1cellular response to tumor cell,extracellular space,insulin-like growth factor binding,molecular_function,regulation of cell growthG=0, T=24 G=0.0, T=1.0 0.00001 340.491 24 G=0/0, T=11/13

chr9:38423826 A/A T A SNV IGFBPL1 IGFBPL1:intronic:NM_001007563.2 1 100 intronic NM_001007563.2c.460+136A>Tp.? -1.13 Immunoglobulin I-set domain,Immunoglobulin V-set domain,Immunoglobulin domain,Insulin-like growth factor binding protein,Kazal-type serine protease inhibitor domainrs7039990 YES Insulin-like growth factor binding protein-like 1cellular response to tumor cell,extracellular space,insulin-like growth factor binding,molecular_function,regulation of cell growthT=0, A=20 T=0.0, A=1.0 0.00001 263.786 20 T=0/0, A=7/13

chr19:52941847 T/T A T SNV ZNF534 ZNF534:exonic:NM_001143939.2 1 100 5 synonymous NM_001143939.2c.1173A>T p.(=) -2.09 0.07(COSM4000879)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1366259 0.0324 YES 6.791E-1 (pos.52941847) acute_myeloid_leukaemia DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, T=41 A=0.0, T=1.0 0.00001 664.632 41 A=0/0, T=21/20

chr9:38600952 A/G A G SNV ANKRD18A ANKRD18A:intronic:NM_147195.3 1 50 intronic NM_147195.3c.936+176T>Cp.? 0.81 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),CCDC144C protein coiled-coil region,Domain of unknown function (DUF3496)rs9632891 YES Lung Diseases;Lung Neoplasms;Neoplasms;Neoplasms by Site;Respiratory Tract Diseases;Respiratory Tract Neoplasms;Thoracic NeoplasmsA=16, G=16 A=0.5, G=0.5 0.00001 158.382 32 A=13/3, G=12/4

chr19:38091932 T/T A T SNV ZNF540 ZNF540:exonic:NM_152606.4 1 100 4 missense NM_152606.4c.158A>T p.Asp53Val 0.08 0.04 152 0.11 0.01(COSM439368)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1975937 0.1773 YES 5.938E-1 (pos.38091932) adenocarcinomaZinc finger protein 540DNA binding,DNA binding transcription factor activity,cytoplasm,cytosol,intracellular,intracellular membrane-bounded organelle,metal ion binding,negative regulation of transcription, DNA-templated,negative regulation of translation,nucleic acid binding,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templated,translation repressor activity, nucleic acid bindingA=0, T=79 A=0.0, T=1.0 0.00001 1269.3 79 A=0/0, T=39/40

chr9:446352 C/C G C SNV DOCK8 DOCK8:intronic:NM_203447.3 1 100 intronic NM_203447.3c.5581-18G>Cp.? -1.56 C2 domain in Dock180 and Zizimin proteins,Dock homology region 2,Domain of unknown function (DUF3398)rs10814952 0.307 YES 9.884E-1;0.0 (pos.446352) Dedicator of cytokinesis 8blood coagulation,cellular response to chemokine,cytoplasm,cytosol,dendritic cell migration,guanyl-nucleotide exchange factor activity,immunological synapse formation,intracellular,lamellipodium membrane,leading edge membrane,membrane,memory T cell proliferation,negative regulation of T cell apoptotic process,positive regulation of GTPase activity,positive regulation of T cell migration,positive regulation of establishment of T cell polarity,protein binding,regulation of molecular function,small GTPase mediated signal transductionDevelopmental Disabilities;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Intellectual Disability;Job Syndrome;Leukocyte Disorders;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neurobehavioral Manifestations;Neuroblastoma;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, Peripheral;Neurologic Manifestations;Phagocyte Bactericidal DysfunctionBenign G=0, C=93 G=0.0, C=1.0 0.00001 1555.3 93 G=0/0, C=57/36

chr9:449700 G/T G T SNV DOCK8 DOCK8:intronic:NM_203447.3 1 45.83 intronic NM_203447.3c.5818-84G>Tp.? -0.27 C2 domain in Dock180 and Zizimin proteins,Dock homology region 2,Domain of unknown function (DUF3398)rs2031946 YES Dedicator of cytokinesis 8blood coagulation,cellular response to chemokine,cytoplasm,cytosol,dendritic cell migration,guanyl-nucleotide exchange factor activity,immunological synapse formation,intracellular,lamellipodium membrane,leading edge membrane,membrane,memory T cell proliferation,negative regulation of T cell apoptotic process,positive regulation of GTPase activity,positive regulation of T cell migration,positive regulation of establishment of T cell polarity,protein binding,regulation of molecular function,small GTPase mediated signal transductionDevelopmental Disabilities;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunologic Deficiency Syndromes;Intellectual Disability;Job Syndrome;Leukocyte Disorders;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Nerve Tissue;Neoplasms, Neuroepithelial;Nervous System Diseases;Neurobehavioral Manifestations;Neuroblastoma;Neurodevelopmental Disorders;Neuroectodermal Tumors;Neuroectodermal Tumors, Primitive;Neuroectodermal Tumors, Primitive, Peripheral;Neurologic Manifestations;Phagocyte Bactericidal DysfunctionG=13, T=11 G=0.5417, T=0.4583 0.00001 93.4392 24 G=11/2, T=8/3

chr9:4844507 T/T G T SNV RCL1 RCL1:intronic:NM_005772.4 1 100 intronic NM_005772.4c.711-18G>Tp.? 0.82 RNA 3'-terminal phosphate cyclase,RNA 3'-terminal phosphate cyclase (RTC), insert domainrs295259 0.1245 YES 9.995E-1 (pos.4844507) RNA terminal phosphate cyclase-like 1RNA processing,RNA-3'-phosphate cyclase activity,biological_process,catalytic activity,endonucleolytic cleavage in 5'-ETS of tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),endonucleolytic cleavage in ITS1 to separate SSU-rRNA from 5.8S rRNA and LSU-rRNA from tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),endonucleolytic cleavage of tricistronic rRNA transcript (SSU-rRNA, 5.8S rRNA, LSU-rRNA),endoribonuclease activity,nucleolus,nucleoplasm,rRNA processing,ribosome biogenesisG=0, T=148 G=0.0, T=1.0 0.00001 2513.67 148 G=0/0, T=87/61

chr19:38055612 T/T A T SNV

ZNF540,ZNF

571,ZNF571-

AS1 ZNF540:intronic:NM_152606.4, ZNF571:exonic:NM_016536.4, ZNF571-AS1:intronic_nc:NR_038248.11

100

4 missense NR_038248.1, NM_152606.4, NM_016536.4c.-72+13045A>T, c.1718T>Ap.?, p.Leu573His 4.74 0.01 99 1 0(COSM3756715)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers4802029 0.1856 YES 6.253E-1 (pos.38055612) adenocarcinomaZinc finger protein 540DNA binding,DNA binding transcription factor activity,cytoplasm,cytosol,intracellular,intracellular membrane-bounded organelle,metal ion binding,negative regulation of transcription, DNA-templated,negative regulation of translation,nucleic acid binding,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,structural molecule activity,transcription, DNA-templated,translation repressor activity, nucleic acid binding,viral capsid,viral life cycleA=0, T=28 A=0.0, T=1.0 0.00001 408.715 28 A=0/0, T=15/13

chr9:5055015 T/T C T SNV JAK2 JAK2:intronic:NM_004972.3 1 100 intronic NM_004972.3c.936+131C>Tp.? -0.07 Protein kinase domain,Protein tyrosine kinase,SH2 domainrs1536799 YES Janus kinase 2 (a protein-tyrosine kinase)ATP binding,G-protein coupled receptor signaling pathway,JAK-STAT cascade,JAK-STAT cascade involved in growth hormone signaling pathway,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,SH2 domain binding,STAT protein import into nucleus,acetylcholine receptor binding,actin filament polymerization,activation of Janus kinase activity,activation of MAPKK activity,activation of cysteine-type endopeptidase activity involved in apoptotic process,activation of cysteine-type endopeptidase activity involved in apoptotic signaling pathway,adaptive immune response,apoptotic process,axon regeneration,blood coagulation,caveola,cell differentiation,cell migration,cytokine-mediated signaling pathway,cytoplasm,cytoskeleton,cytosol,endosome lumen,enzyme linked receptor protein signaling pathway,erythrocyte differentiation,extrinsic apoptotic signaling pathway,extrinsic component of cytoplasmic side of plasma membrane,focal adhesion,growth hormone receptor binding,growth hormone receptor signaling pathway,heme bindiAbortion, Spontaneous;Arterial Occlusive Diseases;Blood Coagulation Disorders;Blood Platelet Disorders;Bone Marrow Diseases;Brain Diseases;Budd-Chiari Syndrome;Calcinosis;Calcium Metabolism Disorders;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Colitis;Colitis, Ulcerative;Colonic Diseases;Digestive System Diseases;Embolism and Thrombosis;Female Urogenital Diseases and Pregnancy Complications;Gastroenteritis;Gastrointestinal Diseases;Genital Diseases, Male;Genital Neoplasms, Male;Heart Diseases;Heart Valve Diseases;Hematologic Diseases;Hemic and Lymphatic Diseases;Hemorrhagic Disorders;Inflammatory Bowel Diseases;Intestinal Diseases;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Liver Cirrhosis;Liver Diseases;Male Urogenital Diseases;Mesenteric Vascular Occlusion;Metabolic Diseases;Myeloproliferative Disorders;Myocardial Ischemia;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Nervous System Diseases;Nutritional and Metabolic Diseases;Peritoneal Diseases;Polyc2-(1,1-DIMETHYLETHYL)9-FLUORO-3,6-DIHYDRO-7H-BENZH-IMIDAZ4,5-FISOQUINOLIN-7-ONE,4-(2-{4-(CYCLOPROPYLCARBAMOYL)AMINO-1H-PYRAZOL-3-YL}-1H-BENZIMIDAZOL-6-YL)METHYLMORPHOLIN-4-IUM,4-(3-amino-1H-indazol-5-yl)-N-tert-butylbenzenesulfonamide,5-phenyl-1H-indazol-3-amine,Ruxolitinib,Tofacitinib,XL019C=0, T=86 C=0.0, T=1.0 0.00001 1410.9 86 C=0/0, T=27/59

chr9:5929167 C/C T C SNV KIAA2026 KIAA2026:intronic:NM_001017969.2 1 100 intronic NM_001017969.2c.2383-8A>Gp.? -1.09 0.26(COSM4418543) rs7029054 0.0705 YES 6.823E-1 (pos.5929167) acute_myeloid_leukaemia T=0, C=152 T=0.0, C=1.0 0.00001 2435.17 152 T=0/0, C=87/65

chr19:38056574 A/A T A SNV

ZNF540,ZNF

571,ZNF571-

AS1 ZNF540:intronic:NM_152606.4, ZNF571:exonic:NM_016536.4, ZNF571-AS1:intronic_nc:NR_038248.11

100

4 missense NR_038248.1, NM_152606.4, NM_016536.4c.-72+14007T>A, c.756A>Tp.?, p.Glu252Asp -1.47 0.12 45 0.003 0(COSM3756716)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers28512414 0.1855 YES 6.236E-1 (pos.38056574) adenocarcinoma,carcinomaZinc finger protein 540DNA binding,DNA binding transcription factor activity,cytoplasm,cytosol,intracellular,intracellular membrane-bounded organelle,metal ion binding,negative regulation of transcription, DNA-templated,negative regulation of translation,nucleic acid binding,nucleoplasm,nucleus,protein binding,regulation of transcription, DNA-templated,structural molecule activity,transcription, DNA-templated,translation repressor activity, nucleic acid binding,viral capsid,viral life cycleT=0, A=39 T=0.0, A=1.0 0.00001 620.339 39 T=0/0, A=18/21

chr19:58774071 G/G A G SNV ZNF544 ZNF544:exonic:NM_014480.3 1 100 7 missense NM_014480.3c.2099A>G p.Gln700Arg -3.36 0.84 43 0.03 0(COSM4001035)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers260462 0.4309 YES 5.637E-1 (pos.58774071) acute_myeloid_leukaemia,carcinomaDNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=23 A=0.0, G=1.0 0.00001 316.747 23 A=0/0, G=15/8

chr19:57909872 A/A G A SNV ZNF548 ZNF548:exonic:NM_001172773.1 1 100 4 missense NM_001172773.1c.253G>A p.Ala85Thr -0.56 1 58 0 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers4801478 0.0643 YES 8.038E-1 (pos.57909872) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=35 G=0.0, A=1.0 0.00001 543.769 35 G=0/0, A=22/13

chr19:58038964 A/A T A SNV ZNF549 ZNF549:exonic:NM_001199295.1 1 100 1 missense NM_001199295.1c.23T>A p.Ile8Asn 0.44 0.73 149 0 0(COSM3757343),0(COSM3757344)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers12461014 0.0272 YES 1.0 (pos.58038964) adenocarcinoma DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, A=54 T=0.0, A=1.0 0.00001 798.091 54 T=0/0, A=32/22

chr9:71855122 G/A G A SNV TJP2 TJP2:intronic:NM_001170416.1 1 50 intronic NM_001170416.1c.2659+59G>Ap.? -1.43 Guanylate kinase,PDZ domain (Also known as DHR or GLGF),Variant SH3 domainrs7035000 YES Tight junction protein 2GDP metabolic process,GMP metabolic process,TNFSF11-mediated signaling pathway,adherens junction,bicellular tight junction,cadherin binding,cell junction,cytosol,establishment of endothelial intestinal barrier,guanylate kinase activity,hippo signaling,intestinal absorption,negative regulation of osteoclast development,nucleoplasm,plasma membrane,protein C-terminus binding,protein binding,protein binding, bridging,protein domain specific binding,regulation of membrane permeabilityBile Duct Diseases;Biliary Tract Diseases;Cholestasis;Cholestasis, Intrahepatic;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Ear Diseases;Eye Diseases;Genetic Diseases, Inborn;Hearing Disorders;Hearing Loss;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Neurologic Manifestations;Nutritional and Metabolic Diseases;Otorhinolaryngologic Diseases;Refractive Errors;Sensation Disorders;Steroid Metabolism, Inborn ErrorsG=17, A=17 G=0.5, A=0.5 0.00001 172.009 34 G=10/7, A=3/14

chr9:72003036 T/C T C SNV FAM189A2 FAM189A2:intronic:NM_001127608.2 1 50 intronic NM_001127608.2c.857-38T>Cp.? 0.82 CD20-like familyrs867366 0.3957 YES 3.906E-1 (pos.72003036) biological_process,cellular_component,integral component of membrane,molecular_functionT=39, C=39 T=0.5, C=0.5 0.00001 395.315 78 T=26/13, C=13/26

chr9:72064749 C/C T C SNV APBA1 APBA1:intronic:NM_001163.3 1 100 intronic NM_001163.3c.1969-37A>Gp.? -0.54 PDZ domain (Also known as DHR or GLGF),Phosphotyrosine interaction domain (PTB/PID)rs2781532 0.0815 YES 9.997E-1;0.0 (pos.72064749) Amyloid beta A4 precursor protein-binding, family A, member 1Golgi apparatus,amyloid-beta binding,axo-dendritic transport,cell adhesion,chemical synaptic transmission,cytosol,gamma-aminobutyric acid secretion,glutamate secretion,in utero embryonic development,intracellular protein transport,locomotory behavior,membrane,multicellular organism growth,nervous system development,neuron projection,neurotransmitter secretion,nucleus,perinuclear region of cytoplasm,protein binding,protein complex assembly,regulation of gene expression,synaptic vesicleT=0, C=42 T=0.0, C=1.0 0.00001 685.22 42 T=0/0, C=21/21

chr9:72338180 C/C T C SNV PTAR1 PTAR1:intronic:NM_001099666.1 1 100 intronic NM_001099666.1c.947+62A>Gp.? -0.26 Protein prenyltransferase alpha subunit repeatrs11139996 YES cytoplasm,protein prenylation,protein prenyltransferase activity,transferase complexT=0, C=32 T=0.0, C=1.0 0.00001 485.062 32 T=0/0, C=17/15

chr9:72659677 T/C T C SNV MAMDC2 MAMDC2:intronic:NM_153267.4 1 50 intronic NM_153267.4c.148+64T>Cp.? -1.47 MAM domain, meprin/A5/murs545062040 MAM domain-containing 2endoplasmic reticulum,membrane,proteinaceous extracellular matrixT=9, C=14 T=0.3913, C=0.6087 0.00001 192.896 28 T=1/8, C=2/12

chr19:58058246 C/C T C SNV ZNF550 ZNF550:utr_3:NM_001277092.1 1 100 4 utr_3 NM_001277092.1c.1366A>G p.? -3.67 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 type,zinc-finger of a C2HC-typers1548475 YES DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=21 T=0.0, C=1.0 0.00001 281.226 21 T=0/0, C=10/11

chr9:72783608 C/C T C SNV

MAMDC2,M

AMDC2-AS1 MAMDC2:intronic:NM_153267.4, MAMDC2-AS1:intronic_nc:NR_040076.11

100

intronic NM_153267.4, NR_040076.1c.1405-10T>Cp.? 1.02 MAM domain, meprin/A5/murs10780871 0.1236 YES 9.535E-1 (pos.72783608) MAM domain-containing 2endoplasmic reticulum,membrane,proteinaceous extracellular matrixT=0, C=28 T=0.0, C=1.0 0.00001 408.718 28 T=0/0, C=22/6

chr19:58058536 G/G A G SNV ZNF550 ZNF550:exonic:NM_001277092.1 1 100 4 missense NM_001277092.1c.1076T>C p.Ile359Thr -1.09 0.82 89 0 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 type,zinc-finger of a C2HC-typers1548476 0.4315 YES 7.503E-1 (pos.58058536) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=30 A=0.0, G=1.0 0.00001 446.629 30 A=0/0, G=18/12

chr9:732302 C/C T C SNV KANK1 KANK1:intronic:NM_015158.3 1 100 intronic NM_015158.3c.3006-76T>Cp.? 0.47 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KN motifrs10815562 YES KN motif- and ankyrin repeat domain-containing protein 1beta-catenin binding,cytoplasm,negative regulation of Rho protein signal transduction,negative regulation of actin filament polymerization,negative regulation of cell migration,negative regulation of insulin receptor signaling pathway,negative regulation of lamellipodium morphogenesis,negative regulation of neuron projection development,negative regulation of ruffle assembly,negative regulation of substrate adhesion-dependent cell spreading,nucleus,plasma membrane,positive regulation of Wnt signaling pathway,positive regulation of catenin import into nucleus,positive regulation of wound healing,protein binding,regulation of establishment of cell polarity,regulation of transcription, DNA-templated,ruffle membrane,transcription, DNA-templatedBrain Damage, Chronic;Brain Diseases;Central Nervous System Diseases;Cerebral Palsy;Nervous System DiseasesT=0, C=37 T=0.0, C=1.0 0.00001 583.487 37 T=0/0, C=22/15

chr9:73240312 G/G C G SNV TRPM3 TRPM3:intronic:NM_001007471.2 1 100 intronic NM_001007471.2c.1633-65G>Cp.? -0.41 Ion transport protein,Tetramerisation domain of TRPMrs7035025,rs750745433 YES 0.0 (pos.73240294) Transient receptor potential cation channel, subfamily M, member 3G-protein coupled glutamate receptor signaling pathway,calcium activated cation channel activity,calcium channel activity,calcium ion transmembrane transport,cation channel activity,cation transmembrane transport,cation transport,cellular response to light stimulus,detection of temperature stimulus,integral component of membrane,plasma membrane,protein tetramerization,sensory perception of temperature stimulusAmphetamine-Related Disorders;Mental Disorders;Substance-Related DisordersC=0, G=96 C=0.0, G=1.0 0.00001 1618.01 96 C=0/0, G=42/54

chr9:738238 A/A G A SNV KANK1 KANK1:intronic:NM_015158.3 1 100 intronic NM_015158.3c.3334-47G>Ap.? -1.09 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),KN motifrs2296052 0.4155 YES 3.436E-1 (pos.738238) KN motif- and ankyrin repeat domain-containing protein 1beta-catenin binding,cytoplasm,negative regulation of Rho protein signal transduction,negative regulation of actin filament polymerization,negative regulation of cell migration,negative regulation of insulin receptor signaling pathway,negative regulation of lamellipodium morphogenesis,negative regulation of neuron projection development,negative regulation of ruffle assembly,negative regulation of substrate adhesion-dependent cell spreading,nucleus,plasma membrane,positive regulation of Wnt signaling pathway,positive regulation of catenin import into nucleus,positive regulation of wound healing,protein binding,regulation of establishment of cell polarity,regulation of transcription, DNA-templated,ruffle membrane,transcription, DNA-templatedBrain Damage, Chronic;Brain Diseases;Central Nervous System Diseases;Cerebral Palsy;Nervous System DiseasesG=0, A=40 G=0.0, A=1.0 0.00001 644.286 40 G=0/0, A=18/22

chr19:36940760 T/T G T SNV ZNF566 ZNF566:exonic:NM_001145343.1 1 100 5 synonymous NM_001145343.1c.379C>A p.(=) -0.4 0(COSM3756685),0(COSM3756686)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2967532 0.4088 YES 2.785E-1 (pos.36940760) acute_myeloid_leukaemia,adenocarcinoma,neoplasmDNA binding,integral component of membrane,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, T=57 G=0.0, T=1.0 0.00001 849.613 57 G=0/0, T=37/20

chr19:37487632 A/A G A SNV ZNF568 ZNF568:exonic:NM_001204838.1 1 100 10 missense NM_001204838.1c.1039G>A p.Ala347Thr 1.63 0 58 0.154 0.11(COSM3822847),0.16(COSM4000698)rs935706 YES 3.353E-1 (pos.37487632) acute_myeloid_leukaemia,carcinoma,squamous_cell_carcinomaZinc finger protein 568DNA binding transcription factor activity,embryonic placenta morphogenesis,in utero embryonic development,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedG=0, A=55 G=0.0, A=1.0 0.00001 814.905 55 G=0/0, A=20/35

chr9:74485285 T/T C T SNV ABHD17B ABHD17B:intronic:NM_016014.3 1 100 intronic NM_016014.3c.468-107G>Ap.? -0.55 Prolyl oligopeptidase family,Serine aminopeptidase, S33rs1524381 YES extracellular region,membrane,negative regulation of protein localization to microtubule,palmitoyl-(protein) hydrolase activity,plasma membrane,positive regulation of protein localization to endosome,postsynaptic density,protein depalmitoylation,protein palmitoylation,recycling endosome membrane,regulation of dendritic spine maintenance,regulation of protein localization to synapseC=0, T=36 C=0.0, T=1.0 0.00001 563.669 36 C=0/0, T=14/22

chr9:74675343 G/G A G SNV C9orf57 C9orf57:intronic:NM_001128618.1 1 100 intronic NM_001128618.1c.13+70T>Cp.? 0.07 Domain of unknown function (DUF4723)rs10869090 YES integral component of membrane A=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=8/19

chr9:74975711 C/C T C SNV ZFAND5 ZFAND5:intronic:NM_001102421.2 1 100 intronic NM_001102421.2c.-8-8A>G p.? -1.17 A20-like zinc finger,AN1-like Zinc fingerrs1853276 1.00E-04 9.995E-1;0.0 (pos.74975711) Zinc finger AN1 domain-containing protein 5DNA binding,biological_process,cellular_component,cytoplasm,face development,fibroblast migration,in utero embryonic development,molecular_function,platelet-derived growth factor receptor signaling pathway,protein binding,respiratory system process,skeletal system morphogenesis,smooth muscle tissue development,vasculature development,zinc ion bindingGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsT=0, C=25 T=0.0, C=1.0 0.00001 357.339 25 T=0/0, C=9/16

chr9:75541962 A/C A C SNV ALDH1A1 ALDH1A1:intronic:NM_000689.4 1 58.33 intronic NM_000689.4c.504+70T>Gp.? 0.36 Aldehyde dehydrogenase familyrs8187925 0.0346 YES Aldehyde dehydrogenase-1 family, member A1, solubleGTPase activator activity,NAD binding,aldehyde dehydrogenase (NAD) activity,androgen binding,benzaldehyde dehydrogenase (NAD+) activity,cellular aldehyde metabolic process,cytoplasm,cytosol,ethanol oxidation,extracellular exosome,fructose catabolic process to hydroxyacetone phosphate and glyceraldehyde-3-phosphate,oxidation-reduction process,oxidoreductase activity,positive regulation of GTPase activity,retinal dehydrogenase activity,retinoid metabolic process,retinol metabolic processAdenocarcinoma;Basal Ganglia Diseases;Brain Diseases;Carcinoma;Carcinoma, Renal Cell;Central Nervous System Diseases;Central Nervous System Infections;Creutzfeldt-Jakob Syndrome;Dementia;Digestive System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Male Urogenital Diseases;Mental Disorders;Movement Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurocognitive Disorders;Neuromuscular Diseases;Parkinsonian Disorders;Peripheral Nervous System Diseases;Prion Diseases;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms1,4-Dithiothreitol,Glycerin,NADH,Tretinoin,Vitamin AA=10, C=14 A=0.4167, C=0.5833 0.00001 135.236 24 A=9/1, C=3/11

chr9:77245162 T/T A T SNV RORB RORB:intronic:NM_006914.3 1 100 intronic NM_006914.3c.8-36A>T p.? -0.67 Ligand-binding domain of nuclear hormone receptor,Zinc finger, C4 type (two domains)rs2146777,rs780529297 0.0013 YES 9.997E-1;2.321E-4;0.0 (pos.77245162) RAR-related orphan receptor BEndometriosis;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Refractive ErrorsMelatonin A=0, T=28 A=0.0, T=1.0 0.00001 408.704 28 A=0/0, T=25/3

chr9:77745424 T/C T C SNV OSTF1 OSTF1:intronic:NM_012383.4 1 52.38 intronic NM_012383.4c.133-70T>Cp.? -0.63 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),SH3 domain,Variant SH3 domainrs2295861 YES Osteoclast-stimulating factor 1SH3 domain binding,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,intracellular,neutrophil degranulation,ossification,protein binding,secretory granule lumen,signal transductionT=10, C=11 T=0.4762, C=0.5238 0.00001 95.3002 21 T=10/0, C=8/3

chr9:78799566 T/T C T SNV PCSK5 PCSK5:intronic:NM_001190482.1 1 100 intronic NM_001190482.1c.2198-23C>Tp.? 0.82 Growth factor receptor domain IV,Peptidase S8 pro-domain,Proprotein convertase P-domain,Subtilase familyrs1537183 0.0354 YES 9.995E-1 (pos.78799566) Proprotein convertase subtilisin/kexin type 5Golgi apparatus,Golgi lumen,anterior/posterior pattern specification,cardiac septum development,cell-cell signaling,coronary vasculature development,cytokine biosynthetic process,determination of left/right symmetry,embryo implantation,embryonic digestive tract development,embryonic skeletal system development,endopeptidase activity,extracellular region,extracellular space,heart development,integral component of membrane,kidney development,limb morphogenesis,nerve growth factor processing,peptidase activity,peptide binding,peptide biosynthetic process,peptide hormone processing,protein binding,protein processing,proteolysis,regulation of lipoprotein lipase activity,renin secretion into blood stream,respiratory tube development,secretory granule,serine-type endopeptidase activity,signal peptide processing,viral life cycleAbnormalities, Multiple;Anus, Imperforate;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Central Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Digestive System Abnormalities;Digestive System Diseases;Digestive System Fistula;Esophageal Diseases;Esophageal Fistula;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Heart Defects, Congenital;Heart Diseases;Heart Septal Defects;Heart Septal Defects, Ventricular;Hernia, Umbilical;Infant, Newborn, Diseases;Jaw Abnormalities;Jaw Diseases;Kidney Diseases;Limb Deformities, Congenital;Lower Extremity Deformities, Congenital;Lung Diseases;Male Urogenital Diseases;Maxillofacial Abnormalities;Meningocele;Mouth Abnormalities;Mouth Diseases;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neural Tube Defects;RespiratoryC=0, T=26 C=0.0, T=1.0 0.00001 371.42 26 C=0/0, T=22/4

chr9:79003440 A/A G A SNV RFK RFK:intronic:NM_018339.5 1 100 intronic NM_018339.5c.337+30C>Tp.? -0.32 Riboflavin kinasers2501924 0.0549 YES 9.995E-1 (pos.79003440) Riboflavin kinaseATP binding,FMN biosynthetic process,apoptotic process,cytoplasm,cytosol,metal ion binding,mitochondrion,phosphorylation,positive regulation of NAD(P)H oxidase activity,protein binding,reactive oxygen species metabolic process,riboflavin biosynthetic process,riboflavin kinase activity,riboflavin metabolic processGenital Diseases, Male;Genital Neoplasms, Male;Male Urogenital Diseases;Neoplasms;Neoplasms by Site;Prostatic Diseases;Prostatic Neoplasms;Urogenital NeoplasmsRiboflavin,Riboflavin MonophosphateG=0, A=20 G=0.0, A=1.0 0.00001 263.782 20 G=0/0, A=7/13

chr19:37487723 A/A G A SNV ZNF568 ZNF568:exonic:NM_001204838.1 1 100 10 missense NM_001204838.1c.1130G>A p.Arg377His -4.5 0.15 29 0 0(COSM439333) rs935707 YES 4.528E-1 (pos.37487723) acute_myeloid_leukaemia,carcinoma,neoplasm,squamous_cell_carcinomaZinc finger protein 568DNA binding transcription factor activity,embryonic placenta morphogenesis,in utero embryonic development,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedG=0, A=48 G=0.0, A=1.0 0.00001 815.084 48 G=0/0, A=13/35

chr19:37487866 T/T A T SNV ZNF568 ZNF568:exonic:NM_001204838.1 1 100 10 missense NM_001204838.1c.1273A>T p.Ser425Cys 4.58 1 112 0 0.01(COSM4000699) rs1667363 YES 0.0 (pos.37487863),4.231E-1 (pos.37487866)acute_myeloid_leukaemia,squamous_cell_carcinomaZinc finger protein 568DNA binding transcription factor activity,embryonic placenta morphogenesis,in utero embryonic development,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedA=0, T=30 A=0.0, T=1.0 0.00001 446.637 30 A=0/0, T=14/16

chr19:37487873 A/A C A SNV ZNF568 ZNF568:exonic:NM_001204838.1 1 100 10 missense NM_001204838.1c.1280C>A p.Ala427Glu 3.28 1 107 0 0.01(COSM4000700) rs1667364 YES 0.0 (pos.37487863),4.214E-1;0.0 (pos.37487873)acute_myeloid_leukaemia,squamous_cell_carcinomaZinc finger protein 568DNA binding transcription factor activity,embryonic placenta morphogenesis,in utero embryonic development,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedC=0, A=30 C=0.0, A=1.0 0.00001 446.638 30 C=0/0, A=14/16

chr19:37488055 G/G T G SNV ZNF568 ZNF568:exonic:NM_001204838.1 1 100 10 missense NM_001204838.1c.1462T>G p.Tyr488Asp 7.11 0 160 1 0.97(COSM4417921) rs10405238,rs746170450 YES 2.801E-1;0.0 (pos.37488055)acute_myeloid_leukaemia,squamous_cell_carcinomaZinc finger protein 568DNA binding transcription factor activity,embryonic placenta morphogenesis,in utero embryonic development,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedT=0, G=37 T=0.0, G=1.0 0.00001 583.707 37 T=0/0, G=11/26

chr19:37488197 A/A G A SNV ZNF568 ZNF568:exonic:NM_001204838.1 1 100 10 missense NM_001204838.1c.1604G>A p.Cys535Tyr 0.02 1 194 0 0.02(COSM3822848) rs1345748 YES 3.733E-1 (pos.37488197) acute_myeloid_leukaemia,carcinoma,ductal_carcinoma,squamous_cell_carcinomaZinc finger protein 568DNA binding transcription factor activity,embryonic placenta morphogenesis,in utero embryonic development,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedG=0, A=36 G=0.0, A=1.0 0.00001 563.732 36 G=0/0, A=17/19

chr19:37488481 G/C G C SNV ZNF568 ZNF568:exonic:NM_001204838.1 1 98.72 10 missense NM_001204838.1c.1888G>C p.Gly630Arg -5.08 0.66 125 0 0(COSM4592589) rs1363753 YES 5.392E-1;0.0 (pos.37488481)squamous_cell_carcinomaZinc finger protein 568DNA binding transcription factor activity,embryonic placenta morphogenesis,in utero embryonic development,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedG=1, C=77 G=0.0128, C=0.9872 0.00001 1213.92 78 G=0/1, C=32/45

chr19:37488499 T/C T C SNV ZNF568 ZNF568:exonic:NM_001204838.1 1 98.72 10 stoploss NM_001204838.1c.1906T>C p.Ter636Arg -1.96 0(COSM4592923) rs1667366 YES 5.308E-1 (pos.37488499) squamous_cell_carcinomaZinc finger protein 568DNA binding transcription factor activity,embryonic placenta morphogenesis,in utero embryonic development,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription regulatory region sequence-specific DNA binding,transcription, DNA-templatedT=1, C=77 T=0.0128, C=0.9872 0.00001 1213.93 78 T=0/1, C=32/45

chr19:2917186 C/C T C SNV ZNF57 ZNF57:exonic:NM_173480.2 1 100 4 synonymous NM_173480.2c.567T>C p.(=) -5.27 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2288959,rs776415059 0.103 YES 0.0 (pos.2917185),7.099E-1 (pos.2917186) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=31 T=0.0, C=1.0 0.00001 465.819 31 T=0/0, C=13/18

chr19:2917612 C/C T C SNV ZNF57 ZNF57:exonic:NM_173480.2 1 100 4 synonymous NM_173480.2c.993T>C p.(=) -4.59 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers10410539 0.1284 YES 7.108E-1;0.0 (pos.2917612) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=25 T=0.0, C=1.0 0.00001 353.019 25 T=0/0, C=12/13

chr9:80863088 A/A G A SNV CEP78 CEP78:intronic:NM_001098802.2 1 100 intronic NM_001098802.2c.893-119G>Ap.? -0.26 Leucine Rich repeatrs1929402 YES Centrosomal protein, 78kDG2/M transition of mitotic cell cycle,centriole,centrosome,ciliary basal body,ciliary basal body-plasma membrane docking,cilium organization,cytosol,regulation of G2/M transition of mitotic cell cycleG=0, A=69 G=0.0, A=1.0 0.00001 1072.78 69 G=0/0, A=29/40

chr9:82320887 T/T A T SNV TLE4 TLE4:intronic:NM_007005.4 1 100 intronic NM_007005.4c.783+30A>Tp.? 0.25 Groucho/TLE N-terminal Q-rich domain,WD domain, G-beta repeatrs4877147 0.1096 YES 8.063E-1;0.0 (pos.82320887) Wnt signaling pathway,beta-catenin-TCF complex assembly,biological_process,cellular response to leukemia inhibitory factor,chromatin binding,molecular_function,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,protein binding,repressing transcription factor binding,transcription corepressor activity,transcription factor activity, RNA polymerase II distal enhancer sequence-specific binding,transcription, DNA-templatedBipolar Disorder;Bipolar and Related Disorders;Cardiovascular Diseases;Heart Diseases;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Mental Disorders;Myocardial Ischemia;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Vascular DiseasesA=0, T=52 A=0.0, T=1.0 0.00001 767.013 52 A=0/0, T=26/26

chr9:84207857 A/G A G SNV TLE1 TLE1:intronic:NM_005077.4 1 50 intronic NM_005077.4c.1581+83T>Cp.? 1.47 Groucho/TLE N-terminal Q-rich domain,WD domain, G-beta repeatrs2796471 YES Transducin-like enhancer of split 1 (homolog of Drosophila E(spl))RNA polymerase II transcription corepressor activity,Wnt signaling pathway,animal organ morphogenesis,beta-catenin-TCF complex assembly,cytosol,identical protein binding,multicellular organism development,negative regulation of I-kappaB kinase/NF-kappaB signaling,negative regulation of Wnt signaling pathway,negative regulation of anoikis,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,nucleus,positive regulation of gene expression,protein binding,signal transduction,transcription factor binding,transcription, DNA-templatedA=27, G=27 A=0.5, G=0.5 0.00001 262.859 54 A=12/15, G=10/17

chr9:8436476 T/C T C SNV PTPRD PTPRD:intronic:NM_002839.3 1 51.85 intronic NM_002839.3c.4086+116A>Gp.? -0.81 Fibronectin type III domain,Immunoglobulin I-set domain,Immunoglobulin domain,Protein-tyrosine phosphatasers10977102 YES Protein tyrosine phosphatase, receptor type, delta polypeptidecell adhesion molecule binding,extracellular exosome,heterophilic cell-cell adhesion via plasma membrane cell adhesion molecules,integral component of membrane,integral component of plasma membrane,neuron differentiation,peptidyl-tyrosine dephosphorylation,phosphate-containing compound metabolic process,plasma membrane,positive regulation of dendrite morphogenesis,positive regulation of synapse assembly,presynaptic membrane assembly,protein binding,protein dephosphorylation,protein tyrosine phosphatase activity,receptor binding,transmembrane receptor protein tyrosine phosphatase activity,transmembrane receptor protein tyrosine phosphatase signaling pathwayAttention Deficit Disorder with Hyperactivity;Attention Deficit and Disruptive Behavior Disorders;Brain Diseases;Breast Diseases;Breast Neoplasms;Central Nervous System Diseases;Colonic Diseases;Colorectal Neoplasms;Diabetes Mellitus;Diabetes Mellitus, Type 2;Digestive System Diseases;Digestive System Neoplasms;Dyssomnias;Endocrine System Diseases;Epilepsy;Eye Diseases;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Glucose Metabolism Disorders;Intestinal Diseases;Intestinal Neoplasms;Mental Disorders;Metabolic Diseases;Myopia;Neoplasms;Neoplasms by Site;Nervous System Diseases;Neurodevelopmental Disorders;Nutritional and Metabolic Diseases;Parasomnias;Rectal Diseases;Refractive Errors;Restless Legs Syndrome;Skin Diseases;Skin and Connective Tissue Diseases;Sleep Disorders, Intrinsic;Sleep Wake DisordersT=13, C=14 T=0.4815, C=0.5185 0.00001 132.61 27 T=6/7, C=11/3

chr9:847208 G/G A G SNV DMRT1 DMRT1:intronic:NM_021951.2 1 100 intronic NM_021951.2c.538+65A>Gp.? -0.45 DM DNA binding domain,Double-sex mab3 related transcription factor 1rs2273929 YES Double sex and mab-3-related transcription factor-1DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,Sertoli cell development,Sertoli cell differentiation,cell morphogenesis,chromatin binding,core promoter proximal region sequence-specific DNA binding,cytoplasm,germ cell migration,identical protein binding,intracellular signal transduction,male germ cell proliferation,male sex determination,male sex differentiation,metal ion binding,negative regulation of meiotic nuclear division,negative regulation of transcription from RNA polymerase II promoter,nucleus,oocyte development,positive regulation of male gonad development,positive regulation of meiosis I,positive regulation of mitotic nuclear division,positive regulation of transcription from RNA polymerase II promoter,protein heterodimerization activity,protein homodimerization activity,regulation of nodal signaling pathway,regulation of transcription, DNA-templated,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator a46, XY Disorders of Sex Development;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Gonadal Dysgenesis;Gonadal Dysgenesis, 46,XY;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Testicular Diseases;Testicular Neoplasms;Urogenital Abnormalities;Urogenital NeoplasmsA=0, G=28 A=0.0, G=1.0 0.00001 408.681 28 A=0/0, G=20/8

chr19:52376952 A/A T A SNV ZNF577 ZNF577:exonic:NM_032679.2 1 100 7 synonymous NM_032679.2c.291A>T p.(=) -0.19 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers8107969 0.3866 YES 3.013E-1 (pos.52376952) DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, A=36 T=0.0, A=1.0 0.00001 563.741 36 T=0/0, A=20/16

chr9:85905666 G/G A G SNV FRMD3 FRMD3:intronic:NM_174938.5 1 100 intronic NM_174938.5c.1071-24T>Cp.? -1.38 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domainrs942283 0.3787 YES 7.058E-1 (pos.85905666) FERM domain-containing 3actomyosin structure organization,cytoskeletal protein binding,cytoskeleton,integral component of membrane,structural constituent of cytoskeletonAcneiform Eruptions;Chloracne;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=46 A=0.0, G=1.0 0.00001 768.313 46 A=0/0, G=8/38

chr19:53014346 A/A G A SNV ZNF578 ZNF578:exonic:NM_001099694.1 1 100 6 missense NM_001099694.1c.712G>A p.Glu238Lys 0.24 1 56 0 0(COSM3733764)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers161931 0.3817 YES 6.165E-1 (pos.53014346) acute_myeloid_leukaemia,carcinoma,ductal_carcinoma,neoplasm,pancreatic_intraepithelial_neoplasia_(PanIN)DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=51 G=0.0, A=1.0 0.00001 753.641 51 G=0/0, A=12/39

chr9:86584903 G/G A G SNV

HNRNPK,MI

R7-1 HNRNPK:intronic:NM_031263.3, MIR7-1:upstream:NR_029605.1 1
100

intronic NM_031263.3, NR_029605.1c.1361+174T>Cp.? -0.81 KH domain,ROKNT (NUC014) domainrs296885 YES Heterogeneous nuclear ribonucleoprotein K,Micro RNA 7-1DNA binding,RNA binding,RNA metabolic process,RNA polymerase II core promoter proximal region sequence-specific DNA binding,RNA processing,cadherin binding,catalytic step 2 spliceosome,cell projection,cytoplasm,extracellular exosome,extracellular matrix,focal adhesion,identical protein binding,mRNA splicing, via spliceosome,membrane,negative regulation of apoptotic process,negative regulation of mRNA splicing, via spliceosome,nuclear chromatin,nucleoplasm,nucleus,podosome,positive regulation of low-density lipoprotein particle receptor biosynthetic process,positive regulation of receptor-mediated endocytosis,positive regulation of transcription from RNA polymerase II promoter,protein binding,protein domain specific binding,regulation of intrinsic apoptotic signaling pathway in response to DNA damage by p53 class mediator,regulation of lipid transport by positive regulation of transcription from RNA polymerase II promoter,regulation of low-density lipoprotein particle clearance,regulation of transcription fromBreast Diseases;Breast Neoplasms;Endocrine System Diseases;Neoplasms;Neoplasms by Site;Skin Diseases;Skin and Connective Tissue DiseasesA=0, G=27 A=0.0, G=1.0 0.00001 389.985 27 A=0/0, G=11/16

chr9:88618462 G/G C G SNV NAA35 NAA35:intronic:NM_024635.3 1 100 intronic NM_024635.3c.1057-38C>Gp.? -0.81 Mak10 subunit, NatC N(alpha)-terminal acetyltransferasers1328923 0.4579 YES 2.269E-2 (pos.88618462) N-terminal protein amino acid acetylation,NatC complex,cytoplasm,negative regulation of apoptotic process,peptide alpha-N-acetyltransferase activity,polysome,protein binding,smooth muscle cell proliferationC=0, G=33 C=0.0, G=1.0 0.00001 504.598 33 C=0/0, G=18/15

chr9:90256827 G/G A G SNV DAPK1 DAPK1:intronic:NM_004938.3 1 100 intronic NM_004938.3c.829-57A>Gp.? -0.31 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinase,RIO1 familyrs3118846 YES Death-associated protein kinase-1ATP binding,GTP binding,actin cytoskeleton,apoptotic process,apoptotic signaling pathway,calmodulin binding,calmodulin-dependent protein kinase activity,cellular response to hydroperoxide,cellular response to interferon-gamma,cytoplasm,extrinsic apoptotic signaling pathway via death domain receptors,identical protein binding,intracellular signal transduction,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of translation,plasma membrane,positive regulation of autophagy,positive regulation of cysteine-type endopeptidase activity involved in apoptotic process,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of NMDA receptor activity,regulation of apoptotic process,regulation of autophagy,syntaxin-1 bindingAdenocarcinoma;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Bone Marrow Diseases;Brain Diseases;Brain Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Carcinoma, Renal Cell;Carcinoma, Transitional Cell;Central Nervous System Diseases;Central Nervous System Neoplasms;Conjunctival Diseases;Connective Tissue Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Head and Neck Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Joint Diseases;Kidney Diseases;Kidney Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Diseases;Myelodysplastic Syndromes;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Second Primary;Neoplastic Processes;Nervous System Diseases;Nervous System Neop5,6-Dihydro-BenzoHCinnolin-3-Ylamine,6-(3-AMINOPROPYL)-4,9-DIMETHYLPYRROLO3,4-CCARBAZOLE-1,3(2H,6H)-DIONE,Phosphoaminophosphonic Acid-Adenylate EsterA=0, G=27 A=0.0, G=1.0 0.00001 389.92 27 A=0/0, G=20/7

chr9:90258537 A/A G A SNV DAPK1 DAPK1:intronic:NM_004938.3 1 100 intronic NM_004938.3c.1011+154G>Ap.? 0.07 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinase,RIO1 familyrs3793656 YES Death-associated protein kinase-1ATP binding,GTP binding,actin cytoskeleton,apoptotic process,apoptotic signaling pathway,calmodulin binding,calmodulin-dependent protein kinase activity,cellular response to hydroperoxide,cellular response to interferon-gamma,cytoplasm,extrinsic apoptotic signaling pathway via death domain receptors,identical protein binding,intracellular signal transduction,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of translation,plasma membrane,positive regulation of autophagy,positive regulation of cysteine-type endopeptidase activity involved in apoptotic process,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of NMDA receptor activity,regulation of apoptotic process,regulation of autophagy,syntaxin-1 bindingAdenocarcinoma;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Bone Marrow Diseases;Brain Diseases;Brain Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Carcinoma, Renal Cell;Carcinoma, Transitional Cell;Central Nervous System Diseases;Central Nervous System Neoplasms;Conjunctival Diseases;Connective Tissue Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Head and Neck Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Joint Diseases;Kidney Diseases;Kidney Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Diseases;Myelodysplastic Syndromes;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Second Primary;Neoplastic Processes;Nervous System Diseases;Nervous System Neop5,6-Dihydro-BenzoHCinnolin-3-Ylamine,6-(3-AMINOPROPYL)-4,9-DIMETHYLPYRROLO3,4-CCARBAZOLE-1,3(2H,6H)-DIONE,Phosphoaminophosphonic Acid-Adenylate EsterG=0, A=69 G=0.0, A=1.0 0.00001 1072.75 69 G=0/0, A=56/13

chr19:53015384 A/G A G SNV ZNF578 ZNF578:exonic:NM_001099694.1 1 45.83 6 missense NM_001099694.1c.1750A>G p.Ile584Val -9.3 0.59 29 0 0(COSM3757137)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers4802965 0.2344 YES 4.845E-1;1.16E-4;0.0 (pos.53015384)acute_myeloid_leukaemia,adenocarcinoma,carcinomaDNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=26, G=22 A=0.5417, G=0.4583 0.00001 240.971 48 A=12/14, G=17/5

chr9:90320954 A/A G A SNV DAPK1 DAPK1:intronic:NM_004938.3 1 100 intronic NM_004938.3c.3061-93G>Ap.? -1.81 Ankyrin repeat,Ankyrin repeats (3 copies),Ankyrin repeats (many copies),Death domain,Lipopolysaccharide kinase (Kdo/WaaP) family,Protein kinase domain,Protein tyrosine kinase,RIO1 familyrs1927973 YES Death-associated protein kinase-1ATP binding,GTP binding,actin cytoskeleton,apoptotic process,apoptotic signaling pathway,calmodulin binding,calmodulin-dependent protein kinase activity,cellular response to hydroperoxide,cellular response to interferon-gamma,cytoplasm,extrinsic apoptotic signaling pathway via death domain receptors,identical protein binding,intracellular signal transduction,negative regulation of extrinsic apoptotic signaling pathway via death domain receptors,negative regulation of translation,plasma membrane,positive regulation of autophagy,positive regulation of cysteine-type endopeptidase activity involved in apoptotic process,protein autophosphorylation,protein binding,protein kinase activity,protein phosphorylation,protein serine/threonine kinase activity,regulation of NMDA receptor activity,regulation of apoptotic process,regulation of autophagy,syntaxin-1 bindingAdenocarcinoma;Arthritis;Arthritis, Juvenile;Autoimmune Diseases;Bone Marrow Diseases;Brain Diseases;Brain Neoplasms;Bronchial Neoplasms;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Bronchogenic;Carcinoma, Non-Small-Cell Lung;Carcinoma, Renal Cell;Carcinoma, Transitional Cell;Central Nervous System Diseases;Central Nervous System Neoplasms;Conjunctival Diseases;Connective Tissue Diseases;Eye Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Head and Neck Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Joint Diseases;Kidney Diseases;Kidney Neoplasms;Leukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Lung Diseases;Lung Neoplasms;Male Urogenital Diseases;Mouth Diseases;Mouth Neoplasms;Musculoskeletal Diseases;Myelodysplastic Syndromes;Neoplasm Metastasis;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Second Primary;Neoplastic Processes;Nervous System Diseases;Nervous System Neop5,6-Dihydro-BenzoHCinnolin-3-Ylamine,6-(3-AMINOPROPYL)-4,9-DIMETHYLPYRROLO3,4-CCARBAZOLE-1,3(2H,6H)-DIONE,Phosphoaminophosphonic Acid-Adenylate EsterG=0, A=40 G=0.0, A=1.0 0.00001 644.286 40 G=0/0, A=30/10

chr19:58928786 A/G A G SNV ZNF584 ZNF584:exonic:NM_173548.2 1 57.45 4 missense NM_173548.2c.901A>G p.Thr301Ala -4.68 0.15 58 0.001 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers7257872 0.272 YES 2.588E-1 (pos.58928786) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=20, G=27 A=0.4255, G=0.5745 0.00001 326.533 47 A=12/8, G=12/15

chr9:93639803 G/G A G SNV SYK SYK:intronic:NM_003177.6 1 100 intronic NM_003177.6c.1182-50A>Gp.? -1.45 Protein kinase domain,Protein tyrosine kinase,SH2 domainrs1760132 YES 1.0;0.0 (pos.93639803) Spleen tyrosine kinaseATP binding,B cell receptor complex,B cell receptor signaling pathway,Fc-epsilon receptor signaling pathway,Fc-gamma receptor signaling pathway involved in phagocytosis,SH2 domain binding,T cell receptor complex,Toll-like receptor binding,activation of JUN kinase activity,adaptive immune response,angiogenesis,animal organ morphogenesis,beta selection,blood vessel morphogenesis,cell proliferation,cellular response to low-density lipoprotein particle stimulus,cellular response to molecule of fungal origin,collagen-activated tyrosine kinase receptor signaling pathway,cytoplasm,cytosol,defense response to bacterium,early phagosome,extrinsic component of cytoplasmic side of plasma membrane,inflammatory response,innate immune response,integrin binding,integrin-mediated signaling pathway,leukocyte activation involved in immune response,leukocyte cell-cell adhesion,leukotriene biosynthetic process,lymph vessel development,macrophage activation involved in immune response,neutrophil activation involved in immune respoAdenoma;Arterial Occlusive Diseases;Arteriosclerosis;Autoimmune Diseases;Autoimmune Diseases of the Nervous System;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebrovascular Disorders;Dementia;Dementia, Vascular;Demyelinating Autoimmune Diseases, CNS;Demyelinating Diseases;Immune System Diseases;Intracranial Arterial Diseases;Intracranial Arteriosclerosis;Leukoencephalopathies;Melanoma;Mental Disorders;Mesothelioma;Multiple Sclerosis;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Glandular and Epithelial;Neoplasms, Mesothelial;Neoplasms, Nerve Tissue;Nervous System Diseases;Neurocognitive Disorders;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Vascular Diseases2-{(1R,2S)-2-aminocyclohexylamino}-4-(3-methylphenyl)aminopyrimidine-5-carboxamide,2-{2-(3,5-dimethylphenyl)aminopyrimidin-4-yl}-N-(1S)-2-hydroxy-1-methylethyl-4-methyl-1,3-thiazole-5-carboxamide,6-({5-fluoro-2-(3,4,5-trimethoxyphenyl)aminopyrimidin-4-yl}amino)-2,2-dimethyl-2H-pyrido3,2-b1,4oxazin-3(4H)-one,Ellagic Acid,N-(2-hydroxy-1,1-dimethylethyl)-1-methyl-3-(1H-pyrrolo2,3-bpyridin-2-yl)-1H-indole-5-carboxamide,StaurosporineA=0, G=52 A=0.0, G=1.0 0.00001 766.883 52 A=0/0, G=30/22

chr19:58929052 G/A G A SNV ZNF584 ZNF584:exonic:NM_173548.2 1 45.45 4 synonymous NM_173548.2c.1167G>A p.(=) 0.23 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers3764535 0.4806 YES 3.199E-1 (pos.58929052) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=12, A=10 G=0.5455, A=0.4545 0.00001 81.8355 22 G=3/9, A=5/5

chr19:58352806 T/C T C SNV ZNF587B ZNF587B:exonic:NM_001204818.1 1 57.14 3 missense NM_001204818.1c.764T>C p.Val255Ala -1.77 0.51 64 0 0(COSM4597445)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers35313547 YES 2.223E-1 (pos.58352806) squamous_cell_carcinoma metal ion binding,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,regulation of transcription, DNA-templatedT=18, C=24 T=0.4286, C=0.5714 0.00001 279.086 42 T=6/12, C=17/7

chr19:58352522 G/A G A SNV ZNF587B ZNF587B:exonic:NM_001204818.1 1 47.37 3 synonymous NM_001204818.1c.480G>A p.(=) -2.67 0.01(COSM3835997),0.01(COSM3835998)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers12981244 YES 6.799E-1;0.0 (pos.58352522)carcinoma metal ion binding,negative regulation of transcription, DNA-templated,nucleic acid binding,nucleus,regulation of transcription, DNA-templatedG=20, A=18 G=0.5263, A=0.4737 0.00001 184.532 38 G=9/11, A=8/10

chr9:95397418 G/G C G SNV IPPK IPPK:intronic:NM_022755.5 1 100 intronic NM_022755.5c.1067+22G>Cp.? -0.06 Inositol-pentakisphosphate 2-kinasers1111047 0.4264 YES 8.697E-1 (pos.95397418) ATP binding,DNA-directed RNA polymerase I complex,cytosol,inositol pentakisphosphate 2-kinase activity,inositol phosphate biosynthetic process,inositol phosphate metabolic process,inositol phosphorylation,intracellular,nucleolus,nucleoplasm,nucleus,phosphorylation,positive regulation of transcription of nuclear large rRNA transcript from RNA polymerase I promoter,protein binding,protein complex scaffold activityC=0, G=63 C=0.0, G=1.0 0.00001 962.504 63 C=0/0, G=37/26

chr3:48309828 G/G C G SNV ZNF589 ZNF589:exonic:NM_016089.2 1 100 4 missense NM_016089.2c.647C>G p.Thr216Arg -1.96 0.73 71 0 0.01(COSM4002717)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,zinc-finger of a C2HC-typers11718329 0.3107 YES 1.196E-1;9.27E-4 (pos.48309828)acute_myeloid_leukaemiaZinc finger protein 589RNA polymerase II regulatory region sequence-specific DNA binding,intracellular,metal ion binding,negative regulation of transcription from RNA polymerase II promoter,nucleic acid binding,nucleoplasm,nucleus,regulation of transcription, DNA-templated,transcriptional repressor activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=0, G=40 C=0.0, G=1.0 0.00001 644.281 40 C=0/0, G=20/20



chr4:86738 G/G A G SNV

ZNF595,ZNF

718 ZNF595:exonic:NM_001286054.1, ZNF718:intronic:NM_001039127.51
100

10 synonymous NM_001286054.1, NM_001039127.5c.792A>G, c.226+26692A>Gp.(=), p.? -1.9 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers2353625 1.0 (pos.86738) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=27 A=0.0, G=1.0 0.00001 392.369 27 A=0/0, G=5/22

chr4:87277 C/C G C SNV

ZNF595,ZNF

718 ZNF595:exonic:NM_001286054.1, ZNF718:intronic:NM_001039127.51
100

10 missense NM_001286054.1, NM_001039127.5c.1331G>C, c.226+27231G>Cp.Gly444Ala, p.? 0.35 60 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers2006764 1.0 (pos.87277) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, C=23 G=0.0, C=1.0 0.00001 316.747 23 G=0/0, C=8/15

chr9:95874070 C/C G C SNV CARD19 CARD19:intronic:NM_032310.4 1 100 intronic NM_032310.4c.305-91G>Cp.? 0.6 rs2027585 YES Caspase recruitment domain-containing protein 19CARD domain binding,cytosol,endoplasmic reticulum membrane,integral component of membrane,mitochondrial membrane,mitochondrion,negative regulation of I-kappaB kinase/NF-kappaB signaling,nucleusG=0, C=48 G=0.0, C=1.0 0.00001 814.248 48 G=0/0, C=19/29

chr9:96015377 G/G A G SNV WNK2 WNK2:intronic:NM_006648.3 1 100 intronic NM_006648.3c.2034+13A>Gp.? -1.3 Oxidative-stress-responsive kinase 1 C-terminal domain,Protein kinase domain,Protein tyrosine kinasers386736361,rs4744202 0.042 YES 9.142E-1 (pos.96015377) WNK lysine deficient protein kinase 2 A=0, G=28 A=0.0, G=1.0 0.00001 408.711 28 A=0/0, G=16/12

chr9:96025771 A/A G A SNV WNK2 WNK2:intronic:NM_006648.3 1 100 intronic NM_006648.3c.3411-77G>Ap.? -1.09 Oxidative-stress-responsive kinase 1 C-terminal domain,Protein kinase domain,Protein tyrosine kinasers6479467 YES WNK lysine deficient protein kinase 2 G=0, A=54 G=0.0, A=1.0 0.00001 798.148 54 G=0/0, A=20/34

chr9:96030230 C/C T C SNV WNK2 WNK2:intronic:NM_006648.3 1 100 intronic NM_006648.3c.3867+32T>Cp.? -1.86 Oxidative-stress-responsive kinase 1 C-terminal domain,Protein kinase domain,Protein tyrosine kinasers7856268 0.0539 YES 9.998E-1 (pos.96030230) WNK lysine deficient protein kinase 2 T=0, C=47 T=0.0, C=1.0 0.00001 789.327 47 T=0/0, C=19/28

chr9:967981 C/C G C SNV DMRT1 DMRT1:intronic:NM_021951.2 1 100 intronic NM_021951.2c.968-4G>Cp.? 0.98 DM DNA binding domain,Double-sex mab3 related transcription factor 1rs279895 0.1664 YES 9.983E-1 (pos.967981) Double sex and mab-3-related transcription factor-1DNA binding transcription factor activity,RNA polymerase II regulatory region sequence-specific DNA binding,Sertoli cell development,Sertoli cell differentiation,cell morphogenesis,chromatin binding,core promoter proximal region sequence-specific DNA binding,cytoplasm,germ cell migration,identical protein binding,intracellular signal transduction,male germ cell proliferation,male sex determination,male sex differentiation,metal ion binding,negative regulation of meiotic nuclear division,negative regulation of transcription from RNA polymerase II promoter,nucleus,oocyte development,positive regulation of male gonad development,positive regulation of meiosis I,positive regulation of mitotic nuclear division,positive regulation of transcription from RNA polymerase II promoter,protein heterodimerization activity,protein homodimerization activity,regulation of nodal signaling pathway,regulation of transcription, DNA-templated,spermatogenesis,transcription from RNA polymerase II promoter,transcriptional activator a46, XY Disorders of Sex Development;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Disorders of Sex Development;Endocrine Gland Neoplasms;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Male;Genital Neoplasms, Male;Gonadal Disorders;Gonadal Dysgenesis;Gonadal Dysgenesis, 46,XY;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Germ Cell and Embryonal;Testicular Diseases;Testicular Neoplasms;Urogenital Abnormalities;Urogenital NeoplasmsG=0, C=100 G=0.0, C=1.0 0.00001 1702.11 100 G=0/0, C=53/47

chr9:97321127 C/C T C SNV FBP2,PCAT7 PCAT7:intronic_nc:NR_121566.2, FBP2:utr_3:NM_003837.3 1
100

intronic NR_121566.2, NM_003837.3c.1113A>G p.? -3.85 Fructose-1-6-bisphosphatase, N-terminal domainrs1048510 YES Fructose-1,6-bisphosphatase 2,KH-type splicing regulatory proteinZ disc,cell junction,cytosol,dephosphorylation,extracellular exosome,fructose 1,6-bisphosphate 1-phosphatase activity,fructose 1,6-bisphosphate metabolic process,fructose 6-phosphate metabolic process,fructose metabolic process,gluconeogenesis,identical protein binding,metal ion binding,nucleoplasm,plasma membrane,protein binding,sucrose biosynthetic processT=0, C=38 T=0.0, C=1.0 0.00001 603.784 38 T=0/0, C=31/7

chr9:97822941 C/C T C SNV C9orf3 C9orf3:intronic:NM_001193329.1 1 100 intronic NM_001193329.1c.2116-35T>Cp.? 0.16 Leukotriene A4 hydrolase, C-terminal,Peptidase family M1 domainrs1888944 0.0281 YES 9.49E-1 (pos.97822941) aminopeptidase activity,angiotensin maturation,cytoplasm,cytosol,metalloaminopeptidase activity,metallopeptidase activity,nucleolus,peptide binding,peptide catabolic process,proteolysis,zinc ion bindingAdnexal Diseases;Arrhythmias, Cardiac;Arthritis;Arthritis, Juvenile;Atrial Fibrillation;Autoimmune Diseases;Cardiovascular Diseases;Connective Tissue Diseases;Cysts;Endocrine System Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Gonadal Disorders;Heart Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Neoplasms;Ovarian Cysts;Ovarian Diseases;Polycystic Ovary Syndrome;Precancerous Conditions;Rheumatic Diseases;Skin and Connective Tissue DiseasesT=0, C=61 T=0.0, C=1.0 0.00001 921.854 61 T=0/0, C=34/27

chr9:98678164 T/T G T SNV ERCC6L2 ERCC6L2:intronic:NM_001010895.2 1 98.72 intronic NM_001010895.2c.983+53G>Tp.? 0.53 DEAD/DEAH box helicase,ERCC3/RAD25/XPB C-terminal helicase,Helicase conserved C-terminal domain,SNF2 family N-terminal domain,Type III restriction enzyme, res subunitrs683829 YES ERCC6-like 2 ATP binding,DNA binding,cellular response to reactive oxygen species,centrosome,cytoplasm,cytosol,helicase activity,interstrand cross-link repair,mitochondrion,nucleoplasm,nucleus,protein binding,protein complex,protein kinase bindingG=2, T=154 G=0.0128, T=0.9872 0.00001 2432.76 156 G=0/2, T=64/90

chr4:87313 GA/GA G GA INDEL

ZNF595,ZNF

718 ZNF595:exonic:NM_001286054.1, ZNF718:intronic:NM_001039127.51
100

10 unknown NM_001286054.1, NM_001039127.5c.226+27267G>GAp.? -1.1 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers397952018,rs60154095,rs7822958525.00E-04 YES 1.0;0.0 (pos.87313) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, GA=24 G=0.0, GA=1.0 0.00001 332.882 24 G=0/0, GA=8/16

chr19:38202516 C/C A C SNV ZNF607 ZNF607:exonic:NM_032689.4 1 100 2 missense NM_032689.4c.4T>G p.Ser2Ala -0.3 1 99 0 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers2909097,rs386809063,rs8788943730 9.685E-1 (pos.38202516) DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, C=28 A=0.0, C=1.0 0.00001 406.161 28 A=0/0, C=10/18

chr15:64915106 T/T C T SNV ZNF609 ZNF609:exonic:NM_015042.1 1 100 2 synonymous NM_015042.1c.828C>T p.(=) -1.03 rs525878 5.00E-04 1.0 (pos.64915106) Zinc finger ptoein 609integrator complex,metal ion binding,muscle organ development,nucleic acid binding,nucleus,positive regulation of neuron migration,positive regulation of transcription from RNA polymerase II promoter,regulation of myoblast proliferation,regulation of transcription from RNA polymerase II promoter,transcription, DNA-templatedC=0, T=32 C=0.0, T=1.0 0.00001 484.937 32 C=0/0, T=22/10

chrX:10062079 A/A T A SNV WWC3 WWC3:intronic:NM_015691.3 1 100 intronic NM_015691.3c.508-93T>Ap.? -0.84 rs5934746 YES cytosol,kinase binding,negative regulation of hippo signaling,negative regulation of organ growth,negative regulation of transcription from RNA polymerase II promoter,protein complex scaffold activityT=0, A=20 T=0.0, A=1.0 0.00001 263.649 20 T=0/0, A=15/5

chrX:10062163 C/C G C SNV WWC3 WWC3:intronic:NM_015691.3 1 100 intronic NM_015691.3c.508-9G>Cp.? 2.35 rs5934747 0.2757 YES 2.943E-2 (pos.10062163) cytosol,kinase binding,negative regulation of hippo signaling,negative regulation of organ growth,negative regulation of transcription from RNA polymerase II promoter,protein complex scaffold activityG=0, C=21 G=0.0, C=1.0 0.00001 281.235 21 G=0/0, C=15/6

chr19:52519608 T/T C T SNV ZNF614 ZNF614:exonic:NM_025040.3 1 100 5 missense NM_025040.3c.1243G>A p.Val415Ile -1.52 1 29 0.004 0(COSM3757116)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers8104890 0.2664 YES 3.538E-1 (pos.52519608) adenocarcinoma,diffuse_large_B_cell_lymphoma,ductal_carcinoma,squamous_cell_carcinomaDNA binding,biological_process,cellular_component,intracellular,metal ion binding,molecular_function,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=34 C=0.0, T=1.0 0.00001 522.103 34 C=0/0, T=26/8

chr19:52521296 A/A G A SNV ZNF614 ZNF614:exonic:NM_025040.3 1 100 4 missense NM_025040.3c.203C>T p.Thr68Ile -0.22 0.71 89 0.001 0(COSM3757118)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers9636139 0.2707 YES 5.189E-1 (pos.52521296) acute_myeloid_leukaemia,adenocarcinoma,squamous_cell_carcinomaDNA binding,biological_process,cellular_component,intracellular,metal ion binding,molecular_function,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=42 G=0.0, A=1.0 0.00001 685.22 42 G=0/0, A=19/23

chr19:52496149 T/T C T SNV ZNF615 ZNF615:exonic:NM_001199324.1 1 100 7 missense NM_001199324.1c.2213G>A p.Arg738Lys -0.21 0.15 26 0 0(COSM148709),0(COSM148710)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers16983353 0.2774 YES 3.538E-1 (pos.52496149) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,squamous_cell_carcinomaDNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=66 C=0.0, T=1.0 0.00001 1015.4 66 C=0/0, T=33/33

chr19:52497250 A/A G A SNV ZNF615 ZNF615:exonic:NM_001199324.1 1 100 7 missense NM_001199324.1c.1112C>T p.Thr371Ile -0.99 1 89 0 0(COSM148711),0(COSM148712)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1978717 0.2777 YES 3.532E-1 (pos.52497250) acute_myeloid_leukaemia,adenocarcinomaDNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=60 G=0.0, A=1.0 0.00001 903.53 60 G=0/0, A=40/20

chrX:115586325 A/A G A SNV SLC6A14 SLC6A14:intronic:NM_007231.4 1 100 intronic NM_007231.4c.1504+83G>Ap.? -0.43 Sodium:neurotransmitter symporter familyrs5905287 YES Solute carrier family 6 (neurotransmitter transporter), member 14amino acid transmembrane transport,amino acid transmembrane transporter activity,amino acid transport,brush border membrane,cellular amino acid metabolic process,extracellular exosome,integral component of membrane,integral component of plasma membrane,neurotransmitter transport,neurotransmitter:sodium symporter activity,plasma membrane,response to toxic substance,transport,transporter activity,vesicleDigestive System Diseases;Gastrointestinal Diseases;Intestinal Diseases;Intestinal ObstructionD-Serine,L-Proline,Valaciclovir,ValganciclovirG=0, A=27 G=0.0, A=1.0 0.00001 389.987 27 G=0/0, A=13/14

chr19:52497943 A/A G A SNV ZNF615 ZNF615:exonic:NM_001199324.1 1 100 7 missense NM_001199324.1c.419C>T p.Thr140Met 0.56 0.13 81 0.005 0(COSM148713),0(COSM148714)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers10500311 0.2781 YES 3.537E-1 (pos.52497943) acute_myeloid_leukaemia,adenocarcinoma,carcinoma,diffuse_large_B_cell_lymphoma,neoplasmDNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=45 G=0.0, A=1.0 0.00001 747.393 45 G=0/0, A=22/23

chrX:118974507 C/C A C SNV UPF3B UPF3B:intronic:NM_080632.2 1 100 intronic NM_080632.2c.846+102T>Gp.? 0.49 Smg-4/UPF3 familyrs2285552 YES UPF3 regulator of nonsense transcripts, yeast, homolog of, BRNA binding,RNA export from nucleus,cytoplasm,cytosol,exon-exon junction complex,mRNA 3'-end processing,mRNA binding,mRNA export from nucleus,mRNA splicing, via spliceosome,microtubule organizing center,nuclear-transcribed mRNA catabolic process, nonsense-mediated decay,nucleic acid binding,nucleocytoplasmic transporter activity,nucleolus,nucleoplasm,nucleus,positive regulation of translation,protein binding,termination of RNA polymerase II transcriptionAbnormalities, Multiple;Bone Diseases;Bone Diseases, Developmental;Cardiovascular Abnormalities;Cardiovascular Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Craniofacial Abnormalities;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heart Defects, Congenital;Heart Diseases;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Marfan Syndrome;Mental Retardation, X-Linked;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Skin and Connective Tissue DiseasesA=0, C=21 A=0.0, C=1.0 0.00001 280.869 21 A=0/0, C=12/9

chr3:40519429 C/C T C SNV ZNF619 ZNF619:utr_5:NM_001145082.2 1 100 2 utr_5 NM_001145082.2c.-42T>C p.? -1.01 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers4553952 0.0179 YES 1.0 (pos.40519429) DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=27 T=0.0, C=1.0 0.00001 389.465 27 T=0/0, C=9/18

chrX:119065893 A/A G A SNV NKAP NKAP:intronic:NM_024528.3 1 100 intronic NM_024528.3c.923+6C>Tp.? 2.19 0.08(COSM5427751)NF-kappa-B-activating protein,Ras-induced vulval development antagonistrs194302 0.4569 YES 5.958E-1 (pos.119065893)acute_myeloid_leukaemiaNFKB-activating proteinNotch signaling pathway,RNA binding,T cell differentiation in thymus,chromatin DNA binding,chromatin binding,cytosol,granulocyte differentiation,hematopoietic stem cell proliferation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription, DNA-templated,nucleoplasm,positive regulation of alpha-beta T cell differentiation,positive regulation of protein targeting to mitochondrion,protein binding,stem cell population maintenance,transcription, DNA-templatedG=0, A=65 G=0.0, A=1.0 0.00001 996.464 65 G=0/0, A=23/42

chr8:144732363 C/C T C SNV ZNF623 ZNF623:exonic:NM_014789.3 1 100 1 synonymous NM_014789.3c.321T>C p.(=) -1.59 C2H2-type zinc finger,Zinc finger, C2H2 typers4875017 0 1.0 (pos.144732363) DNA binding,DNA binding transcription factor activity,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=24 T=0.0, C=1.0 0.00001 334.788 24 T=0/0, C=11/13

chrX:123034227 G/G A G SNV XIAP XIAP:intronic:NM_001204401.1 1 100 intronic NM_001204401.1c.1100-116A>Gp.? -0.44 Inhibitor of Apoptosis domain,Zinc finger, C3HC4 type (RING finger)rs5958338 YES Inhibitor of apoptosis, X-linkedWnt signaling pathway,apoptotic process,cellular response to DNA damage stimulus,copper ion homeostasis,cysteine-type endopeptidase inhibitor activity involved in apoptotic process,cytoplasm,cytosol,identical protein binding,inhibition of cysteine-type endopeptidase activity involved in apoptotic process,metal ion binding,mitotic spindle assembly,negative regulation of apoptotic process,negative regulation of cysteine-type endopeptidase activity involved in apoptotic process,nucleoplasm,nucleus,positive regulation of canonical Wnt signaling pathway,positive regulation of protein linear polyubiquitination,positive regulation of protein ubiquitination,protein binding,protein ubiquitination,regulation of BMP signaling pathway,regulation of cell proliferation,regulation of inflammatory response,regulation of innate immune response,regulation of nucleotide-binding oligomerization domain containing signaling pathway,ubiquitin protein ligase activity,ubiquitin-protein transferase activityAdnexal Diseases;Amyotrophic Lateral Sclerosis;Cardiomyopathies;Cardiovascular Diseases;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Endocrine Gland Neoplasms;Endocrine System Diseases;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Genital Diseases, Female;Genital Neoplasms, Female;Gonadal Disorders;Head and Neck Neoplasms;Heart Diseases;Hemic and Lymphatic Diseases;Immune System Diseases;Immunoproliferative Disorders;Lymphatic Diseases;Lymphoproliferative Disorders;Mammary Neoplasms, Animal;Mammary Neoplasms, Experimental;Metabolic Diseases;Motor Neuron Disease;Myocardial Ischemia;Myocardial Reperfusion Injury;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nervous System Diseases;Neurodegenerative Diseases;Neuromuscular Dis1-3,3-Dimethyl-2-(2-Methylamino-Propionylamino)-Butyryl-Pyrrolidine-2-Carboxylic Acid(1,2,3,4-Tetrahydro-Naphthalen-1-Yl)-Amide,Dequalinium,N-METHYLALANYL-3-METHYLVALYL-4-PHENOXY-N-(1,2,3,4-TETRAHYDRONAPHTHALEN-1-YL)PROLINAMIDEA=0, G=35 A=0.0, G=1.0 0.00001 543.875 35 A=0/0, G=18/17

chr8:144732418 G/G A G SNV ZNF623 ZNF623:exonic:NM_014789.3 1 100 1 missense NM_014789.3c.376A>G p.Asn126Asp -1.16 23 C2H2-type zinc finger,Zinc finger, C2H2 typers4874084 0 9.994E-1 (pos.144732418) DNA binding,DNA binding transcription factor activity,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=27 A=0.0, G=1.0 0.00001 389.988 27 A=0/0, G=10/17

chr19:12256358 G/G T G SNV

ZNF625,ZNF

625-ZNF20 ZNF625-ZNF20:intronic_nc:NR_037802.1, ZNF625:exonic:NM_145233.31
100

4 synonymous NR_037802.1, NM_145233.3c.873A>C p.(=) -2.84 0.06(COSM4131210),0.06(COSM4131211)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers12972621 0.466 YES 6.103E-1 (pos.12256358) neoplasm DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, G=63 T=0.0, G=1.0 0.00001 963.137 63 T=0/0, G=19/44

chr19:20807438 G/G A G SNV ZNF626 ZNF626:exonic:NM_001076675.2 1 100 4 synonymous NM_001076675.2c.1245T>C p.(=) -0.26 0.01(COSM1391936)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers62107362,rs7826387060.1294 YES 0.0 (pos.20807433),0.0 (pos.20807436),8.293E-1 (pos.20807438)adenocarcinoma,neoplasm DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=31 A=0.0, G=1.0 0.00001 465.752 31 A=0/0, G=16/15

chr3:42947776 C/C T C SNV ZNF662 ZNF662:utr_5:NM_001134656.1 1 100 1 utr_5 NM_001134656.1c.-68T>C p.? 0.99 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers6789928 YES DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=63 T=0.0, C=1.0 0.00001 958.913 63 T=0/0, C=46/17

chrX:125953932 G/G A G SNV PRR32 PRR32:intronic:NM_001122716.1 1 100 intronic NM_001122716.1c.20+86A>Gp.? 0.47 Domain of unknown function (DUF4645)rs5931715 YES A=0, G=32 A=0.0, G=1.0 0.00001 485.14 32 A=0/0, G=22/10

chrX:12693123 G/G A G SNV FRMPD4 FRMPD4:intronic:NM_014728.3 1 100 intronic NM_014728.3c.468+96A>Gp.? 0.53 FERM central domain,PDZ domain (Also known as DHR or GLGF)rs113303439 YES FERM and PDZ domains-containing protein 4cytoskeleton,dendritic spine,phosphatidylinositol-4,5-bisphosphate binding,positive regulation of synapse structural plasticity,protein binding,protein complexA=0, G=64 A=0.0, G=1.0 0.00001 977.576 64 A=0/0, G=19/45

chrX:12838934 G/G A G SNV PRPS2 PRPS2:intronic:NM_001039091.2 1 100 intronic NM_001039091.2c.873+12A>Gp.? 0.68 N-terminal domain of ribose phosphate pyrophosphokinase,Phosphoribosyl synthetase-associated domain,Phosphoribosyl transferase domainrs917580 0.365 YES 4.622E-1;0.0 (pos.12838934) Phosphoribosyl pyrophosphate synthetase-25-phosphoribose 1-diphosphate biosynthetic process,ADP binding,AMP binding,AMP biosynthetic process,ATP binding,GDP binding,animal organ regeneration,carbohydrate binding,extracellular exosome,identical protein binding,kinase activity,magnesium ion binding,nucleobase-containing compound metabolic process,nucleoside metabolic process,nucleotide biosynthetic process,phosphorylation,protein binding,protein complex,protein homodimerization activity,ribonucleoside monophosphate biosynthetic process,ribose phosphate diphosphokinase activity,ribose phosphate diphosphokinase complexA=0, G=59 A=0.0, G=1.0 0.00001 885.363 59 A=0/0, G=23/36

chr19:53669273 C/C T C SNV ZNF665 ZNF665:exonic:NM_024733.4 1 100 4 missense NM_024733.4c.470A>G p.His157Arg -4.81 0.44 29 0 0(COSM3701540),0(COSM3701541)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers4801959 0.0335 YES 9.076E-1;0.0;0.0 (pos.53669273)carcinoma DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=40 T=0.0, C=1.0 0.00001 644.286 40 T=0/0, C=23/17

chrX:131231257 A/A G A SNV FRMD7 FRMD7:intronic:NM_194277.2 1 100 intronic NM_194277.2c.284+37C>Tp.? 0.13 FERM C-terminal PH-like domain,FERM N-terminal domain,FERM adjacent (FA),FERM central domainrs2064650 0.1952 YES 9.508E-2 (pos.131231257) FERM domain-containing 7cytoskeleton,extracellular space,growth cone,molecular_function,negative regulation of protein binding,negative regulation of stress fiber assembly,neuron projection,neuronal cell body,positive regulation of lamellipodium assembly,positive regulation of small GTPase mediated signal transduction,regulation of neuron projection developmentCongenital, Hereditary, and Neonatal Diseases and Abnormalities;Cranial Nerve Diseases;Eye Diseases;Infant, Newborn, Diseases;Nervous System Diseases;Nystagmus, Congenital;Nystagmus, Pathologic;Ocular Motility DisordersG=0, A=33 G=0.0, A=1.0 0.00001 504.586 33 G=0/0, A=17/16

chrX:131348510 G/G A G SNV RAP2C RAP2C:intronic:NM_021183.4 1 100 intronic NM_021183.4c.274-36T>Cp.? 1.07 ADP-ribosylation factor family,Ras family,Ras of Complex, Roc, domain of DAPkinasers41310444 0.0758 YES 0.0 (pos.131348510) GDP binding,GTP binding,GTPase activity,Rap protein signal transduction,bicellular tight junction,cell-cell contact zone,cytoplasm,cytosol,establishment of endothelial intestinal barrier,extracellular exosome,membrane,microvillus assembly,negative regulation of cell migration,neutrophil degranulation,plasma membrane,positive regulation of protein autophosphorylation,recycling endosome membrane,regulation of nucleic acid-templated transcription,regulation of protein tyrosine kinase activity,signal transduction,tertiary granule membrane,transcription coactivator activityA=0, G=49 A=0.0, G=1.0 0.00001 831.628 49 A=0/0, G=21/28

chr19:56953963 A/A G A SNV ZNF667 ZNF667:exonic:NM_022103.3 1 100 5 missense NM_022103.3c.401C>T p.Pro134Leu -0.55 0.32 98 0.001 0.08(COSM4154373),0.08(COSM4154374)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,zinc-finger C2H2-typers35914474 0.4666 YES 1.188E-1 (pos.56953963) NS Zinc finger protein 667DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=33 G=0.0, A=1.0 0.00001 504.59 33 G=0/0, A=15/18

chr19:56954103 A/A C A SNV ZNF667 ZNF667:exonic:NM_022103.3 1 100 5 synonymous NM_022103.3c.261G>T p.(=) -0.15 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,zinc-finger C2H2-typers7253217 0.1891 YES 6.7E-2 (pos.56954103) Zinc finger protein 667DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, A=36 C=0.0, A=1.0 0.00001 563.686 36 C=0/0, A=31/5

chr19:56953863 T/C T C SNV ZNF667 ZNF667:exonic:NM_022103.3 1 95.45 5 synonymous NM_022103.3c.501A>G p.(=) -1.86 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,zinc-finger C2H2-typers8107758 0.041 YES 9.999E-1 (pos.56953863) Zinc finger protein 667DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=3, C=63 T=0.0455, C=0.9545 0.00001 917.766 66 T=0/3, C=28/35

chr19:23869941 G/G A G SNV ZNF675 ZNF675:utr_5:NM_138330.2 1 100 1 utr_5 NM_138330.2c.-106T>C p.? -1.21 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2364625 YES DNA binding,I-kappaB kinase/NF-kappaB signaling,bone resorption,cytokine-mediated signaling pathway,intracellular,negative regulation of JNK cascade,negative regulation of JUN kinase activity,negative regulation of NF-kappaB transcription factor activity,negative regulation of interleukin-1-mediated signaling pathway,negative regulation of osteoclast differentiation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription regulatory region DNA binding,negative regulation of tumor necrosis factor-mediated signaling pathway,nucleic acid binding,nucleus,perinuclear region of cytoplasm,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templated,ubiquitin protein ligase binding,zinc ion bindingA=0, G=39 A=0.0, G=1.0 0.00001 623.894 39 A=0/0, G=28/11

chrX:138714381 CAA/CAA C CAA INDEL MCF2 MCF2:intronic:NM_001171876.1 2 100 intronic NM_001171876.1c.351+113G>TTGp.? -0.66 Divergent CRAL/TRIO domain,PH domain,RhoGEF domainrs398122278,rs4007712,rs866913240YES Oncogene MCF2 (oncogene DBL)G-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,cellular response to leukemia inhibitory factor,cytoskeleton,cytosol,dendrite development,extracellular exosome,guanyl-nucleotide exchange factor activity,intracellular,intracellular signal transduction,membrane,negative regulation of axonogenesis,positive regulation of apoptotic process,protein binding,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transductionC=0, CAA=44C=0.0, CAA=1.0 0.00001 719.059 44 C=0/0, CAA=25/19

chrX:138733848 G/G A G SNV MCF2 MCF2:intronic:NM_001171876.1 1 100 intronic NM_001171876.1c.25+31T>Cp.? -0.03 Divergent CRAL/TRIO domain,PH domain,RhoGEF domainrs6635898 0.1732 YES 2.696E-1 (pos.138733848) Oncogene MCF2 (oncogene DBL)G-protein coupled receptor signaling pathway,Rho guanyl-nucleotide exchange factor activity,cellular response to leukemia inhibitory factor,cytoskeleton,cytosol,dendrite development,extracellular exosome,guanyl-nucleotide exchange factor activity,intracellular,intracellular signal transduction,membrane,negative regulation of axonogenesis,positive regulation of apoptotic process,protein binding,regulation of Rho protein signal transduction,regulation of molecular function,regulation of small GTPase mediated signal transductionA=0, G=56 A=0.0, G=1.0 0.00001 832.073 56 A=0/0, G=28/28

chr19:23837365 A/C A C SNV ZNF675 ZNF675:exonic:NM_138330.2 1 98.85 4 missense NM_138330.2c.370T>G p.Leu124Val -0.85 1 32 0 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers4380159 2.00E-04 1.0 (pos.23837365) DNA binding,I-kappaB kinase/NF-kappaB signaling,bone resorption,cytokine-mediated signaling pathway,intracellular,negative regulation of JNK cascade,negative regulation of JUN kinase activity,negative regulation of NF-kappaB transcription factor activity,negative regulation of interleukin-1-mediated signaling pathway,negative regulation of osteoclast differentiation,negative regulation of transcription from RNA polymerase II promoter,negative regulation of transcription regulatory region DNA binding,negative regulation of tumor necrosis factor-mediated signaling pathway,nucleic acid binding,nucleus,perinuclear region of cytoplasm,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templated,ubiquitin protein ligase binding,zinc ion bindingA=1, C=86 A=0.0115, C=0.9885 0.00001 1398.34 87 A=1/0, C=45/41

chrX:140983031 G/G A G SNV MAGEC3 MAGEC3:intronic:NM_138702.1 1 100 intronic NM_138702.1c.910-24A>Gp.? -1.93 rs176023 0.0155 YES 5.298E-1 (pos.140983031) Melanoma antigen, family C, 3 A=0, G=53 A=0.0, G=1.0 0.00001 789.051 53 A=0/0, G=29/24

chr19:23926708 G/G A G SNV ZNF681 ZNF681:exonic:NM_138286.2 1 100 4 synonymous NM_138286.2c.1644T>C p.(=) -1.23 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1852433 1.00E-04 1.0 (pos.23926708) DNA binding,DNA binding transcription factor activity,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=45 A=0.0, G=1.0 0.00001 747.331 45 A=0/0, G=19/26

chrX:142121729 C/C T C SNV SPANXN4 SPANXN4:intronic:NM_001009613.2 1 100 intronic NM_001009613.2c.79-82T>C p.? 0.49 Sperm protein associated with nucleus, mapped to X chromosomers4825148 YES SPANX family, member N4 T=0, C=35 T=0.0, C=1.0 0.00001 543.903 35 T=0/0, C=25/10

chr19:23927252 T/T C T SNV ZNF681 ZNF681:exonic:NM_138286.2 1 100 4 missense NM_138286.2c.1100G>A p.Arg367Lys -1.47 1 26 0.001 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1818990 1.00E-04 1.0 (pos.23927252) DNA binding,DNA binding transcription factor activity,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=99 C=0.0, T=1.0 0.00001 1681.13 99 C=0/0, T=43/56

chr19:23927468 G/G A G SNV ZNF681 ZNF681:exonic:NM_138286.2 1 100 4 missense NM_138286.2c.884T>C p.Leu295Ser -0.99 1 145 0 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1818989 1.00E-04 1.0 (pos.23927468) DNA binding,DNA binding transcription factor activity,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=49 A=0.0, G=1.0 0.00001 831.563 49 A=0/0, G=25/24

chr8:144378868 G/G A G SNV ZNF696 ZNF696:exonic:NM_030895.2 1 100 3 synonymous NM_030895.2c.1023A>G p.(=) -0.26 0(COSM1755601)Zinc finger, C2H2 typers7386259 0.1577 YES 8.206E-1 (pos.144378868)NS,adenocarcinoma,neoplasm,transitional_cell_carcinomaDNA binding,DNA binding transcription factor activity,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=72 A=0.0, G=1.0 0.00001 1134 72 A=0/0, G=32/40

chrX:1460617 C/C G C SNV IL3RA IL3RA:intronic:NM_002183.3 1 100 intronic NM_002183.3c.-37-4G>C p.? -0.28 Interleukin-6 receptor alpha chain, bindingrs17886180 0.0043 YES 8.253E-1 (pos.1460617) Interleukin-3 receptor (Y chromosome),Interleukin-3 receptor, alpha subunitMAPK cascade,Ras guanyl-nucleotide exchange factor activity,cellular response to interleukin-3,cytokine receptor activity,cytokine-mediated signaling pathway,integral component of membrane,interleukin-3 receptor activity,interleukin-3-mediated signaling pathway,intracellular,membrane,peptidyl-tyrosine phosphorylation,plasma membrane,protein tyrosine kinase activity,regulation of molecular functionSargramostim G=0, C=52 G=0.0, C=1.0 0.00001 767.015 52 G=0/0, C=21/31

chrX:1460740 G/G A G SNV IL3RA IL3RA:intronic:NM_002183.3 1 100 intronic NM_002183.3c.64+18A>Gp.? 0.78 Interleukin-6 receptor alpha chain, bindingrs6647005 0.0679 YES 7.52E-1 (pos.1460740) Interleukin-3 receptor (Y chromosome),Interleukin-3 receptor, alpha subunitMAPK cascade,Ras guanyl-nucleotide exchange factor activity,cellular response to interleukin-3,cytokine receptor activity,cytokine-mediated signaling pathway,integral component of membrane,interleukin-3 receptor activity,interleukin-3-mediated signaling pathway,intracellular,membrane,peptidyl-tyrosine phosphorylation,plasma membrane,protein tyrosine kinase activity,regulation of molecular functionSargramostim A=0, G=50 A=0.0, G=1.0 0.00001 852.748 50 A=0/0, G=19/31

chrX:1464184 T/T G T SNV IL3RA IL3RA:intronic:NM_002183.3 1 100 intronic NM_002183.3c.65-25G>T p.? -0.34 Interleukin-6 receptor alpha chain, bindingrs17884006 0.4483 YES 4.962E-1;0.0;0.0 (pos.1464184) Interleukin-3 receptor (Y chromosome),Interleukin-3 receptor, alpha subunitMAPK cascade,Ras guanyl-nucleotide exchange factor activity,cellular response to interleukin-3,cytokine receptor activity,cytokine-mediated signaling pathway,integral component of membrane,interleukin-3 receptor activity,interleukin-3-mediated signaling pathway,intracellular,membrane,peptidyl-tyrosine phosphorylation,plasma membrane,protein tyrosine kinase activity,regulation of molecular functionSargramostim G=0, T=24 G=0.0, T=1.0 0.00001 334.792 24 G=0/0, T=12/12

chrX:1475086 ATCCTAAA/A ATCCTAAA A INDEL IL3RA IL3RA:intronic:NM_002183.3 7 57.14 intronic NM_002183.3c.617-28ATCCTAAA>Ap.? 0.34, 0.05, 0.81, 0.04, 0.84, 0.06, -0.25, 0.14 Interleukin-6 receptor alpha chain, bindingrs11280138,rs17881442,rs183368390,rs386823161,rs751407671,rs757063580,rs764084784,rs773386238YES 0.0 (pos.1475089),0.0 (pos.1475090),0.0 (pos.1475092),0.0;3.478E-4 (pos.1475088),1.538E-2 (pos.1475079)Interleukin-3 receptor (Y chromosome),Interleukin-3 receptor, alpha subunitMAPK cascade,Ras guanyl-nucleotide exchange factor activity,cellular response to interleukin-3,cytokine receptor activity,cytokine-mediated signaling pathway,integral component of membrane,interleukin-3 receptor activity,interleukin-3-mediated signaling pathway,intracellular,membrane,peptidyl-tyrosine phosphorylation,plasma membrane,protein tyrosine kinase activity,regulation of molecular functionSargramostim ATCCTAAA=12, A=16ATCCTAAA=0.4286, A=0.57140.00001 161.77 28 ATCCTAAA=2/10, A=6/10

chr8:146068594 T/C T C SNV ZNF7 ZNF7:utr_3:NM_003416.3 1 50 5 utr_3 NM_003416.3c.2102T>C p.? -1.02 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1735408 0.1892 YES 9.999E-1 (pos.146068594) Zinc finger protein-7 (KOX4)DNA binding,DNA binding transcription factor activity,integral component of membrane,intracellular,metal ion binding,multicellular organism development,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=11, C=11 T=0.5, C=0.5 0.00001 94.6063 22 T=0/11, C=4/7

chr8:144776109 G/G A G SNV ZNF707 ZNF707:exonic:NM_001100599.1 1 100 5 synonymous NM_001100599.1c.525A>G p.(=) -2.92 0(COSM1455376)KRAB box,Zinc finger, C2H2 typers11786757 1.00E-04 1.0 (pos.144776109) NS,adenocarcinoma DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,protein binding,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=31 A=0.0, G=1.0 0.00001 465.818 31 A=0/0, G=24/7

chrX:149826503 A/A G A SNV MTM1 MTM1:intronic:NM_000252.2 1 100 intronic NM_000252.2c.1260+3G>Ap.? 2.44 GRAM domain,Myotubularin-like phosphatase domainrs222410 0.4987 YES 3.229E-1 (pos.149826503) MyotubularinI band,cytoplasm,cytosol,endosome to lysosome transport,extracellular exosome,filopodium,intermediate filament binding,intermediate filament organization,intracellular,late endosome,mitochondrion distribution,mitochondrion morphogenesis,muscle cell cellular homeostasis,negative regulation of TOR signaling,negative regulation of autophagosome assembly,negative regulation of proteasomal ubiquitin-dependent protein catabolic process,negative regulation of protein kinase B signaling,peptidyl-tyrosine dephosphorylation,phosphatidylinositol binding,phosphatidylinositol biosynthetic process,phosphatidylinositol dephosphorylation,phosphatidylinositol-3,5-bisphosphate 3-phosphatase activity,phosphatidylinositol-3-phosphatase activity,phosphoprotein phosphatase activity,plasma membrane,positive regulation of skeletal muscle tissue growth,protein binding,protein dephosphorylation,protein transport,protein tyrosine phosphatase activity,regulation of vacuole organization,ruffleMuscular Diseases;Musculoskeletal Diseases;Myopathies, Structural, Congenital;Nervous System Diseases;Neuromuscular DiseasesBenign/Likely benignG=0, A=38 G=0.0, A=1.0 0.00001 599.942 38 G=0/0, A=15/23

chr19:21477431 C/C T C SNV ZNF708 ZNF708:exonic:NM_021269.2 1 100 4 missense NM_021269.2c.337A>G p.Lys113Glu -0.33 0.17 56 0.004 0(COSM4000604)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1781873 0.4784 YES 6.229E-1 (pos.21477431) acute_myeloid_leukaemia T=0, C=78 T=0.0, C=1.0 0.00001 1218.56 78 T=0/0, C=55/23

chrX:150789950 T/T C T SNV PASD1 PASD1:intronic:NM_173493.2 1 100 intronic NM_173493.2c.308-4C>T p.? 0.99 PAS domain rs945815 0.0763 YES 9.723E-1 (pos.150789950) PAS domain-containing repressor 1Cry-Per complex,negative regulation of circadian rhythm,negative regulation of transcription, DNA-templated,nuclear speck,nucleus,rhythmic process,transcription coactivator bindingC=0, T=34 C=0.0, T=1.0 0.00001 524.183 34 C=0/0, T=16/18

chr3:75790444 A/A G A SNV ZNF717 ZNF717:exonic:NM_001128223.2 1 100 4 missense NM_001128223.2c.260C>T p.Pro87Leu 2.01 0.69 98 0.604 0.01(COSM4158619),0.01(COSM4158620)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers1971517 YES adenocarcinoma,neoplasm G=0, A=35 G=0.0, A=1.0 0.00001 543.893 35 G=0/0, A=28/7

chr3:75790513 C/C T C SNV ZNF717 ZNF717:exonic:NM_001128223.2 1 100 4 missense NM_001128223.2c.191A>G p.Tyr64Cys -3.65 1 194 0 0(COSM4594072),0(COSM4594073)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2918519 0.0 (pos.75790513) squamous_cell_carcinoma T=0, C=32 T=0.0, C=1.0 0.00001 485.14 32 T=0/0, C=25/7

chr3:75790822 G/G A G SNV ZNF717 ZNF717:exonic:NM_001128223.2 1 100 3 synonymous NM_001128223.2c.123T>C p.(=) -2.71 0(COSM4158635),0(COSM4158636)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2918520 YES adenocarcinoma,neoplasm A=0, G=137 A=0.0, G=1.0 0.00001 2277.17 137 A=0/0, G=55/82

chrX:152083089 G/G T G SNV ZNF185 ZNF185:intronic:NM_001178106.1 1 100 intronic NM_001178106.1c.34+22T>Gp.? -0.22 rs6526143 0.2904 YES 1.426E-1 (pos.152083089) Zinc finger protein 185actin cytoskeleton,actin filament binding,cytoplasm,focal adhesion,metal ion binding,zinc ion bindingT=0, G=46 T=0.0, G=1.0 0.00001 768.313 46 T=0/0, G=24/22

chrX:152720979 G/A G A SNV HAUS7 HAUS7:intronic:NM_017518.7 1 95.45 intronic NM_017518.7c.960+21C>Tp.? -0.15 rs6571304 0.0064 YES 0.0 (pos.152720979) HAUS augmin-like complex, subunit 7G2/M transition of mitotic cell cycle,HAUS complex,cell division,centrosome,centrosome cycle,ciliary basal body-plasma membrane docking,cytosol,microtubule,protein binding,regulation of G2/M transition of mitotic cell cycle,spindle,spindle assembly,thioesterase bindingG=1, A=21 G=0.0455, A=0.9545 0.00001 271.541 22 G=1/0, A=10/11

chrX:152728003 C/C T C SNV HAUS7 HAUS7:intronic:NM_017518.7 1 100 intronic NM_017518.7c.384+65A>Gp.? -2.92 rs3020967 0.3117 YES HAUS augmin-like complex, subunit 7G2/M transition of mitotic cell cycle,HAUS complex,cell division,centrosome,centrosome cycle,ciliary basal body-plasma membrane docking,cytosol,microtubule,protein binding,regulation of G2/M transition of mitotic cell cycle,spindle,spindle assembly,thioesterase bindingT=0, C=23 T=0.0, C=1.0 0.00001 316.74 23 T=0/0, C=11/12

chrX:152807665 G/G A G SNV ATP2B3 ATP2B3:intronic:NM_001001344.2 1 100 intronic NM_001001344.2c.665-116A>Gp.? -0.29 Cation transport ATPase (P-type),Cation transporter/ATPase, N-terminus,Cation transporting ATPase, C-terminus,E1-E2 ATPase,Plasma membrane calcium transporter ATPase C terminal,haloacid dehalogenase-like hydrolasers2980012 YES ATPase, Ca++ transporting, plasma membrane, 3ATP binding,ATP hydrolysis coupled cation transmembrane transport,Golgi apparatus,PDZ domain binding,calcium ion export across plasma membrane,calcium ion transmembrane transport,calcium ion transmembrane transporter activity,calcium-transporting ATPase activity,calmodulin binding,extracellular vesicle,integral component of plasma membrane,intracellular membrane-bounded organelle,ion transmembrane transport,metal ion binding,plasma membrane,protein binding,regulation of cardiac conduction,regulation of cytosolic calcium ion concentration,transportAdenoma;Adrenal Gland Diseases;Adrenocortical Hyperfunction;Ataxia;Autonomic Nervous System Diseases;Basal Ganglia Diseases;Brain Diseases;Cardiovascular Diseases;Central Nervous System Diseases;Cerebellar Ataxia;Cerebellar Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Dyskinesias;Endocrine System Diseases;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heredodegenerative Disorders, Nervous System;Hyperaldosteronism;Hypertension;Movement Disorders;Multiple System Atrophy;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Nervous System Diseases;Neurodegenerative Diseases;Neurologic Manifestations;Olivopontocerebellar Atrophies;Primary Dysautonomias;Spinal Cord Diseases;Spinocerebellar Ataxias;Spinocerebellar Degenerations;Vascular DiseasesA=0, G=20 A=0.0, G=1.0 0.00001 263.782 20 A=0/0, G=11/9

chrX:153073752 C/C T C SNV PDZD4 PDZD4:intronic:NM_032512.3 1 100 intronic NM_032512.3c.296+63A>Gp.? 0.03 PDZ domain,PDZ domain (Also known as DHR or GLGF)rs3761532 YES 8.293E-1 (pos.153073752) PDZ domain-containing 4NAD binding,cell cortex,isocitrate dehydrogenase (NAD+) activity,magnesium ion binding,mitochondrion,nucleolus,nucleoplasm,oxidation-reduction process,oxidoreductase activity, acting on the CH-OH group of donors, NAD or NADP as acceptor,protein binding,tricarboxylic acid cycleT=0, C=34 T=0.0, C=1.0 0.00001 523.932 34 T=0/0, C=21/13

chrX:153174819 TG/TG T TG INDEL ARHGAP4 ARHGAP4:intronic:NM_001666.4 1 100 intronic NM_001666.4c.2507+78A>CAp.? -1.45 Fes/CIP4, and EFC/F-BAR homology domain,RhoGAP domain,SH3 domain,Variant SH3 domainrs11394527,rs375243502,rs869133355YES GTPase activator activity,Golgi apparatus,Rac GTPase binding,Rho protein signal transduction,SH3/SH2 adaptor activity,cytoplasm,cytoskeleton organization,cytosol,growth cone,identical protein binding,microtubule,negative regulation of axon extension,negative regulation of cell migration,negative regulation of fibroblast migration,positive regulation of GTPase activity,positive regulation of signal transduction,protein binding,regulation of small GTPase mediated signal transduction,signal transductionHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesT=0, TG=23 T=0.0, TG=1.0 0.00001 269.056 23 T=0/0, TG=8/15

chrX:153174867 TG/TG T TG INDEL ARHGAP4 ARHGAP4:intronic:NM_001666.4 1 100 intronic NM_001666.4c.2507+30A>CAp.? 0.07 Fes/CIP4, and EFC/F-BAR homology domain,RhoGAP domain,SH3 domain,Variant SH3 domainrs11405331,rs34046683,rs868962978,rs8691361252.00E-04 1.0;0.0 (pos.153174867) GTPase activator activity,Golgi apparatus,Rac GTPase binding,Rho protein signal transduction,SH3/SH2 adaptor activity,cytoplasm,cytoskeleton organization,cytosol,growth cone,identical protein binding,microtubule,negative regulation of axon extension,negative regulation of cell migration,negative regulation of fibroblast migration,positive regulation of GTPase activity,positive regulation of signal transduction,protein binding,regulation of small GTPase mediated signal transduction,signal transductionHIV Infections;Immune System Diseases;Immunologic Deficiency SyndromesT=0, TG=24 T=0.0, TG=1.0 0.00001 298.078 24 T=0/0, TG=8/16

chr19:24116402 C/T C T SNV ZNF726 ZNF726:exonic:NM_001244038.1 1 57.14 4 missense NM_001244038.1c.1484C>T p.Thr495Ile -0.89 0.51 89 0.003 0.04(COSM4597141)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers145688653 YES 0.0 (pos.24116402) squamous_cell_carcinoma DNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=15, T=20 C=0.4286, T=0.5714 0.00001 216.887 35 C=6/9, T=13/7

chr19:22498943 C/C T C SNV ZNF729 ZNF729:exonic:NM_001242680.1 1 100 4 synonymous NM_001242680.1c.2724T>C p.(=) -2.27 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers8104705 YES 1.232E-4;0.0;0.0 (pos.22498942),6.839E-1 (pos.22498943)DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=43 T=0.0, C=1.0 0.00001 710.205 43 T=0/0, C=34/9

chrX:153696913 T/T C T SNV PLXNA3 PLXNA3:intronic:NM_017514.4 1 100 intronic NM_017514.4c.4220+11C>Tp.? -0.68 IPT/TIG domain,Plexin cytoplasmic RasGAP domain,Plexin repeat,Sema domainrs7886727 0.1313 YES 1.373E-1 (pos.153696913) branchiomotor neuron axon guidance,cell junction,facial nerve structural organization,hippocampus development,integral component of membrane,intracellular membrane-bounded organelle,membrane,multicellular organism development,negative chemotaxis,negative regulation of axon extension involved in axon guidance,neuron projection extension,nucleus,plasma membrane,positive regulation of cytoskeleton organization,protein binding,pyramidal neuron development,regulation of axon extension involved in axon guidance,semaphorin receptor activity,semaphorin receptor complex,semaphorin-plexin signaling pathway,semaphorin-plexin signaling pathway involved in axon guidance,transmembrane signaling receptor activity,trigeminal nerve structural organizationEndometrial Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Genital Diseases, Female;Genital Neoplasms, Female;Neoplasms;Neoplasms by Site;Urogenital Neoplasms;Uterine Diseases;Uterine NeoplasmsC=0, T=36 C=0.0, T=1.0 0.00001 563.727 36 C=0/0, T=20/16

chrX:154774663 A/A G A SNV TMLHE TMLHE:intronic:NM_018196.3 1 100 intronic NM_018196.3c.181+94C>Tp.? -0.25 Protein of unknown function (DUF971),Taurine catabolism dioxygenase TauD, TfdA familyrs2305517 YES Epsilon-trimethyllysine hydroxylasecarnitine biosynthetic process,iron ion binding,mitochondrial matrix,mitochondrion,negative regulation of oxidoreductase activity,oxidation-reduction process,oxidoreductase activity, acting on single donors with incorporation of molecular oxygen, incorporation of two atoms of oxygen,trimethyllysine dioxygenase activitySuccinic acid,Vitamin C G=0, A=43 G=0.0, A=1.0 0.00001 705.701 43 G=0/0, A=20/23

chrX:154774707 T/T C T SNV TMLHE TMLHE:intronic:NM_018196.3 1 100 intronic NM_018196.3c.181+50G>Ap.? -0.36 Protein of unknown function (DUF971),Taurine catabolism dioxygenase TauD, TfdA familyrs2305518 0.235 YES 7.486E-1 (pos.154774707) Epsilon-trimethyllysine hydroxylasecarnitine biosynthetic process,iron ion binding,mitochondrial matrix,mitochondrion,negative regulation of oxidoreductase activity,oxidation-reduction process,oxidoreductase activity, acting on single donors with incorporation of molecular oxygen, incorporation of two atoms of oxygen,trimethyllysine dioxygenase activitySuccinic acid,Vitamin C C=0, T=50 C=0.0, T=1.0 0.00001 852.68 50 C=0/0, T=19/31

chr19:20748522 A/A C A SNV ZNF737 ZNF737:utr_5:NM_001159293.1 1 100 1 utr_5 NM_001159293.1c.-76G>T p.? 0.19 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers12979592 0.4403 YES Zinc finger protein-737DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, A=41 C=0.0, A=1.0 0.00001 673.695 41 C=0/0, A=12/29

chrX:1554655 C/C T C SNV ASMTL ASMTL:intronic:NM_004192.3 1 100 intronic NM_004192.3c.274-4A>Gp.? 0.06 Dimerisation domain,Maf-like protein,O-methyltransferasers28592995 0.3239 YES 3.879E-1 (pos.1554655) acute_myeloid_leukaemia O-methyltransferase activity,biological_process,cytosol,methylation,molecular_function,nucleoside-triphosphate diphosphatase activity,protein bindingLeukemia;Leukemia, Myeloid;Leukemia, Myeloid, Acute;Neoplasms;Neoplasms by Histologic TypeT=0, C=50 T=0.0, C=1.0 0.00001 852.731 50 T=0/0, C=26/24

chrX:15800600 G/G A G SNV CA5B CA5B:intronic:NM_007220.3 1 100 intronic NM_007220.3c.775-8A>Gp.? 0.2 Eukaryotic-type carbonic anhydrasers4830548,rs755516100 0.3384 YES 4.307E-1 (pos.15800600),5.62E-4 (pos.15800594)Carbonic anhydrase VB, mitochondrialbicarbonate transport,carbonate dehydratase activity,mitochondrial matrix,mitochondrion,one-carbon metabolic process,zinc ion bindingEllagic Acid,Zonisamide A=0, G=38 A=0.0, G=1.0 0.00001 603.78 38 A=0/0, G=22/16

chr22:20759755 CG/C CG C INDEL ZNF74 ZNF74:exonic:NM_001256524.1 1 50 6 frameshiftDeletion NM_001256524.1c.436delG p.Ala146fs -1.05, -1.77 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers573923137,rs772198434 0.0 (pos.20759755),0.0 (pos.20759756) Zinc finger protein-74 (Cos52)DNA binding,DNA binding transcription factor activity,RNA binding,actin cytoskeleton,metal ion binding,multicellular organism development,nucleoplasm,regulation of transcription, DNA-templated,transcription, DNA-templatedCG=20, C=20CG=0.5, C=0.5 0.00001 85.2418 40 CG=6/14, C=8/12

chrX:16876980 A/A G A SNV RBBP7 RBBP7:intronic:NM_001198719.1 1 100 intronic NM_001198719.1c.440-8C>T p.? 0.71 Histone-binding protein RBBP4 or subunit C of CAF1 complex,WD domain, G-beta repeatrs4828536 0.4092 YES 8.701E-1 (pos.16876980) Retinoblastoma-binding protein 7CENP-A containing nucleosome assembly,DNA replication,ESC/E(Z) complex,NuRD complex,RNA binding,cell proliferation,cellular heat acclimation,cytosol,histone deacetylase activity,histone deacetylation,multicellular organism development,negative regulation of G0 to G1 transition,negative regulation of cell growth,negative regulation of gene expression, epigenetic,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,post-translational protein modification,protein binding,regulation of signal transduction by p53 class mediator,response to steroid hormone,transcription, DNA-templatedG=0, A=35 G=0.0, A=1.0 0.00001 543.903 35 G=0/0, A=15/20

chrX:1713168 C/T C T SNV AKAP17A AKAP17A:intronic:NM_005088.2 1 57.14 intronic NM_005088.2c.762+51C>Tp.? 0.76 rs5989832 0.4688 YES 5.466E-1 (pos.1713168) A kinase (PRKA) anchor protein 17AB cell activation,RNA binding,RNA splicing,cytosol,mRNA processing,nuclear speck,nucleic acid binding,nucleus,protein binding,protein kinase A binding,regulation of RNA splicing,regulation of transcription, DNA-templated,signal transduction,spliceosomal complexC=18, T=24 C=0.4286, T=0.5714 0.00001 279.06 42 C=15/3, T=10/14

chr19:57956828 G/G T G SNV ZNF749 ZNF749:exonic:NM_001023561.3 1 100 3 missense NM_001023561.3c.2312T>G p.Ile771Arg -6.58 1 97 0 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers7246856 0.3986 YES 7.577E-1 (pos.57956828) DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, G=36 T=0.0, G=1.0 0.00001 563.743 36 T=0/0, G=15/21

chr6:35260530 T/T C T SNV ZNF76 ZNF76:exonic:NM_003427.4 1 100 10 synonymous NM_003427.4c.1131C>T p.(=) -0.32 0.28(COSM4161106)C2H2-type zinc finger,Zinc finger, C2H2 typers1557568 0.1916 YES 6.635E-1 (pos.35260530) carcinoma,neoplasmZinc finger protein-76 (expressed in testis)metal ion binding,nucleic acid binding,nucleus,positive regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase II promoter,regulation of transcription from RNA polymerase III promoter,sequence-specific DNA binding,transcription from RNA polymerase II promoter,transcriptional activator activity, RNA polymerase II transcription regulatory region sequence-specific bindingC=0, T=47 C=0.0, T=1.0 0.00001 789.327 47 C=0/0, T=6/41

chr19:53958126 G/G T G SNV

ZNF761,ZNF

765-ZNF761 ZNF765-ZNF761:exonic:NM_001350496.1, ZNF761:exonic:NM_001008401.31

100

7 missense NM_001350496.1, NM_001008401.3c.365T>G, c.365T>Gp.Ile122Ser, p.Ile122Ser -0.32 1.0, 1.0 142.0, 142.00.0, 0.0 0(COSM1564249)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2708743 0.3181 YES 5.482E-1 (pos.53958126) acute_myeloid_leukaemia,carcinoma,ductal_carcinomaDNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, G=84 T=0.0, G=1.0 0.00001 1370.02 84 T=0/0, G=32/52

chr19:2934282 C/C T C SNV ZNF77 ZNF77:exonic:NM_021217.2 1 100 4 synonymous NM_021217.2c.843A>G p.(=) -4.55 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers3746073 0.0481 YES 5.384E-1;0.0 (pos.2934282) Zinc finger protein-77 (pT1)DNA binding,biological_process,metal ion binding,molecular_function,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=42 T=0.0, C=1.0 0.00001 685.219 42 T=0/0, C=22/20

chrX:21985464 T/T C T SNV SMS SMS:intronic:NM_004595.4 1 100 intronic NM_004595.4c.170+30C>Tp.? 0.22 Spermidine synthase tetramerisation domain,Spermine/spermidine synthase domainrs3747276 0.3405 YES 3.25E-1 (pos.21985464) Retinoic acid-induced gene 1,Spermine synthasecytosol,extracellular exosome,methionine metabolic process,polyamine metabolic process,spermine biosynthetic process,spermine synthase activityArthritis;Arthritis, Rheumatoid;Autoimmune Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Connective Tissue Diseases;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heredodegenerative Disorders, Nervous System;Immune System Diseases;Intellectual Disability;Joint Diseases;Mental Retardation, X-Linked;Musculoskeletal Diseases;Nervous System Diseases;Neurobehavioral Manifestations;Neurologic Manifestations;Rheumatic Diseases;Skin and Connective Tissue DiseasesSpermine C=0, T=44 C=0.0, T=1.0 0.00001 726.564 44 C=0/0, T=23/21

chr7:150093701 A/C A C SNV ZNF775 ZNF775:exonic:NM_173680.3 1 46.51 3 synonymous NM_173680.3c.132A>C p.(=) -1.64 0.01(COSM329643)C2H2-type zinc finger,Zinc finger, C2H2 type,zinc-finger of a C2HC-typers940453 0.0793 YES 7.965E-1 (pos.150093701)hepatocellular_carcinoma,plasma_cell_myelomaDNA binding,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=46, C=40 A=0.5349, C=0.4651 0.00001 418.34 86 A=24/22, C=26/14

chr16:89293271 C/C A C SNV ZNF778 ZNF778:exonic:NM_001201407.1 1 100 7 missense NM_001201407.1c.575A>C p.Lys192Thr -0.09 0.39 78 0.51 0.17(COSM3999976),0.17(COSM3999977)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers28417933 0.1154 YES 5.572E-1;0.0 (pos.89293271)acute_myeloid_leukaemia A=0, C=74 A=0.0, C=1.0 0.00001 1170.13 74 A=0/0, C=47/27

chrX:23723261 C/C T C SNV ACOT9 ACOT9:intronic:NM_001037171.1 1 100 intronic NM_001037171.1c.1020-64A>Gp.? 0.29 rs2270142 YES Acyl-CoA thioesterase 9acetyl-CoA hydrolase activity,acyl-CoA hydrolase activity,acyl-CoA metabolic process,carboxylic ester hydrolase activity,hydrolase activity,mitochondrial matrix,mitochondrionT=0, C=48 T=0.0, C=1.0 0.00001 810.435 48 T=0/0, C=20/28

chr16:89293614 G/G A G SNV ZNF778 ZNF778:exonic:NM_001201407.1 1 100 7 synonymous NM_001201407.1c.918A>G p.(=) 0.06 0(COSM6246596),0(COSM6246597)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers4785626 0.0757 YES 8.848E-1 (pos.89293614) neoplasm A=0, G=26 A=0.0, G=1.0 0.00001 371.42 26 A=0/0, G=14/12

chrX:23897003 T/T C T SNV APOO APOO:intronic:NM_024122.4 1 100 intronic NM_024122.4c.237+29G>Ap.? -0.78 Apolipoprotein Ors5970803 0.1766 YES 1.042E-1;0.0 (pos.23897003) Apolipoprotein OGolgi membrane,MICOS complex,cristae formation,cytosol,endoplasmic reticulum membrane,extracellular region,extracellular space,high-density lipoprotein particle,integral component of mitochondrial inner membrane,lipid transport,low-density lipoprotein particle,mitochondrion,protein binding,very-low-density lipoprotein particleC=0, T=71 C=0.0, T=1.0 0.00001 1111.48 71 C=0/0, T=61/10

chrX:2726396 G/G A G SNV XG XG:intronic:NM_001141919.1 1 100 intronic NM_001141919.1c.454+135A>Gp.? -1.26 CD99 antigen like protein 2rs6567645 YES XG glycoprotein,Xg blood groupbiological_process,integral component of membrane,integral component of plasma membrane,molecular_functionA=0, G=21 A=0.0, G=1.0 0.00001 281.23 21 A=0/0, G=6/15

chr16:89294184 A/A G A SNV ZNF778 ZNF778:exonic:NM_001201407.1 1 100 7 synonymous NM_001201407.1c.1488G>A p.(=) -0.02 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers4785627 0.0768 YES 8.848E-1 (pos.89294184) G=0, A=36 G=0.0, A=1.0 0.00001 563.744 36 G=0/0, A=14/22

chr16:89294381 C/C T C SNV ZNF778 ZNF778:exonic:NM_001201407.1 1 100 7 missense NM_001201407.1c.1685T>C p.Ile562Thr -1.66 0.03 89 0.481 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers28415940 0.1156 YES 7.06E-1 (pos.89294381) T=0, C=83 T=0.0, C=1.0 0.00001 1354.11 83 T=0/0, C=49/34

chr16:89294439 T/T G T SNV ZNF778 ZNF778:exonic:NM_001201407.1 1 100 7 missense NM_001201407.1c.1743G>T p.Gln581His -1.06 0 24 0.016 0.01(COSM1380494),0.01(COSM5828478)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers9921361 0.1159 YES 7.057E-1 (pos.89294439) adenocarcinoma G=0, T=86 G=0.0, T=1.0 0.00001 1410.92 86 G=0/0, T=50/36

chr16:89294511 T/T C T SNV ZNF778 ZNF778:exonic:NM_001201407.1 1 100 7 synonymous NM_001201407.1c.1815C>T p.(=) -5.43 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers28638280 0.0766 YES 8.849E-1;0.0 (pos.89294511) C=0, T=80 C=0.0, T=1.0 0.00001 1289.35 80 C=0/0, T=43/37

chr19:37310344 C/C T C SNV

ZNF790,ZNF

790-AS1 ZNF790:exonic:NM_001242800.1, ZNF790-AS1:intronic_nc:NR_040027.11
100

5 missense NR_040027.1, NM_001242800.1c.902A>G p.Gln301Arg 0.64 0.07 43 0.081 0.01(COSM3756697),0.02(COSM4000693)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers3745775 0.2717 YES 2.276E-1 (pos.37310344) acute_myeloid_leukaemia,adenocarcinomaDNA binding,DNA binding transcription factor activity,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, C=48 T=0.0, C=1.0 0.00001 810.428 48 T=0/0, C=20/28

chr3:113955164 T/G T G SNV ZNF80 ZNF80:exonic:NM_007136.3 1 58.33 1 missense NM_007136.3c.758A>C p.Asp253Ala -0.96 126 C2H2-type zinc finger,Zinc finger, C2H2 typers3732782 0.3557 YES 5.37E-1 (pos.113955164) Zinc finger protein-80 (pT17)DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=10, G=14 T=0.4167, G=0.5833 0.00001 135.339 24 T=2/8, G=4/10

chr3:113955320 C/T C T SNV ZNF80 ZNF80:exonic:NM_007136.3 1 50 1 missense NM_007136.3c.602G>A p.Arg201His -2.14 29 C2H2-type zinc finger,Zinc finger, C2H2 typers6438191,rs754892074 0.3555 YES 0.0;1.156E-4 (pos.113955306),5.367E-1 (pos.113955320)Zinc finger protein-80 (pT17)DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=12, T=12 C=0.5, T=0.5 0.00001 106.709 24 C=10/2, T=8/4

chr2:185802363 G/G A G SNV ZNF804A ZNF804A:exonic:NM_194250.1 1 100 4 missense NM_194250.1c.2240A>G p.His747Arg 0.08 0.29 29 0 Zinc-finger double-stranded RNA-binding,Zinc-finger of C2H2 typers12477430 0.291 YES 8.709E-1 (pos.185802363) Zinc finger protein 804Aaxon,cytoplasm,dendritic microtubule,dendritic shaft,dendritic spine,growth cone,metal ion binding,molecular_function,neuronal cell body,nucleic acid binding,nucleus,plasma membrane,positive regulation of dendritic spine maintenance,positive regulation of gene expression,positive regulation of neuron projection development,postsynapse,presynapse,regulation of neuron projection developmentAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Mental Disorders;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Schizophrenia;Schizophrenia Spectrum and Other Psychotic Disorders;Substance-Related Disorders;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsA=0, G=62 A=0.0, G=1.0 0.00001 940.319 62 A=0/0, G=45/17

chr7:88964000 C/T C T SNV ZNF804B ZNF804B:exonic:NM_181646.3 1 46.88 4 synonymous NM_181646.3c.1704C>T p.(=) -1.04 0.01(COSM3762873)Zinc-finger double-stranded RNA-bindingrs801839 0.2341 YES 6.855E-1 (pos.88964000) adenocarcinoma metal ion binding,nucleic acid binding C=34, T=30 C=0.5313, T=0.4688 0.00001 288.11 64 C=20/14, T=12/18

chr19:57760018 A/A G A SNV ZNF805 ZNF805:exonic:NM_001023563.3 1 100 3 missense NM_001023563.3c.203G>A p.Gly68Glu 0.26 0.16 98 0.682 0.04(COSM5000690)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers2014572 0.4821 YES 2.354E-1 (pos.57760018) adenocarcinoma,ductal_carcinomaDNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=63 G=0.0, A=1.0 0.00001 958.917 63 G=0/0, A=36/27

chrX:308247 G/C G C SNV PPP2R3B PPP2R3B:intronic:NM_013239.4 1 58.33 intronic NM_013239.4c.614+78C>Gp.? -0.69 EF hand,EF-hand domain pairrs1008697603 Protein phosphatase 2, regulatory subunit B-double prime, betacalcium ion binding,cell cycle arrest,nucleoplasm,nucleus,phosphoprotein phosphatase activity,protein binding,protein dephosphorylation,protein phosphatase regulator activity,protein phosphatase type 2A complex,protein serine/threonine phosphatase activity,regulation of catalytic activityG=10, C=14 G=0.4167, C=0.5833 0.00001 114.494 24 G=6/4, C=8/6

chr19:57764770 A/A G A SNV ZNF805 ZNF805:exonic:NM_001023563.3 1 100 4 missense NM_001023563.3c.583G>A p.Val195Ile -2.46 0.66 29 0.026 0.02(COSM3757313)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers10421632 0.4824 YES 2.14E-1 (pos.57764770) adenocarcinoma,diffuse_large_B_cell_lymphoma,squamous_cell_carcinomaDNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedG=0, A=28 G=0.0, A=1.0 0.00001 408.718 28 G=0/0, A=10/18

chr19:57765432 G/G A G SNV ZNF805 ZNF805:exonic:NM_001023563.3 1 100 4 synonymous NM_001023563.3c.1245A>G p.(=) -0.99 0.03(COSM3757314)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers8100154 YES 1.54E-1 (pos.57765432) acute_myeloid_leukaemia,adenocarcinoma,squamous_cell_carcinomaDNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=22 A=0.0, G=1.0 0.00001 298.892 22 A=0/0, G=9/13

chr19:57176198 G/G T G SNV ZNF835 ZNF835:exonic:NM_001005850.2 1 100 2 synonymous NM_001005850.2c.369A>C p.(=) -4.54 0(COSM3757304)Zinc finger, C2H2 typers8108756 0.3034 YES 4.851E-1 (pos.57176198) acute_myeloid_leukaemia,adenocarcinomaDNA binding,DNA binding transcription factor activity,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, G=28 T=0.0, G=1.0 0.00001 408.718 28 T=0/0, G=12/16

chr19:57176304 G/G T G SNV ZNF835 ZNF835:exonic:NM_001005850.2 1 100 2 missense NM_001005850.2c.263A>C p.Glu88Ala -0.15 107 0.01(COSM3757305)Zinc finger, C2H2 typers12460400,rs7810006900.2983 YES 0.0 (pos.57176303),4.836E-1 (pos.57176304)acute_myeloid_leukaemia,adenocarcinoma,neoplasmDNA binding,DNA binding transcription factor activity,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, G=26 T=0.0, G=1.0 0.00001 371.353 26 T=0/0, G=8/18

chrX:3533962 C/C T C SNV PRKX PRKX:intronic:NM_005044.4 1 100 intronic NM_005044.4c.874-29A>Gp.? -0.21 Kinase-like,Protein kinase domain,Protein tyrosine kinasers2302750 0.3958 YES 3.125E-1 (pos.3533962) Protein kinase, X-linkedATP binding,angiogenesis,cAMP-dependent protein kinase activity,cell adhesion,cell-substrate adhesion,cytoplasm,endothelial cell migration,endothelial cell proliferation,epithelial tube morphogenesis,kidney morphogenesis,myeloid cell differentiation,nucleus,peptidyl-serine phosphorylation,protein autophosphorylation,protein binding,regulation of cell adhesion,regulation of cell migration,regulation of epithelial cell differentiation involved in kidney developmentT=0, C=66 T=0.0, C=1.0 0.00001 1015.37 66 T=0/0, C=22/44

chr19:57176482 T/T C T SNV ZNF835 ZNF835:exonic:NM_001005850.2 1 100 2 missense NM_001005850.2c.85G>A p.Glu29Lys 0.14 56 0.04(COSM3757306)Zinc finger, C2H2 typers12462469 0.2998 YES 4.861E-1 (pos.57176482) acute_myeloid_leukaemia,adenocarcinomaDNA binding,DNA binding transcription factor activity,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=25 C=0.0, T=1.0 0.00001 351.885 25 C=0/0, T=7/18

chr19:58879965 G/G A G SNV ZNF837 ZNF837:exonic:NM_138466.1 1 100 3 synonymous NM_138466.1c.735T>C p.(=) -0.09 0(COSM3749570)C2H2-type zinc finger,Zinc finger, C2H2 typers7255489 YES 9.242E-1 (pos.58879965) adenocarcinoma DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=22 A=0.0, G=1.0 0.00001 298.762 22 A=0/0, G=14/8

chr19:58879976 T/T C T SNV ZNF837 ZNF837:exonic:NM_138466.1 1 100 3 missense NM_138466.1c.724G>A p.Ala242Thr -2.12 58 0(COSM3749571)C2H2-type zinc finger,Zinc finger, C2H2 typers7255596 0.0485 YES 9.221E-1 (pos.58879976) adenocarcinoma DNA binding,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedC=0, T=21 C=0.0, T=1.0 0.00001 281.225 21 C=0/0, T=13/8

chr12:133634450 C/C A C SNV ZNF84 ZNF84:exonic:NM_001127372.2 1 100 5 synonymous NM_001127372.2c.1149A>C p.(=) -1.79 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers623100 YES DNA binding,face morphogenesis,hemopoiesis,intracellular,kidney development,metal ion binding,multicellular organism growth,nucleic acid binding,nucleus,palate development,platelet-derived growth factor receptor signaling pathway,post-embryonic development,regulation of transcription, DNA-templated,skeletal system morphogenesis,smooth muscle cell migration,smooth muscle tissue development,transcription, DNA-templated,vasculogenesis,zinc ion bindingA=0, C=118 A=0.0, C=1.0 0.00001 1893.97 118 A=0/0, C=85/33

chrX:38280206 T/T C T SNV OTC OTC:intronic:NM_000531.5 1 100 intronic NM_000531.5c.1006-70C>Tp.? 1.05 Aspartate/ornithine carbamoyltransferase, Asp/Orn binding domain,Aspartate/ornithine carbamoyltransferase, carbamoyl-P binding domainrs1041718888,rs125573150.2196 YES Ornithine transcarbamylaseamino acid binding,ammonia homeostasis,anion homeostasis,arginine biosynthetic process via ornithine,citrulline biosynthetic process,liver development,midgut development,mitochondrial inner membrane,mitochondrial matrix,mitochondrion,ornithine carbamoyltransferase activity,ornithine catabolic process,phosphate ion binding,phospholipid binding,protein homotrimerization,response to biotin,response to drug,response to insulin,response to zinc ion,urea cycleACMG Recommendations...;Amino Acid Metabolism, Inborn Errors;Brain Diseases;Brain Diseases, Metabolic;Brain Diseases, Metabolic, Inborn;Central Nervous System Diseases;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Liver Diseases;Metabolic Diseases;Metabolism, Inborn Errors;Nervous System Diseases;Nutritional and Metabolic Diseases;Ornithine Carbamoyltransferase Deficiency Disease;Urea Cycle Disorders, InbornL-Citrulline,N-(Phosphonoacetyl)-L-Ornithine,Norvaline,OrnithineC=0, T=25 C=0.0, T=1.0 0.00001 353.015 25 C=0/0, T=21/4

chrX:44833841 A/A C A SNV KDM6A KDM6A:intronic:NM_021140.3 1 100 intronic NM_021140.3c.335-70C>Ap.? 0.79 JmjC domain, hydroxylase,Tetratricopeptide repeatrs6611055 0.4768 YES Lysine (K)-specific demethylase 6AMLL3/4 complex,RNA polymerase II core promoter proximal region sequence-specific DNA binding,canonical Wnt signaling pathway,cardiovascular system development,chromatin DNA binding,chromatin remodeling,dioxygenase activity,heart morphogenesis,histone H3-K27 demethylation,histone H3-K4 methylation,histone demethylase activity,histone demethylase activity (H3-K27 specific),histone methyltransferase complex,identical protein binding,in utero embryonic development,mesodermal cell differentiation,metal ion binding,multicellular organism growth,neural tube closure,notochord morphogenesis,nucleoplasm,nucleus,oxidation-reduction process,positive regulation of gene expression,regulation of gene expression,respiratory system process,somite rostral/caudal axis specificationAbnormalities, Multiple;Adenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Carcinoma, Squamous Cell;Carcinoma, Transitional Cell;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Digestive System Diseases;Digestive System Neoplasms;Ear Diseases;Esophageal Diseases;Esophageal Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Gastrointestinal Diseases;Gastrointestinal Neoplasms;Head and Neck Neoplasms;Hematologic Diseases;Hemic and Lymphatic Diseases;Labyrinth Diseases;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Neoplasms, Squamous Cell;Otorhinolaryngologic Diseases;Urinary Bladder Diseases;Urinary Bladder Neoplasms;Urogenital Neoplasms;Urologic Diseases;Urologic Neoplasms;Vestibular DiseasesC=0, A=44 C=0.0, A=1.0 0.00001 726.563 44 C=0/0, A=18/26

chrX:46949397 A/AT A AT INDEL RGN RGN:intronic:NM_004683.5 1 100 intronic NM_004683.5c.562+7A>ATp.? 1.78 SMP-30/Gluconolaconase/LRE-like regionrs781897443 0.0 (pos.46949397) Regucalcin L-ascorbic acid biosynthetic process,aging,calcium ion binding,cellular calcium ion homeostasis,cytoplasm,cytosol,enzyme regulator activity,extracellular region,gluconolactonase activity,kidney development,liver regeneration,negative regulation of DNA biosynthetic process,negative regulation of DNA catabolic process,negative regulation of GTPase activity,negative regulation of RNA biosynthetic process,negative regulation of apoptotic process,negative regulation of bone development,negative regulation of calcium-dependent ATPase activity,negative regulation of cyclic-nucleotide phosphodiesterase activity,negative regulation of epithelial cell proliferation,negative regulation of flagellated sperm motility,negative regulation of leucine-tRNA ligase activity,negative regulation of nitric oxide biosynthetic process,negative regulation of phosphoprotein phosphatase activity,negative regulation of protein kinase activity,nucleus,positive regulation of ATPase activity,positive regulation of GTPase activity,positive Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Male Urogenital Diseases;Metabolic Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nutritional and Metabolic Diseases;Urologic DiseasesCalcium Citrate,Calcium PhosphateA=0, AT=38 A=0.0, AT=1.0 0.00001 388.897 38 A=0/0, AT=31/7

chrX:46949403 T/T C T SNV RGN RGN:intronic:NM_004683.5 1 100 intronic NM_004683.5c.562+13C>Tp.? -0.55 SMP-30/Gluconolaconase/LRE-like regionrs6611330 0.3937 YES 7.424E-1;0.0 (pos.46949403) Regucalcin L-ascorbic acid biosynthetic process,aging,calcium ion binding,cellular calcium ion homeostasis,cytoplasm,cytosol,enzyme regulator activity,extracellular region,gluconolactonase activity,kidney development,liver regeneration,negative regulation of DNA biosynthetic process,negative regulation of DNA catabolic process,negative regulation of GTPase activity,negative regulation of RNA biosynthetic process,negative regulation of apoptotic process,negative regulation of bone development,negative regulation of calcium-dependent ATPase activity,negative regulation of cyclic-nucleotide phosphodiesterase activity,negative regulation of epithelial cell proliferation,negative regulation of flagellated sperm motility,negative regulation of leucine-tRNA ligase activity,negative regulation of nitric oxide biosynthetic process,negative regulation of phosphoprotein phosphatase activity,negative regulation of protein kinase activity,nucleus,positive regulation of ATPase activity,positive regulation of GTPase activity,positive Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Male Urogenital Diseases;Metabolic Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nutritional and Metabolic Diseases;Urologic DiseasesCalcium Citrate,Calcium PhosphateC=0, T=42 C=0.0, T=1.0 0.00001 684.511 42 C=0/0, T=31/11

chrX:46952219 G/G A G SNV RGN RGN:intronic:NM_004683.5 1 100 intronic NM_004683.5c.850-77A>Gp.? 0.39 SMP-30/Gluconolaconase/LRE-like regionrs4480242 YES Regucalcin L-ascorbic acid biosynthetic process,aging,calcium ion binding,cellular calcium ion homeostasis,cytoplasm,cytosol,enzyme regulator activity,extracellular region,gluconolactonase activity,kidney development,liver regeneration,negative regulation of DNA biosynthetic process,negative regulation of DNA catabolic process,negative regulation of GTPase activity,negative regulation of RNA biosynthetic process,negative regulation of apoptotic process,negative regulation of bone development,negative regulation of calcium-dependent ATPase activity,negative regulation of cyclic-nucleotide phosphodiesterase activity,negative regulation of epithelial cell proliferation,negative regulation of flagellated sperm motility,negative regulation of leucine-tRNA ligase activity,negative regulation of nitric oxide biosynthetic process,negative regulation of phosphoprotein phosphatase activity,negative regulation of protein kinase activity,nucleus,positive regulation of ATPase activity,positive regulation of GTPase activity,positive Digestive System Diseases;Digestive System Neoplasms;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Liver Cirrhosis;Liver Cirrhosis, Experimental;Liver Diseases;Liver Neoplasms;Liver Neoplasms, Experimental;Male Urogenital Diseases;Metabolic Diseases;Neoplasms;Neoplasms by Site;Neoplasms, Experimental;Nutritional and Metabolic Diseases;Urologic DiseasesCalcium Citrate,Calcium PhosphateA=0, G=44 A=0.0, G=1.0 0.00001 726.566 44 A=0/0, G=26/18

chr12:133617991 G/A G A SNV ZNF84 ZNF84:utr_5:NM_001127372.2 1 57.14 2 utr_5 NM_001127372.2c.-63G>A p.? -0.29 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers7961667 YES DNA binding,face morphogenesis,hemopoiesis,intracellular,kidney development,metal ion binding,multicellular organism growth,nucleic acid binding,nucleus,palate development,platelet-derived growth factor receptor signaling pathway,post-embryonic development,regulation of transcription, DNA-templated,skeletal system morphogenesis,smooth muscle cell migration,smooth muscle tissue development,transcription, DNA-templated,vasculogenesis,zinc ion bindingG=12, A=16 G=0.4286, A=0.5714 0.00001 159.244 28 G=9/3, A=6/10

chr19:37241141 G/G A G SNV ZNF850 ZNF850:exonic:NM_001193552.1 1 100 5 synonymous NM_001193552.1c.801T>C p.(=) -2.73 0(COSM6353635)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 type,Zinc-finger of C2H2 typers1673082 YES 5.397E-1 (pos.37241141) carcinoma DNA binding,intracellular,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=0, G=46 A=0.0, G=1.0 0.00001 767.957 46 A=0/0, G=29/17

chrX:48456962 T/T C T SNV WDR13 WDR13:intronic:NM_017883.5 1 100 intronic NM_017883.5c.42-143C>Tp.? 0.32 WD domain, G-beta repeatrs73487689 YES WD repeat-containing protein 13microtubule organizing center,negative regulation of type B pancreatic cell proliferation,nucleoplasm,plasma membrane,promoter-specific chromatin bindingC=0, T=29 C=0.0, T=1.0 0.00001 427.603 29 C=0/0, T=17/12

chr19:20230076 C/A C A SNV ZNF90 ZNF90:exonic:NM_007138.1 1 53.13 4 synonymous NM_007138.1c.1713C>A p.(=) -1.32 C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers534439133 0.0 (pos.20230076) Zinc finger protein-90DNA binding,DNA binding transcription factor activity,intracellular,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingC=15, A=17 C=0.4688, A=0.5313 0.00001 173.579 32 C=8/7, A=13/4

chr19:23545004 G/A G A SNV ZNF91 ZNF91:exonic:NM_003430.3 1 50 4 synonymous NM_003430.3c.777C>T p.(=) -1.54 0.01(COSM3756577),0.01(COSM3756578)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers296092 0.2665 YES 3.83E-1;1.157E-4 (pos.23545004)adenocarcinomaZinc finger protein-91DNA binding,DNA binding transcription factor activity,intracellular,negative regulation of transcription, DNA-templated,negative regulation of transposon integration,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingG=23, A=23 G=0.5, A=0.5 0.00001 248.79 46 G=13/10, A=11/12

chrX:49069366 T/T C T SNV CACNA1F CACNA1F:intronic:NM_001256789.2 1 100 intronic NM_001256789.2c.3813+68G>Ap.? -0.38 Ion transport protein,Polycystin cation channel,Voltage gated calcium channel IQ domain,Voltage-dependent L-type calcium channel, IQ-associated,Voltage-gated calcium channel subunit alpha, C-termrs2071316 0.2865 YES Calcium channel, voltage-dependent, alpha-1F subunitT cell homeostasis,calcium ion transmembrane transport,cardiac conduction,detection of light stimulus involved in visual perception,high voltage-gated calcium channel activity,integral component of membrane,membrane depolarization during action potential,metal ion binding,negative regulation of voltage-gated calcium channel activity,perikaryon,photoreceptor outer segment,plasma membrane,protein binding,regulation of T cell receptor signaling pathway,regulation of ion transmembrane transport,visual perception,voltage-gated calcium channel activity,voltage-gated calcium channel complexAlbinism;Albinism, Ocular;Amino Acid Metabolism, Inborn Errors;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Eye Diseases;Eye Diseases, Hereditary;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Hypopigmentation;Metabolic Diseases;Metabolism, Inborn Errors;Myopia;Night Blindness;Nutritional and Metabolic Diseases;Pigmentation Disorders;Refractive Errors;Retinal Degeneration;Retinal Diseases;Retinal Dystrophies;Retinitis Pigmentosa;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Vision DisordersCalcium Citrate,Calcium Phosphate,Cinnarizine,Clevidipine,Dronedarone,Mibefradil,Nimodipine,Spironolactone,Trimebutine,VerapamilC=0, T=37 C=0.0, T=1.0 0.00001 583.706 37 C=0/0, T=10/27

chr19:23545447 A/G A G SNV ZNF91 ZNF91:exonic:NM_003430.3 1 50 4 missense NM_003430.3c.334T>C p.Tyr112His -0.64 0 83 0.459 0.02(COSM4000625),0.02(COSM4000626)C2H2-type zinc finger,KRAB box,Zinc finger, C2H2 typers296091 0.0528 YES 3.742E-1 (pos.23545447) acute_myeloid_leukaemiaZinc finger protein-91DNA binding,DNA binding transcription factor activity,intracellular,negative regulation of transcription, DNA-templated,negative regulation of transposon integration,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templated,zinc ion bindingA=124, G=124A=0.5, G=0.5 0.00001 1379.27 248 A=79/45, G=83/41

chrX:49459225 A/A G A SNV PAGE1 PAGE1:intronic:NM_003785.3 1 100 intronic NM_003785.3c.63+86C>Tp.? 0.25 GAGE protein rs553110220 P antigen family, member 1cellular defense response,protein bindingNervous System Diseases;Neuromuscular Diseases;Peripheral Nervous System DiseasesG=0, A=172 G=0.0, A=1.0 0.00001 2819.92 172 G=0/0, A=79/93

chr20:47865372 A/A G A SNV ZNFX1 ZNFX1:exonic:NM_021035.2 1 100 14 synonymous NM_021035.2c.4189C>T p.(=) -1.82 0.17(COSM4415850),0.17(COSM4415851)AAA domain rs238208 0.1643 YES 6.309E-1 (pos.47865372) acute_myeloid_leukaemia DNA binding transcription factor activity,RNA binding,nucleus,regulation of transcription, DNA-templated,zinc ion bindingG=0, A=56 G=0.0, A=1.0 0.00001 832.1 56 G=0/0, A=26/30

chr20:47886684 A/A G A SNV ZNFX1 ZNFX1:exonic:NM_021035.2 1 100 3 synonymous NM_021035.2c.1665C>T p.(=) -0.34 0.2(COSM4415515),0.2(COSM4415516),0.2(COSM4415517),0.2(COSM4415518)AAA domain rs57950 0.1642 YES 6.308E-1 (pos.47886684) acute_myeloid_leukaemia DNA binding transcription factor activity,RNA binding,nucleus,regulation of transcription, DNA-templated,zinc ion bindingG=0, A=40 G=0.0, A=1.0 0.00001 644.285 40 G=0/0, A=25/15

chrX:53622078 A/A T A SNV HUWE1 HUWE1:intronic:NM_031407.6 1 100 intronic NM_031407.6c.3380+69A>Tp.? -0.01 Domain of Unknown Function (DUF908),Domain of Unknown Function (DUF913),Domain of unknown function (DUF4414),HECT-domain (ubiquitin-transferase),UBA/TS-N domain,WWE domainrs1244413 YES HECT, UBA, and WWE domains-containing protein 1DNA binding,RNA binding,base-excision repair,cell differentiation,cytoplasm,cytosol,extracellular exosome,extracellular region,ficolin-1-rich granule lumen,histone ubiquitination,membrane,neutrophil degranulation,nucleoplasm,nucleus,positive regulation of protein targeting to mitochondrion,protein binding,protein monoubiquitination,protein polyubiquitination,protein ubiquitination,protein ubiquitination involved in ubiquitin-dependent protein catabolic process,secretory granule lumen,ubiquitin protein ligase activity,ubiquitin-protein transferase activityCentral Nervous System Diseases;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Craniofacial Abnormalities;Dyskinesias;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Heredodegenerative Disorders, Nervous System;Intellectual Disability;Malformations of Cortical Development;Malformations of Cortical Development, Group I;Megalencephaly;Mental Disorders;Mental Retardation, X-Linked;Movement Disorders;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Nervous System Diseases;Nervous System Malformations;Neurobehavioral Manifestations;Neurodevelopmental Disorders;Neurologic ManifestationsT=0, A=28 T=0.0, A=1.0 0.00001 408.677 28 T=0/0, A=18/10

chr17:34842521 G/G A G SNV ZNHIT3 ZNHIT3:utr_5:NM_004773.3 1 100 1 utr_5 NM_004773.3c.-23A>G p.? -0.39 HIT zinc finger rs4796224 0.4634 YES 4.842E-1 (pos.34842521) Zinc finger HIT domain-containing protein 3cytoplasm,intracellular,metal ion binding,nucleus,protein binding,regulation of transcription, DNA-templated,thyroid hormone receptor bindingAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesA=0, G=105 A=0.0, G=1.0 0.00001 1613.46 105 A=0/0, G=34/71



chrX:55246965 T/T C T SNV PAGE5 PAGE5:intronic:NM_001013435.2 1 100 intronic NM_001013435.2c.-8+80C>T p.? -2.76 GAGE protein rs5914272 0.0264 YES protein binding C=0, T=21 C=0.0, T=1.0 0.00001 281.205 21 C=0/0, T=9/12

chrX:55247030 C/G C G SNV PAGE5 PAGE5:intronic:NM_001013435.2 1 95.45 intronic NM_001013435.2c.-8+145C>Gp.? -0.47 GAGE protein rs5914273 0.032 YES 9.998E-1;0.0 (pos.55247030) protein binding C=1, G=21 C=0.0455, G=0.9545 0.00001 271.337 22 C=1/0, G=5/16

chrX:55757744 G/G T G SNV RRAGB RRAGB:intronic:NM_016656.3 1 100 intronic NM_016656.3c.378-53T>Gp.? -0.46 ADP-ribosylation factor family,Gtr1/RagA G protein conserved region,Ras familyrs5960480 YES Ras-related GTP-binding protein BEGO complex,GTP binding,GTPase activity,GTPase binding,Gtr1-Gtr2 GTPase complex,cell cycle arrest,cellular protein localization,cellular response to amino acid starvation,cellular response to amino acid stimulus,cellular response to leucine starvation,cytoplasm,cytosol,guanyl ribonucleotide binding,lysosomal membrane,lysosome,nucleus,positive regulation of TOR signaling,positive regulation of TORC1 signaling,protein binding,protein heterodimerization activity,regulation of TOR signaling,regulation of autophagy,regulation of macroautophagyT=0, G=26 T=0.0, G=1.0 0.00001 371.42 26 T=0/0, G=16/10

chrX:57474943 T/T A T SNV FAAH2 FAAH2:intronic:NM_174912.3 1 100 intronic NM_174912.3c.1229-14A>Tp.? 0.04 Amidase rs1821118 9.00E-04 YES 1.0 (pos.57474943) Fatty acid amide hydrolase 2anandamide amidohydrolase activity,arachidonic acid metabolic process,fatty acid amide hydrolase activity,integral component of membrane,lipid droplet,oleamide hydrolase activityAdenocarcinoma;Carcinoma;Carcinoma, Renal Cell;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Kidney Diseases;Kidney Neoplasms;Male Urogenital Diseases;Neoplasms;Neoplasms by Histologic Type;Neoplasms by Site;Neoplasms, Glandular and Epithelial;Urogenital Neoplasms;Urologic Diseases;Urologic NeoplasmsBenign A=0, T=31 A=0.0, T=1.0 0.00001 465.819 31 A=0/0, T=17/14

chrX:63569979 T/T A T SNV MTMR8 MTMR8:intronic:NM_017677.3 1 100 intronic NM_017677.3c.469-29T>Ap.? -1.22 Myotubularin-like phosphatase domainrs5964769,rs752391602,rs757224798,rs758183604,rs7962364200.0025,7.0E-4YES 0.0 (pos.63569971),0.0 (pos.63569975),0.0 (pos.63569977),0.0;0.0;0.0;0.0 (pos.63569979)Myotubularin-related protein 9cytosol,nuclear envelope,peptidyl-tyrosine dephosphorylation,phosphatidylinositol biosynthetic process,phosphatidylinositol dephosphorylation,phosphatidylinositol-3,5-bisphosphate 3-phosphatase activity,phosphatidylinositol-3-phosphatase activity,protein binding,protein tyrosine phosphatase activity,regulation of autophagyA=0, T=21 A=0.0, T=1.0 0.00001 281.235 21 A=0/0, T=8/13

chrX:64959577 G/G A G SNV MSN MSN:intronic:NM_002444.2 1 100 intronic NM_002444.2c.1570-14A>Gp.? -0.49 Ezrin/radixin/moesin family,FERM C-terminal PH-like domain,FERM N-terminal domain,FERM central domainrs5965007 0.0049 YES 0.0 (pos.64959577) Moesin T cell aggregation,T cell migration,T cell proliferation,actin binding,apical part of cell,apical plasma membrane,basolateral plasma membrane,blood microparticle,cell adhesion molecule binding,cell periphery,cell surface,cellular response to testosterone stimulus,cytoplasm,cytoskeletal protein binding,cytoskeleton,cytoskeleton organization,cytosol,double-stranded RNA binding,enzyme binding,establishment of endothelial barrier,establishment of epithelial cell apical/basal polarity,extracellular exosome,extracellular space,filopodium,focal adhesion,gland morphogenesis,immunological synapse formation,interleukin-12-mediated signaling pathway,invadopodium,leukocyte cell-cell adhesion,leukocyte migration,membrane to membrane docking,microvillus,microvillus membrane,movement of cell or subcellular component,myelin sheath,nucleus,perinuclear region of cytoplasm,plasma membrane,positive regulation of cellular protein catabolic process,positive regulation of early endosome to late endosome transport,positive regulatioArthritis;Arthritis, Juvenile;Autoimmune Diseases;Cardiovascular Diseases;Connective Tissue Diseases;Heart Diseases;Immune System Diseases;Joint Diseases;Musculoskeletal Diseases;Myocardial Ischemia;Osteoarthritis;Rheumatic Diseases;Skin and Connective Tissue Diseases;Vascular DiseasesA=0, G=35 A=0.0, G=1.0 0.00001 543.865 35 A=0/0, G=17/18

chr11:60638470 G/G A G SNV ZP1 ZP1:exonic:NM_207341.3 1 100 5 synonymous NM_207341.3c.867A>G p.(=) -0.51 0.03(COSM4594651)Zona pellucida-like domainrs566411 YES 1.0 (pos.60638470) squamous_cell_carcinomaZona pellucida glycoprotein 1binding of sperm to zona pellucida,extracellular region,integral component of membrane,plasma membrane,protein binding,proteinaceous extracellular matrixA=0, G=36 A=0.0, G=1.0 0.00001 563.725 36 A=0/0, G=14/22

chrX:69250308 T/T C T SNV EDA EDA:intronic:NM_001399.4 1 100 intronic NM_001399.4c.742-11C>Tp.? -0.37 TNF(Tumour Necrosis Factor) familyrs2296765 0.3733 YES 1.082E-1 (pos.69250308) Ectodysplasin Aapical part of cell,cell differentiation,cell-matrix adhesion,collagen trimer,cytokine-mediated signaling pathway,cytoskeleton,death receptor agonist activity,death receptor binding,endoplasmic reticulum membrane,extracellular region,gene expression,hair follicle placode formation,immune response,integral component of membrane,integral component of plasma membrane,membrane,odontogenesis of dentin-containing tooth,pigmentation,plasma membrane,positive regulation of NF-kappaB import into nucleus,positive regulation of NF-kappaB transcription factor activity,positive regulation of canonical Wnt signaling pathway,positive regulation of gene expression,protein binding,receptor binding,regulation of NIK/NF-kappaB signaling,regulation of receptor activity,salivary gland cavitation,trachea gland development,tumor necrosis factor receptor binding,tumor necrosis factor-mediated signaling pathwayAbnormalities, Multiple;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Ectodermal Dysplasia;Ectodermal Dysplasia 1, Anhidrotic;Genetic Diseases, Inborn;Genetic Diseases, X-Linked;Melanoma;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Germ Cell and Embryonal;Neoplasms, Nerve Tissue;Neuroectodermal Tumors;Neuroendocrine Tumors;Nevi and Melanomas;Skin Abnormalities;Skin Diseases;Skin Diseases, Genetic;Skin and Connective Tissue Diseases;Stomatognathic Diseases;Stomatognathic System Abnormalities;Tooth Abnormalities;Tooth DiseasesBenign C=0, T=23 C=0.0, T=1.0 0.00001 316.533 23 C=0/0, T=11/12

chrX:69639832 T/T C T SNV KIF4A KIF4A:intronic:NM_012310.4 1 100 intronic NM_012310.4c.3496-80C>Tp.? -0.29 Kinesin motor domain,Microtubule bindingrs5980700 YES Kinesin family member 4AATP binding,ATP-dependent microtubule motor activity, plus-end-directed,DNA binding,anterograde axonal transport,antigen processing and presentation of exogenous peptide antigen via MHC class II,axon cytoplasm,chromosome,cytoplasm,cytosol,intercellular bridge,kinesin complex,membrane,microtubule binding,microtubule motor activity,microtubule-based movement,midbody,mitotic cytokinesis,mitotic spindle midzone assembly,nuclear matrix,nucleoplasm,organelle organization,protein binding,retrograde vesicle-mediated transport, Golgi to ER,spindle microtubuleAutoimmune Diseases;Female Urogenital Diseases;Female Urogenital Diseases and Pregnancy Complications;Glomerulonephritis;Glomerulonephritis, IGA;Immune System Diseases;Kidney Diseases;Male Urogenital Diseases;Nephritis;Urologic DiseasesC=0, T=23 C=0.0, T=1.0 0.00001 316.741 23 C=0/0, T=7/16

chr11:60637164 C/T C T SNV ZP1 ZP1:exonic:NM_207341.3 1 95.83 3 missense NM_207341.3c.473C>T p.Thr158Ile -0.26 0.11 89 0.061 0.05(COSM4414965)Zona pellucida-like domainrs489172 0.1795 YES 3.946E-1 (pos.60637164) acute_myeloid_leukaemia,malignant_melanomaZona pellucida glycoprotein 1binding of sperm to zona pellucida,extracellular region,integral component of membrane,plasma membrane,protein binding,proteinaceous extracellular matrixC=2, T=46 C=0.0417, T=0.9583 0.00001 746.233 48 C=1/1, T=21/25

chrX:74494483 G/G A G SNV UPRT UPRT:intronic:NM_145052.3 1 100 intronic NM_145052.3c.386+8A>Gp.? -3.04 Uracil phosphoribosyltransferasers5981831 0.0278 YES 9.761E-1 (pos.74494483) Uracil phosphoribosyltransferase, S. cerevisiae, homolog ofGTP binding,UMP biosynthetic process,cytosol,female pregnancy,lactation,nucleoside metabolic process,nucleus,protein binding,pyrimidine nucleobase metabolic process,pyrimidine nucleoside salvage,response to insulin,uridine kinase activityA=0, G=38 A=0.0, G=1.0 0.00001 603.785 38 A=0/0, G=16/22

chrX:76709544 A/A G A SNV FGF16 FGF16:upstream:NM_003868.2 1 100 intronic NM_003868.2c.-103G>A p.? 0.03 rs73224157 Fibroblast growth factor 161-phosphatidylinositol-3-kinase activity,MAPK cascade,Ras guanyl-nucleotide exchange factor activity,animal organ morphogenesis,cell-cell signaling,extracellular region,extracellular space,fibroblast growth factor receptor binding,fibroblast growth factor receptor signaling pathway,growth factor activity,intracellular,metabolic process,peptidyl-tyrosine phosphorylation,phosphatidylinositol phosphorylation,phosphatidylinositol-3-phosphate biosynthetic process,phosphatidylinositol-4,5-bisphosphate 3-kinase activity,positive regulation of brown fat cell proliferation,positive regulation of endothelial cell chemotaxis to fibroblast growth factor,positive regulation of protein kinase B signaling,protein tyrosine kinase activity,regulation of MAP kinase activity,regulation of endothelial cell proliferation,regulation of receptor activity,regulation of sprouting angiogenesis,response to temperature stimulus,signal transductionAdenocarcinoma;Carcinoma;Carcinoma, Adenoid Cystic;Congenital Abnormalities;Congenital, Hereditary, and Neonatal Diseases and Abnormalities;Hand Deformities;Hand Deformities, Congenital;Limb Deformities, Congenital;Musculoskeletal Abnormalities;Musculoskeletal Diseases;Neoplasm Invasiveness;Neoplasms;Neoplasms by Histologic Type;Neoplasms, Glandular and Epithelial;Neoplastic Processes;Upper Extremity Deformities, CongenitalG=0, A=26 G=0.0, A=1.0 0.00001 371.178 26 G=0/0, A=10/16

chr1:33957152 G/G T G SNV ZSCAN20 ZSCAN20:exonic:NM_145238.3 1 100 6 missense NM_145238.3c.1294T>G p.Tyr432Asp 2.47 1 160 0 C2H2-type zinc finger,Myb/SANT-like DNA-binding domain,SCAN domain,Zinc finger, C2H2 typers4403594 0.003 1.0 (pos.33957152) Zinc finger- and SCAN domain-containing protein 20DNA binding,DNA binding transcription factor activity,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=0, G=34 T=0.0, G=1.0 0.00001 523.856 34 T=0/0, G=12/22

chr1:33961147 T/G T G SNV ZSCAN20 ZSCAN20:utr_3:NM_145238.3 1 50 8 utr_3 NM_145238.3c.3203T>G p.? 0.43 C2H2-type zinc finger,Myb/SANT-like DNA-binding domain,SCAN domain,Zinc finger, C2H2 typers3795420 YES Zinc finger- and SCAN domain-containing protein 20DNA binding,DNA binding transcription factor activity,metal ion binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedT=59, G=59 T=0.5, G=0.5 0.00001 615.601 118 T=31/28, G=37/22

chrX:83124802 T/T A T SNV CYLC1 CYLC1:intronic:NM_021118.2 1 100 intronic NM_021118.2c.18-71A>T p.? -0.8 Cylicin N-terminusrs5968237 YES Cylicin 1 acrosomal matrix,cell differentiation,cytoskeletal calyx,cytoskeleton organization,multicellular organism development,nucleus,spermatogenesis,structural constituent of cytoskeleton,structural molecule activityA=0, T=61 A=0.0, T=1.0 0.00001 925.404 61 A=0/0, T=29/32

chrX:84358864 T/T C T SNV SATL1 SATL1:intronic:NM_001012980.2 1 100 intronic NM_001012980.2c.1693+6G>Ap.? -0.07 rs5922146 0.3184 YES 6.801E-1 (pos.84358864) cytosol,diamine N-acetyltransferase activity,spermidine acetylation,spermidine binding,spermine catabolic processC=0, T=81 C=0.0, T=1.0 0.00001 1309.48 81 C=0/0, T=51/30

chr7:99227172 A/G A G SNV ZSCAN25 ZSCAN25:exonic:NM_145115.2 1 57.14 8 synonymous NM_145115.2c.1164A>G p.(=) -2.02 0.06(COSM4415024)C2H2-type zinc finger,SCAN domain,Zinc finger, C2H2 type,zinc-finger of a C2HC-typers1859690 0.0694 YES 2.951E-1 (pos.99227172) acute_myeloid_leukaemia DNA binding,DNA binding transcription factor activity,metal ion binding,nucleic acid binding,nucleus,regulation of transcription, DNA-templated,transcription, DNA-templatedA=9, G=12 A=0.4286, G=0.5714 0.00001 109.101 21 A=4/5, G=5/7

chr1:45504720 C/C G C SNV ZSWIM5 ZSWIM5:exonic:NM_020883.1 1 100 8 synonymous NM_020883.1c.1782C>G p.(=) 1.04 0.92(COSM3751251)SWIM zinc fingerrs7551698 0.4039 YES 5.086E-1 (pos.45504720) acute_myeloid_leukaemia,adenocarcinomaextracellular space,zinc ion binding G=0, C=38 G=0.0, C=1.0 0.00001 582.799 38 G=0/0, C=6/32

chrX:8501120 A/A C A SNV ANOS1 ANOS1:intronic:NM_000216.3 1 100 intronic NM_000216.3c.1985-26G>Tp.? -0.39 Fibronectin type III domain,WAP-type (Whey Acidic Protein) 'four-disulfide core'rs41303179 0.2977 YES 5.99E-1;0.0 (pos.8501120) axon guidance,cell adhesion,chemotaxis,extracellular matrix structural constituent,extracellular region,extracellular space,fibroblast growth factor receptor signaling pathway,heparin binding,movement of cell or subcellular component,negative regulation of endopeptidase activity,plasma membrane,protein binding,proteinaceous extracellular matrix,serine-type endopeptidase inhibitor activityC=0, A=53 C=0.0, A=1.0 0.00001 782.026 53 C=0/0, A=24/29

chrX:86070935 C/C T C SNV DACH2 DACH2:intronic:NM_053281.3 1 100 intronic NM_053281.3c.1685-102T>Cp.? 0.5 SKI/SNO/DAC familyrs3761542 YES Dachshund, Drosophila, homolog of, 2DNA binding,RNA polymerase II transcriptional preinitiation complex assembly,development of primary female sexual characteristics,multicellular organism development,nucleus,regulation of transcription, DNA-templated,transcription factor activity, RNA polymerase II core promoter sequence-specific binding involved in preinitiation complex assembly,transcription factor complexT=0, C=21 T=0.0, C=1.0 0.00001 281.235 21 T=0/0, C=13/8

chrX:9659766 A/A G A SNV TBL1X TBL1X:intronic:NM_005647.3 1 100 intronic NM_005647.3c.749+15G>Ap.? -1.02 Anaphase-promoting complex subunit 4 WD40 domain,LisH,WD domain, G-beta repeatrs2301675,rs386823861 YES 2.126E-1;0.0 (pos.9659766) Transducin-beta-like 1, X-linkedbeta-catenin binding,canonical Wnt signaling pathway,histone binding,histone deacetylase complex,histone deacetylation,identical protein binding,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,proteasome-mediated ubiquitin-dependent protein catabolic process,protein C-terminus binding,protein binding,protein domain specific binding,proteolysis,regulation of lipid metabolic process,sensory perception of sound,spindle microtubule,transcription corepressor activity,transcription factor binding,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor complexChild Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersG=0, A=31 G=0.0, A=1.0 0.00001 465.819 31 G=0/0, A=18/13

chrX:9661110 G/G C G SNV TBL1X TBL1X:intronic:NM_005647.3 1 100 intronic NM_005647.3c.892-79C>Gp.? -0.04 Anaphase-promoting complex subunit 4 WD40 domain,LisH,WD domain, G-beta repeatrs3747431 YES Transducin-beta-like 1, X-linkedbeta-catenin binding,canonical Wnt signaling pathway,histone binding,histone deacetylase complex,histone deacetylation,identical protein binding,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,proteasome-mediated ubiquitin-dependent protein catabolic process,protein C-terminus binding,protein binding,protein domain specific binding,proteolysis,regulation of lipid metabolic process,sensory perception of sound,spindle microtubule,transcription corepressor activity,transcription factor binding,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor complexChild Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersC=0, G=43 C=0.0, G=1.0 0.00001 693.396 43 C=0/0, G=31/12

chrX:9661165 T/T G T SNV TBL1X TBL1X:intronic:NM_005647.3 1 100 intronic NM_005647.3c.892-24G>Tp.? -0.02 Anaphase-promoting complex subunit 4 WD40 domain,LisH,WD domain, G-beta repeatrs3747430 0.4318 YES 2.111E-1 (pos.9661165) Transducin-beta-like 1, X-linkedbeta-catenin binding,canonical Wnt signaling pathway,histone binding,histone deacetylase complex,histone deacetylation,identical protein binding,negative regulation of transcription from RNA polymerase II promoter,nucleoplasm,nucleus,positive regulation of transcription from RNA polymerase II promoter,positive regulation of transcription, DNA-templated,proteasome-mediated ubiquitin-dependent protein catabolic process,protein C-terminus binding,protein binding,protein domain specific binding,proteolysis,regulation of lipid metabolic process,sensory perception of sound,spindle microtubule,transcription corepressor activity,transcription factor binding,transcription regulatory region DNA binding,transcription, DNA-templated,transcriptional repressor complexChild Development Disorders, Pervasive;Mental Disorders;Neurodevelopmental DisordersG=0, T=53 G=0.0, T=1.0 0.00001 769.812 53 G=0/0, T=30/23
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GO:0050896 Response to stimulus 89 543 5.15E-19 1.48E-15 Olfactory transduction 64 1975 4.21E-15 9.18E-13

GO:0007165 Signal transduction 137 1176 3.82E-15 1.76E-13 ECM-receptor interaction 19 1975 2.40E-07 2.62E-05

GO:0006508 Proteolysis 80 543 1.47E-14 1.41E-11 PPAR signaling pathway 16 1975 1.82E-06 0.000132043

GO:0007155 Cell adhesion 79 556 1.53E-13 3.51E-12 Axon guidance 22 1975 4.05E-06 0.000147009

GO:0055085 Transmembrane transport 81 630 1.47E-11 2.26E-10 Focal adhesion 29 1975 3.44E-06 1.50E-04

GO:0007411 Axon guidance 48 307 3.52E-10 1.69E-07 Dilated cardiomyopathy 18 1975 2.79E-06 1.52E-04

GO:0006355 Regulation of transcription, DNA-dependent 148 1609 1.41E-08 4.50E-06 Pathways in cancer 38 1975 2.87E-05 8.94E-04

GO:0006936 Muscle contraction 22 96 2.20E-08 6.33E-06 Glycosaminoglycan degradation 7 1975 5.76E-05 1.57E-03

GO:0007049 Cell cycle 53 435 2.73E-07 3.13E-06 Vascular smooth muscle contraction 18 1975 8.32E-05 2.01E-03

GO:0007229 Integrin-mediated signaling pathway 17 70 3.53E-07 7.82E-05 Lysosome 18 1975 2.03E-04 4.03E-03

GO:0008152 Metabolic process 41 316 1.19E-06 2.45E-04 Neurophilin interactions with VEGF and VEGFR 4 4 4.77E-03

GO:0006810 Transport 64 604 2.44E-06 2.24E-05 Purine metabolism 21 1975 3.14E-04 5.26E-03

GO:0006915 Apoptotic process 62 594 5.63E-06 8.54E-04 Apoptosis 14 1975 3.93E-04 6.13E-03

GO:0030154 Cell differentiation 55 519 1.21E-05 9.24E-05 Regulation of actin cytoskeleton 25 1975 4.63E-04 6.73E-03

GO:0006281 DNA repair 35 285 2.30E-05 2.76E-03 ABC transporters 9 1975 5.50E-04 7.50E-03

GO:0008219 Cell death 23 156 3.39E-05 2.23E-04 MAPK signaling pathway 29 1975 6.26E-04 7.58E-03

GO:0070371 ERK1 and ERK2 cascade 7 19 5.81E-05 5.07E-03 Toxoplasmosis 17 1975 7.19E-04 8.25E-03

GO:0006468 Protein phosphorylation 43 398 6.60E-05 5.59E-03 Endocytosis 23 1975 8.06E-04 8.36E-03

GO:0006955 Immune response 41 382 1.11E-04 8.43E-03 Arrhythmogenic right ventricular cardiomyopathy (ARVC) 12 1975 9.15E-04 9.07E-03

GO:0006629 Lipid metabolic process 29 241 1.58E-04 9.10E-04 Antigen processing and presentation 10 1975 1.25E-03 1.18E-02

GO:0006898 receptor-mediated endocytosis (BP) 10 49 4.22E-04 2.33E-02 GnRH signaling pathway 14 1975 1.48E-03 1.29E-02

GO:0006511 ubiquitin-dependent protein catabolic process (BP) 20 150 4.22E-04 2.29E-02 Glutamatergic synapse 16 1975 2.11E-03 1.71E-02

GO:0008283 Cell proliferation 33 312 6.38E-04 3.26E-03 Bile secretion 11 1975 2.41E-03 1.87E-02

GO:0048011 nerve growth factor receptor signaling pathway (BP) 25 215 7.20E-04 3.35E-02 Calcium signaling pathway 20 1975 2.80E-03 2.04E-02

GO:0005975 Carbohydrate metabolic process 31 291 8.12E-04 3.74E-03 Salivary secretion 12 1975 3.47E-03 2.29E-02

GO:0007268 synaptic transmission (BP) 38 383 8.91E-04 3.83E-02 Gap junction 12 1975 4.62E-03 2.88E-02

GO:0002755 MyD88-dependent toll-like receptor signaling pathway (BP)12 73 9.28E-04 3.87E-02 Inositol phosphate metabolism 9 1975 5.11E-03 3.01E-02

GO:0001525 angiogenesis (BP) 20 160 9.66E-04 3.86E-02 NOD-like receptor signaling pathway 9 1975 5.11E-03 3.01E-02

GO:0002224 toll-like receptor signaling pathway (BP) 12 74 1.05E-03 4.14E-02 Natural killer cell mediated cytotoxicity 15 1975 5.70E-03 3.27E-02

GO:0007010 Cytoskeleton organization 15 106 1.15E-03 4.80E-03 Bacterial invasion of epithelial cells 10 1975 6.72E-03 3.66E-02

GO:0007010 cytoskeleton organization (BP) 15 106 1.15E-03 4.35E-02 Degradation of the extracellular matrix 34 148 4.00E-02

GO:0006974 response to DNA damage stimulus (BP) 17 129 1.26E-03 4.46E-02 Gastric acid secretion 10 1975 8.19E-03 4.35E-02

GO:0050885 neuromuscular process controlling balance (BP) 8 38 1.27E-03 4.45E-02 Fatty acid metabolism 7 1975 8.44E-03 4.38E-02

GO:0007267 Cell-cell signaling 25 242 3.70E-03 1.42E-02 Viral myocarditis 9 1975 9.87E-03 4.48E-02

GO:0006259 DNA metabolic process 6 27 3.84E-03 1.36E-02 VEGF signaling pathway 10 1975 1.08E-02 4.54E-02

GO:0006461 Protein complex assembly 14 110 4.46E-03 1.47E-02 Terminal pathway of complement 4 8 4.58E-02

GO:0051301 Cell division 27 286 8.72E-03 2.51E-02 Ubiquitin mediated proteolysis 15 1975 1.14E-02 4.67E-02

GO:0006464 Protein modification process 16 150 1.34E-02 3.42E-02 Cell cycle 14 1975 1.16E-02 4.68E-02

Peroxisome 10 1975 1.19E-02 4.70E-02

Supplementary Table 7. Functional enrichment analyses of the CNV-associated gene sets in ALS and SCA1-MN family members



Gene/Node name Degree BetweennessCentrality Closeness Centrality Eccentricity Neighborhood Connectivity Number Of Undirected Edges

RPS27A 122 0.07514753 0.46514161 6 54.68852459 122

UBA52 121 0.0791199 0.46413043 6 55.08264463 121

UBC 116 0.04700245 0.45717345 6 57.32758621 116

UBB 115 0.04498536 0.45668449 6 57.66956522 115

CDC20 94 0.0312473 0.43174924 7 68.5212766 94

UBE2D1 85 0.00629903 0.40018744 7 71.69411765 85

CUL1 85 0.00753495 0.3983209 7 72.81176471 85

SKP1 84 0.00419117 0.38159071 7 72.88095238 84

CDC27 81 0.00644129 0.38959854 7 74.83950617 81

BTRC 81 0.00122882 0.37821081 7 75.11111111 81

RBX1 81 0.00164246 0.38023152 7 74.16049383 81

UBE2N 81 0.01035728 0.40207156 7 73.39506173 81

UBE2C 80 0.00203727 0.37821081 7 74.7375 80

UBE2D2 80 0.00175558 0.37325175 7 73.25 80

CBLB 80 0.02713088 0.40978887 7 74.7 80

CDC16 79 0.00588572 0.38747731 7 75.87341772 79

UBE2D3 79 0.00182118 0.37489025 7 74.12658228 79

ANAPC1 78 0.00377074 0.38712602 7 76.83333333 78

CDC23 78 0.00377074 0.38712602 7 76.83333333 78

ANAPC7 78 9.74E-04 0.37720848 7 76.35897436 78

ANAPC4 78 9.74E-04 0.37720848 7 76.35897436 78

VHL 78 0.00622533 0.39906542 7 76.07692308 78

SKP2 77 5.87E-04 0.377542 7 77.05194805 77

ANAPC10 77 4.98E-04 0.37654321 7 77.24675325 77

CDC26 77 4.98E-04 0.37654321 7 77.24675325 77

ANAPC5 77 4.98E-04 0.37654321 7 77.24675325 77

ANAPC2 77 4.98E-04 0.37654321 7 77.24675325 77

ANAPC11 77 4.98E-04 0.37654321 7 77.24675325 77

UBE3A 77 0.00673732 0.37390543 7 75.7012987 77

UBE2V2 77 0.00173244 0.3735783 7 75.83116883 77

TCEB1 77 0.00130119 0.37390543 7 76.24675325 77

TCEB2 77 0.00130119 0.37390543 7 76.24675325 77

FBXW11 77 0.00301145 0.3836478 7 76.53246753 77

UBR4 77 0.01020987 0.38782925 7 76.35064935 77

Supplementary Table 8. Protein-protein interaction network properties



ITCH 77 9.44E-04 0.37195122 7 76.05194805 77

WWP1 77 0.00309249 0.37195122 7 75.90909091 77

SMURF2 77 9.57E-04 0.37423313 7 76.27272727 77

NEDD4L 77 8.96E-04 0.37325175 7 75.76623377 77

ATG7 77 0.00726149 0.40900383 7 76.81818182 77

UBA3 76 0.00486115 0.37065972 7 76.57894737 76

UBE2E1 76 3.04E-04 0.37489025 7 78.06578947 76

NEDD4 76 9.06E-04 0.37325175 7 76.69736842 76

KEAP1 76 5.07E-04 0.37260035 7 76.84210526 76

RBCK1 76 3.93E-04 0.37195122 7 76.71052632 76

PARK2 76 0.00403024 0.3735783 7 76.39473684 76

TRIM21 76 0.00521145 0.37521968 6 76.40789474 76

RNF111 76 9.82E-04 0.37423313 7 76.78947368 76

SMURF1 75 0.00330783 0.3983209 7 77.98666667 75

FBXL7 75 1.47E-04 0.37065972 7 77.89333333 75

CUL2 75 1.47E-04 0.37065972 7 77.89333333 75

CUL3 75 1.47E-04 0.37065972 7 77.89333333 75

MIB2 75 7.59E-04 0.37098175 7 77.37333333 75

LTN1 75 0.00295197 0.37033825 7 77.16 75

UBE2V1 75 0.00228943 0.38433843 7 77.49333333 75

UBA6 75 0.00709232 0.37033825 7 77.10666667 75

STUB1 75 0.00250483 0.3722755 7 77.45333333 75

UBE2S 75 2.89E-04 0.3722755 7 77.69333333 75

LMO7 75 0.00453515 0.38125 7 77.53333333 75

CCNF 75 2.72E-04 0.37423313 7 78.10666667 75

TRAIP 74 1.56E-04 0.37001733 7 78.27027027 74

UBE2L6 74 0.00404431 0.37325175 7 78.16216216 74

UBE4A 74 0.00125248 0.37621145 7 78.44594595 74

CDC34 74 6.23E-05 0.37001733 7 78.39189189 74

ASB18 74 1.12E-04 0.37001733 7 78.39189189 74

KLHL13 74 1.12E-04 0.37001733 7 78.39189189 74

FBXO2 74 1.12E-04 0.37001733 7 78.39189189 74

FBXW5 74 1.12E-04 0.37001733 7 78.39189189 74

LRSAM1 74 0.00198093 0.37098175 7 78.14864865 74

HECTD3 73 0 0.36969697 7 79.20547945 73

HECTD1 73 0 0.36969697 7 79.20547945 73



UBR2 73 0 0.36969697 7 79.20547945 73

RNF126 73 0 0.36969697 7 79.20547945 73

UBA7 73 0 0.36969697 7 79.20547945 73

RNF123 73 0 0.36969697 7 79.20547945 73

CDC42 67 0.10762971 0.45619658 7 27.50746269 67

CDK1 58 0.02783562 0.42445328 6 51.43103448 58

PLK1 54 0.01886743 0.42277228 6 53.64814815 54

RAC1 50 0.03782751 0.3961039 7 17.82 50

DYNC1H1 50 0.02942825 0.42445328 6 28.2 50

GNB1 49 0.07600619 0.37065972 8 20.48979592 49

SRC 48 0.06976556 0.44248705 7 30.45833333 48

GNGT1 47 0.05197724 0.36186441 8 19.29787234 47

PPP2R1A 46 0.02518318 0.42914573 7 41.84782609 46

CDC5L 46 0.11370826 0.40397351 7 22.5 46

DYNLL1 45 0.01889765 0.39537037 6 27.02222222 45

RHOA 42 0.04946099 0.43131313 7 31.47619048 42

PSMB4 42 0.00307135 0.361558 7 72.83333333 42

MAPK1 40 0.04896351 0.41862745 6 23.775 40

PPP2CA 39 0.01767865 0.41617934 7 47.79487179 39

FYN 38 0.0408867 0.41216216 7 23.52631579 38

DYNLL2 38 0.02106816 0.39031079 6 27.68421053 38

DYNC1I2 37 0.00563688 0.39210285 6 30.13513514 37

TP53 35 0.02311291 0.40512334 7 42.71428571 35

AKT1 35 0.04610648 0.4194499 7 31.48571429 35

PIK3R1 35 0.01680002 0.39354839 7 22.97142857 35

DYNC1LI1 34 0.00723877 0.38853503 6 30.73529412 34

DYNC1LI2 33 0.00784205 0.40283019 6 32.78787879 33

DCTN2 33 0.00528767 0.36278675 6 27.03030303 33

PTK2 32 0.01304736 0.38572719 7 23.03125 32

PIK3CA 32 0.01476121 0.39647168 7 25.375 32

GNAL 31 8.12E-04 0.28278146 8 17.61290323 31

PPP2R5A 31 0.00603601 0.40744275 7 56.83870968 31

SPTAN1 31 0.03234266 0.38503156 6 27.35483871 31

ACTR1A 30 0.00395944 0.36186441 6 28.63333333 30

DCTN3 30 0.00197715 0.34857143 6 27.33333333 30

ACTR10 30 0.00593651 0.34914146 6 24.76666667 30



ACTR2 29 0.03678992 0.41903827 6 34.13793103 29

PIK3R2 28 0.01130971 0.38503156 7 25.64285714 28

SMAD3 27 0.01344869 0.37130435 7 59.66666667 27

MAPK14 26 0.03968788 0.40321058 7 24.73076923 26

ITGB1 25 0.03933866 0.35672515 7 19.4 25

APP 25 0.03152912 0.35260116 7 16.24 25

VCP 24 0.02136748 0.37390543 7 38.375 24

ATM 23 0.02297726 0.37033825 7 43.73913043 23

ANK1 23 0.00685629 0.3264526 6 23.7826087 23

GOLGA2 22 0.01095529 0.34132694 6 29.40909091 22

SPTA1 22 0.00378808 0.34659091 6 27.54545455 22

CAPZA2 22 0.00663594 0.34771987 6 28.5 22

ZW10 22 0.00517098 0.37489025 7 35.18181818 22

REEP1 21 8.42E-05 0.27406932 9 18.76190476 21

VEGFA 21 0.01264511 0.37423313 8 30.19047619 21

CISH 20 0 0.30763689 8 77 20

ANK3 20 9.70E-04 0.32299546 6 26.9 20

COG1 20 0.01453276 0.3237301 6 26.75 20

CHUK 20 8.06E-04 0.35347682 7 71.85 20

TRAF2 20 0.0089406 0.37292576 7 45.65 20

GNAI2 20 0.01284402 0.37065972 7 28.9 20

REEP2 19 8.25E-05 0.27371795 9 18.84210526 19

RTP2 19 8.25E-05 0.27371795 9 18.84210526 19

RTP1 19 8.25E-05 0.27371795 9 18.84210526 19

KIF5B 19 0.00352593 0.35057471 6 32.10526316 19

KIF5A 19 0.00352593 0.35057471 6 32.10526316 19

HLA-DQB2 19 0.00891684 0.34885621 6 28.68421053 19

NUP85 19 0.00699046 0.37325175 7 36.57894737 19

OPTN 19 0.00389212 0.35524126 7 32.84210526 19

NUP107 19 0.00699046 0.37325175 7 36.57894737 19

REEP5 18 8.25E-05 0.2735426 9 18.72222222 18

REEP4 18 8.25E-05 0.2735426 9 18.72222222 18

RTP3 18 8.25E-05 0.2735426 9 18.72222222 18

REEP3 18 8.25E-05 0.2735426 9 18.72222222 18

RTP4 18 8.25E-05 0.2735426 9 18.72222222 18

REEP6 18 8.25E-05 0.2735426 9 18.72222222 18



RTP5 18 8.25E-05 0.2735426 9 18.72222222 18

CENPM 18 6.17E-04 0.37325175 7 42.83333333 18

TMEM115 18 1.03E-04 0.32250755 6 29.55555556 18

ACTA1 17 0.00476261 0.35115132 7 25.41176471 17

CBX4 16 0.00151046 0.3346395 8 67.375 16

PARP1 16 0.00330313 0.35553705 7 58.875 16

AP2A1 16 0.02346863 0.36433447 6 40.4375 16

TUBA4A 16 0.00513298 0.33969769 7 31.5 16

ACTN4 15 0.00842205 0.36937716 7 29.8 15

DNM1 15 0.00270718 0.38193202 6 45.8 15

GNAZ 15 0.0101413 0.3646456 7 31.86666667 15

OR2A5 14 3.17E-05 0.27284345 9 23.64285714 14

SFI1 14 3.76E-06 0.32670237 7 32.78571429 14

ARSB 14 0.01081106 0.33333333 7 17.78571429 14

OR8A1 14 3.17E-05 0.27284345 9 23.64285714 14

OR13F1 14 3.17E-05 0.27284345 9 23.64285714 14

OR10A6 14 3.17E-05 0.27284345 9 23.64285714 14

LRP2 14 0.00776865 0.37098175 6 45.78571429 14

OR14I1 14 3.17E-05 0.27284345 9 23.64285714 14

OR2L13 14 3.17E-05 0.27284345 9 23.64285714 14

SQSTM1 14 3.17E-04 0.34105431 7 58.42857143 14

OR13C5 14 3.17E-05 0.27284345 9 23.64285714 14

OR2T8 14 3.17E-05 0.27284345 9 23.64285714 14

CEP131 14 3.76E-06 0.32670237 7 32.78571429 14

GRN 14 0.01047598 0.33359375 7 18.5 14

NCOR2 14 0.01106587 0.3637138 7 55.07142857 14

OR11L1 14 3.17E-05 0.27284345 9 23.64285714 14

OR6S1 14 3.17E-05 0.27284345 9 23.64285714 14

OR1I1 14 3.17E-05 0.27284345 9 23.64285714 14

OR11G2 14 3.17E-05 0.27284345 9 23.64285714 14

OR4P4 14 3.17E-05 0.27284345 9 23.64285714 14

OR2L8 14 3.17E-05 0.27284345 9 23.64285714 14

OR2M7 14 3.17E-05 0.27284345 9 23.64285714 14

ODF2 14 3.76E-06 0.32670237 7 32.78571429 14

GLB1 13 0.00934569 0.33255452 7 19.15384615 13

NOS2 13 0.00593332 0.35882353 7 64.07692308 13



TMEM216 13 0 0.32496195 7 33.92307692 13

STAM 13 2.46E-04 0.34743694 7 51.15384615 13

SYNJ2 13 0.00566744 0.34914146 7 45.30769231 13

IGLL5 13 0.01645612 0.36905791 7 29.76923077 13

NSF 12 0.00556707 0.32471483 6 19.5 12

UBE2L3 12 0 0.32323997 7 91 12

NOTCH4 12 0.00581561 0.3637138 7 72.91666667 12

MAP2K3 12 0.00883735 0.3735783 8 39.83333333 12

TBK1 12 0.00965099 0.34078212 7 51.75 12

ERBB4 11 0.00179612 0.35613011 7 42.54545455 11

ACOX3 11 0.01398555 0.32471483 7 68.54545455 11

STK11IP 11 0 0.33203733 7 22.45454545 11

LCP2 11 0.00175845 0.33969769 6 31.36363636 11

MCM2 11 0.00550246 0.33942766 7 70.54545455 11

AGA 11 0 0.33203733 7 22.45454545 11

CYLD 11 7.80E-05 0.33542812 7 70.18181818 11

RHOT1 11 9.52E-04 0.34659091 8 26.27272727 11

PTGES2 11 0 0.33203733 7 22.45454545 11

CYB5R3 11 0 0.33203733 7 22.45454545 11

NHP2L1 11 0.01460677 0.34491115 7 19.81818182 11

CHMP2B 10 9.70E-04 0.33049536 7 61.5 10

CD86 10 2.74E-04 0.34914146 8 40.1 10

DECR2 10 0 0.32397572 7 75.2 10

FNBP1 10 0 0.34602917 7 57.4 10

WRN 10 0.0028317 0.33177933 7 56.7 10

AGXT 10 0 0.32397572 7 75.2 10

XRCC6 10 0.00136572 0.31723626 8 27 10

RPL26L1 9 0.00438109 0.34407736 7 39.66666667 9

DCC 9 6.45E-04 0.34078212 7 36.44444444 9

FGF16 9 0.00114313 0.36094675 7 68.55555556 9

DLG4 9 0.00832916 0.32820907 8 24.44444444 9

MAP3K1 9 7.50E-04 0.35882353 7 33.44444444 9

EPHB1 9 0.00136621 0.32998454 6 30 9

PIK3C2G 9 7.42E-04 0.3162963 8 29.11111111 9

MDM4 9 2.52E-05 0.33100775 7 86.22222222 9

FUS 9 0.00125116 0.30391459 8 12.66666667 9



MSH2 9 0.00216405 0.34105431 8 42 9

PIKFYVE 8 0.00315147 0.32057057 7 18.125 8

DOCK1 8 7.13E-05 0.32998454 8 37.375 8

NAT10 8 0.01162551 0.25910194 8 4.875 8

FLT1 8 8.53E-05 0.31865672 8 25.125 8

WDR18 8 0.02244321 0.34352373 7 26 8

ADCY5 8 8.03E-05 0.28600134 8 25.125 8

ADCY4 8 8.03E-05 0.28600134 8 25.125 8

UPF1 8 5.15E-04 0.35231023 7 49.25 8

CDK9 8 9.86E-04 0.3416 7 43.375 8

DAG1 7 0 0.32820907 8 35.14285714 7

LAMA5 7 0 0.32820907 8 35.14285714 7

DNAH3 7 6.45E-05 0.29347079 7 30.85714286 7

DDX41 7 9.56E-04 0.34132694 7 86.85714286 7

CHMP4A 7 1.57E-06 0.32105263 7 82 7

TARDBP 7 9.08E-04 0.30305181 8 15.28571429 7

SACM1L 7 1.80E-04 0.30675287 7 14.85714286 7

TNC 7 0.00372152 0.31420162 8 17 7

GPC1 7 0.00143518 0.32348485 7 22.85714286 7

WDR34 7 1.81E-04 0.30155367 7 29.71428571 7

MUC6 6 0.00465086 0.22604553 9 4.16666667 6

VCAN 6 4.39E-05 0.26720901 8 9 6

KLRC2 6 0 0.31397059 7 32.33333333 6

MYH11 6 0.00571712 0.32008996 8 29 6

NOP9 6 0.00716208 0.25722892 8 4.33333333 6

CAPN2 6 3.33E-04 0.33307332 7 34.66666667 6

KIRREL 6 8.85E-05 0.32471483 7 29.83333333 6

PRPF40A 6 0.00468384 0.29550173 8 12.83333333 6

EDN2 6 0 0.3087491 8 36 6

MUC12 6 0.00465086 0.22604553 9 4.16666667 6

TAS2R46 6 0 0.28485657 8 26.16666667 6

INPP4B 6 1.60E-04 0.30653266 7 16.66666667 6

ITGA4 6 9.42E-05 0.3264526 8 36.5 6

SMG6 6 0 0.34105431 7 57.5 6

MUC7 6 0.00465086 0.22604553 9 4.16666667 6

C9orf72 6 2.06E-04 0.28561873 8 13.83333333 6



BCR 6 7.64E-06 0.3259542 8 39.5 6

MYH10 5 0.00468428 0.31985019 8 34 5

TIMELESS 5 3.45E-04 0.2781759 8 12.4 5

KRT76 5 0 1 1 5 5

KRT75 5 0 1 1 5 5

KRT6C 5 0 1 1 5 5

KRT71 5 0 1 1 5 5

HBS1L 5 3.83E-04 0.33888889 7 51 5

KRT1 5 0 1 1 5 5

KRT3 5 0 1 1 5 5

SEC24B 5 0.01909968 0.28638498 7 12.2 5

TTN 5 0.0055144 0.24554342 9 3.8 5

ITGB8 5 6.00E-04 0.31099782 8 22.6 5

MAPKAPK3 5 2.17E-04 0.33542812 8 31.8 5

TPM1 5 0.004571 0.27583979 8 9 5

SF3A2 5 0 0.29529737 8 15.4 5

NBAS 5 6.22E-05 0.29166667 7 15.2 5

CEP55 5 0 0.31841909 7 60.8 5

AMTN 5 0 0.26554726 8 9.6 5

ENAM 5 0 0.26554726 8 9.6 5

RBM5 5 0 0.29529737 8 15.4 5

PIP5KL1 5 1.17E-04 0.3047823 7 23 5

AMBN 5 0 0.26554726 8 9.6 5

CACNA2D2 4 2.10E-04 0.27945026 8 29.75 4

SCN1A 4 0 0.27963327 7 24 4

GNAT1 4 0 0.27853881 8 32.75 4

ABCE1 4 1.44E-05 0.32422172 7 64.25 4

TAF15 4 5.03E-04 0.31282051 8 23 4

COL6A2 4 0.00697628 0.26423267 8 9 4

ARHGEF19 4 0 0.31865672 8 42.5 4

IFT57 4 0 0.28485657 7 23.5 4

DCLRE1A 4 0 0.32008996 7 118.5 4

GALNT13 4 0.0277732 0.29027872 8 16 4

MYO9A 4 0 0.31865672 8 42.5 4

CD47 4 0.001264 0.33996815 7 39 4

MATR3 4 5.63E-06 0.29186603 8 16.5 4



WNK1 4 0 0.32008996 7 118.5 4

INTS1 4 7.73E-05 0.31841909 8 34.75 4

MYO5A 4 0.00486139 0.31443299 7 20.25 4

PFN1 4 0 0.31913303 8 44 4

CDON 4 9.15E-05 0.33075136 7 27.75 4

RPS6KA4 4 9.52E-04 0.33915806 6 32 4

SPAG9 4 0.00200776 0.3264526 8 24.75 4

MRPL1 4 0.00559104 0.32670237 7 34.25 4

TTC21B 4 0 0.28485657 7 23.5 4

COL17A1 4 0.00468384 0.20951914 9 3 4

CDC25B 4 6.90E-05 0.33516484 7 44.5 4

FAM13A 4 0 0.31865672 8 42.5 4

COL16A1 4 0.00697628 0.26423267 8 9 4

FARP2 4 0 0.32670237 8 50.75 4

TERF1 4 0.00468384 0.2716285 8 11 4

ARHGAP4 4 0 0.31865672 8 42.5 4

ARHGAP9 4 0 0.31865672 8 42.5 4

SCN7A 4 0 0.27963327 7 24 4

POLDIP3 4 3.66E-06 0.27249521 8 11 4

KIF1A 4 0 0.27963327 7 16.25 4

RRP7A 4 0.00385606 0.32795699 7 37.25 4

EPHA3 4 2.89E-06 0.32033008 7 34.25 4

GLE1 3 0 0.27232143 8 14 3

PPP2R3B 3 0 0.30176678 8 38.66666667 3

B4GALT5 3 0 0.18460873 10 6 3

MMRN1 3 0 0.29735376 8 20.33333333 3

DDX55 3 0 0.20618059 9 5.66666667 3

NVL 3 0 0.25676488 8 7.33333333 3

COL5A3 3 0 0.20941638 9 4 3

PCDHA10 3 0.00468384 0.18581375 10 2.33333333 3

RXRG 3 0 0.31747212 7 29.66666667 3

FYTTD1 3 0 0.27232143 8 14 3

ACADL 3 0.00935669 0.24582614 8 4.33333333 3

ESF1 3 0 0.20618059 9 5.66666667 3

TRAF3IP3 3 0 0.30964467 7 43.33333333 3

PTPN12 3 8.94E-05 0.31489676 8 35.66666667 3



E2F8 3 1.94E-06 0.32695253 7 62.33333333 3

MYO10 3 7.10E-05 0.30719424 7 18.33333333 3

MSH3 3 0 0.27745289 8 14 3

APEX1 3 1.24E-04 0.29008152 8 17.66666667 3

FLNB 3 0.00187551 0.30785869 8 33.66666667 3

MRPL36 3 2.02E-04 0.25785024 8 5 3

GALNTL5 3 0 0.18460873 10 6 3

PCDHA7 3 0.00466185 0.22773333 9 3 3

DNAH17 3 0 0.28390957 7 28.66666667 3

PCDHA4 3 0.01860342 0.29367263 8 14.66666667 3

PCDHA9 3 0.00466185 0.22773333 9 3 3

AGAP2 3 0 0.3047823 8 35 3

SCRIB 3 3.06E-04 0.33996815 8 51 3

IGLL1 3 0.00468384 0.27025316 8 5.33333333 3

ENG 3 2.10E-04 0.30587393 7 28.66666667 3

ST6GALNAC4 3 0 0.18460873 10 6 3

STXBP1 3 5.18E-04 0.28676964 7 12 3

MST1R 3 0.00131936 0.29694019 8 13 3

RAB36 3 0.00965253 0.25206612 7 8 3

RASSF1 2 0.00468384 0.27076728 8 12 2

SUGT1 2 2.22E-05 0.31259151 8 65 2

GBP3 2 0 0.28949153 7 47.5 2

MTIF2 2 0 0.24667822 8 3.5 2

CAMK2A 2 3.43E-05 0.26020719 9 6 2

PON1 2 0.00468384 0.26116208 8 13 2

MYH4 2 0 0.2166413 9 5 2

ALS2 2 8.27E-04 0.29367263 8 26 2

TRAPPC6A 2 0 0.25769463 7 13.5 2

HKDC1 2 0 0.24985372 8 7.5 2

USP48 2 4.57E-06 0.29286694 8 47.5 2

CHTF18 2 0 0.25630252 8 8 2

DOCK6 2 0 0.31723626 8 58.5 2

DIAPH3 2 0 0.3162963 8 54.5 2

NPC1L1 2 0.00934569 0.18302615 9 2 2

MSX2 2 0 0.27266922 8 76 2

ABCG8 2 0.00468384 0.15487849 10 1.5 2



MST1 2 0 0.2961165 8 19 2

SI 2 0 0.24985372 8 7.5 2

PCK1 2 0 0.2670419 8 8 2

AP5M1 2 0.00468384 0.26754386 7 8.5 2

NUAK1 2 0 0.29087193 8 29 2

SLC25A24 2 0 0.31077147 8 62.5 2

NEMF 2 1.67E-05 0.29166667 8 49.5 2

DNM1L 2 5.08E-05 0.3119065 8 61 2

ITGAE 2 0 0.26325524 8 15 2

STK10 2 0 0.29206566 8 40.5 2

RAB3D 2 0.00468384 0.20160529 8 2 2

PLXND1 2 1 1 1 1 2

FIG4 2 0 0.262124 7 15.5 2

HCLS1 2 0 0.31122449 7 31.5 2

CHL1 2 1.02E-04 0.27548387 7 24 2

MED17 2 0 0.2670419 8 8 2

SETX 2 7.29E-04 0.29448276 8 24 2

IQGAP3 2 0 0.31723626 8 58.5 2

SLC25A25 2 0 0.3114515 8 63.5 2

VPS54 2 0 0.25523013 7 16 2

SREBF2 2 0.01398555 0.22344322 8 3.5 2

HYAL3 2 6.49E-05 0.26309304 8 9 2

HYAL2 2 1.43E-04 0.25847458 8 8.5 2

TNFRSF13C 2 0 0.28773585 8 31 2

IGJ 2 0 0.27008223 8 8 2

LCN2 2 9.86E-05 0.31985019 7 52.5 2

RTDR1 2 0.00245127 0.27076728 8 9 2

NPRL2 2 0.00468384 0.25058685 8 7.5 2

SET 2 1.01E-04 0.2948895 8 21 2

ACSL4 1 0 0.197411 9 3 1

CYP2D6 1 0 1 1 1 1

TUSC2 1 0 0.28792987 8 46 1

VPREB1 1 0 0.21286142 9 3 1

TAF1B 1 0 1 1 1 1

DNAH9 1 0 0.28092105 7 38 1

SHANK2 1 0 0.24724957 9 9 1



LUC7L2 1 0 0.2282202 9 6 1

SHROOM3 1 0 0.28792987 8 46 1

TRDN 1 0 1 1 1 1

POLG 1 0 1 1 1 1

TTC27 1 0 0.20588235 9 8 1

BRWD1 1 0 1 1 1 1

TBCD 1 0 0.25371361 8 16 1

SPECC1 1 0 1 1 1 1

TBC1D13 1 0 1 1 1 1

FBN3 1 0 0.26309304 8 25 1

AZI2 1 0 0.25431805 8 12 1

TTF1 1 0 1 1 1 1

PARP4 1 0 0.28792987 8 46 1

SH3PXD2A 1 0 0.3069734 8 48 1

UBXN6 1 0 0.27232143 8 24 1

RYR3 1 0 1 1 1 1

C8B 1 0 1 1 1 1

SPAG17 1 0 1 1 1 1

TH 1 0 0.28754209 8 26 1

ACTR3B 1 0 0.29550173 7 29 1

PPP1R42 1 0 0.28792987 8 46 1

ACSL1 1 0 0.197411 9 3 1

DNHD1 1 0 0.28092105 7 38 1

MTRR 1 0 0.27042432 8 75 1

THSD7B 1 0 1 1 1 1

PTPN14 1 0 0.27093909 8 27 1

VAPB 1 0 1 1 1 1

POLR3C 1 0 0.20469799 9 6 1

ATP10A 1 0 0.27232143 8 77 1

NT5C3B 1 0 1 1 1 1

SYNE2 1 0 0.21371371 9 4 1

SPG11 1 0 0.21117705 8 2 1

SPIRE1 1 0 0.23934978 8 4 1

HPS4 1 0 1 1 1 1

ADAM9 1 0 0.17329545 10 4 1

PHIP 1 0 1 1 1 1



OSBP2 1 0 1 1 1 1

POLRMT 1 0 1 1 1 1

MAP3K6 1 0 0.27214786 9 12 1

UGT2B15 1 0 1 1 1 1

MTCH2 1 0 1 1 1 1

MYOF 1 0 0.27249521 9 21 1

ATIC 1 0 1 1 1 1

LFNG 1 0 0.266875 8 12 1

NEFH 1 0 0.28754209 8 26 1

C9orf114 1 0 1 1 1 1

MYOM2 1 0 0.19722864 10 5 1

FERMT2 1 0 0.29529737 7 40 1

DENND1B 1 0 0.29570637 8 35 1

SPEF2 1 0 1 1 1 1

FAT1 1 0 0.26423267 8 13 1

ABCA2 1 0 0.13415017 11 2 1

PCDHA6 1 0 0.15675477 11 3 1

BLOC1S3 1 0 1 1 1 1

C7 1 0 1 1 1 1

RNPC3 1 0 0.25661058 8 11 1

B3GALTL 1 0 1 1 1 1

ZFYVE16 1 0 0.27093909 8 27 1

SIGIRR 1 0 0.25431805 8 12 1

MAP1S 1 0 0.21318023 9 2 1

PREX2 1 0 0.28390957 8 50 1

NDUFA6 1 0 1 1 1 1

FAM129B 1 0 0.28792987 8 46 1

URM1 1 0 0.27059569 8 76 1

SEMA3B 1 0 0.66666667 2 2 1

SEMA3F 1 0 0.66666667 2 2 1

ZMYND10 1 0 0.20046948 9 2 1

NFAM1 1 0 0.16784591 9 2 1

SH2D3C 1 0 1 1 1 1

RIMBP3B 1 0 1 1 1 1

HYAL1 1 0 0.25014646 8 14 1

ZNF280B 1 0 1 1 1 1



ZNF280A 1 0 1 1 1 1

RIMBP3C 1 0 1 1 1 1

LPA 1 0 0.20718098 9 2 1


